ODQHUUWUKJI OITE AW A

YIAbLTPA3BYKOBOMW IUATHOCTHUKHU
B AKYIWEPCTBE M TUHEKOJIOTHHU

TnaBHBIM pegakTop 3HuMKIoneauu M.B. Mensenes

OCHOBBI
[IPEHATAJIBHOMU
NMUATHOCTHUKHU

ITon penakumeit
E.B. IOmunoit u M.B. Mensenesa

Poccuiickas accounauust Bpayeu
YJIBTPA3BYKOBOH [THArHOCTHUKH
B TEPHHATOJI®THH H T'HHEKOJIOTHH

higamenccndo Jeancuwoe ¢Dpesas



YIK 616-007-07
BBK 57.16
1021

BHITUKIIOIFIUS YILTPA3SBYKOB®I JTUATHOCTUKHU
B AKYIEPCTBI: U THHEKOJIOI'MU
[napnblit penakrop snuukioneann Measeaes M. B.

OCHOBBI IMTPEHATAJIBHOIN JTUATHOCTUKU
ITo0 pedaxuueii FOounoii F.B. u Medeedeea M. B.
I-e u3n. - M.: PABY3AIIT, PeansHoe Bpemst, 2002. — 184 c.: ni.

ISBN 5-900770-11-7
ISBN 5-900080-17-X

B KHUIC 1MHUPOKO 1IPC/ICTABICHDI COBPCMCHHBIC ACTICKTHI OpIaHU3allMK Ty XODI
ripeHaTaJIbHOM JUAarHOCTUKHU. TlpoBelicH 1101poOHBIH aHaIU3 COCTOSIHUSL CTYXODbI
HPCHSTANLHON JHAIHOCTUKU B 3apy0exXurnIx crpadax U B cyOrekrax Poccuiickoii
Denepanni. JletaibHO OCBEIUCHB JIMAIHOCTUYECKUE BO3MOXHOCTH, METOJIMKA U
opraHu3anugd CKpHHHHIOBOI'O YIJBTPA3BYKOBOINO HCCICAOBAHHA BO BpCMSI
OcpemciiHocTH. Ocofoc BIIMMAIIMC YIICJICIIO OHMCAIIMIO PAlMOHAIBIILIX 110/IXOI0OB K
OMOXHUMHUYCCKOMY CKPHHMHTY U MHBa3MBHBIM MCTOJIAM [pEHATATBLHOM JAarHOCT MKH.
Onesint Ible DB MOCHAIIEI LT JIaOOPTOPLILIM METOMaM D IIPpelATAILUION [IHOTTIOCTHKE
M aKTyaIbHbIM IpoleMaM MEAUKO-TCHETHUCCKOIO KOHCYIBTUPOBAHHSI.

s opeanuzamopoe 30pasoexpaiieiius, dKyiepos-2uleKenozos, 2eHemuKoe,
epayell ynempa3zeyKool OUaNOCMuKY U Cneyudaniicmoe no npenamanbhoil
duazrocmuxe.

ISBN 5-900770-11-7
ISBN 5-900080-17-X

© Poccuiickas accowMaiis Bpavieid yJsTpazRyKORBO JMATHOCTHKIA B
MepMHATOJIOTMM U TMHeKoJsioryu, 2002
© M.B. Measpenes, 2002

HHu oone u3 wacmen 3mou Kiveu ie moxcem Ovimo nepenevamaita i ocnpoussedenda 6 aooom
6Ude (2ACKMpOIIoM, MEXRIUUCCKOM, (homoepadueueckom, pyKonciom U dp.), nOAHOCMOIO tall
wacmsiniu, 06e3 nucemennozo paspewienus pef)axuuu.

IloaroronieHo K neyatu B u3natenbcrBe «Peanbnoe Bpems»
Jlupekrop usnarcaectra Jlorsunenko T.B.
Odopmiciine ofuioxku Kacwsitiernko O.11.

Beperka Asiekeees JL.P., Kan 10.A.
Texuuueckuii penakrop Xapnanosa Q.A.

Ionnucano B nieuatrs 15.09.2002. Mopmat 60x90/8. Bymara menosaritast.
OrrieyaTaHo B IOJIHOM COOTBETCTBUM € KAUCCTBOM IIPEHOCTABICHHDIX JIMATIO3UTUBOB
OAO «Moxatickuit noaurpaguueckuit KoMOMHat», 143200, 1. Moxartick, yn. Mupa 93.

[pn ogopmMictni o6NOXKH HcHonboBall prcyliok A. Tlape (1575 1.) «IpicuocoGneniie ann suitianipanns 20-1ojuioii
Gepeneritiocty». 1la uerpeproii crpaniie 00NoXKKH pHCYHOK «TTabupiiTs, CHENHANKHO HOJOTORICHEIbII
xyoxikom AB. 1leinopbim.



bapaHoB
BnanucnaB CepreeBmu

['y3eeB
['eHHazuit ['pyuropbeBrUY

HMBalieHKoO
TaTbsiHa DayapanoBHa

KaieeBa
Tarnsva KoHCTAHTUHORHA

Ky3sHerioBa
TatbgaHa BnagMUpOBHA

Menpenen
Muxaun Bacunbenuu

KOnvHa
EneHa BnamMHpoBHa

ABTOPCKHIA KOJIIEKTHB

npogeccop, yneH-koppecroHaeHT PAMH, 3aBenyioiii
JIAbOpaTOpUei MPEHATAJIbHOM JUATHOCTUKHM HACIIEACTBEHHbIX
U BpoXxaAeHHBIX OonesHeil HU M akyuiepcTira ¥ rTMHEKOIOTMA
uM. [1.0. Orta PAMH, Caunkt-IletepOypr

KAHAMIAT MEOULIVHCKHUX HAYK, PyKOBOIUTEJb MEIMKO-
T€HETUUECKOro LIeHTPA MOCKBBI, TJIABHBINA MeIULMHCK HI
rereTuk KoMurera 3npanooxpaHeHust MoCK bl

JIOKTOp OMOJNIOrMYECKHX HAYK, BEIYIUMH HAYYHBIM COTPYAHUK
J1a0OpaTOpUH NPEeHATATEHON AMATHOCTUKMW HACJIeICTBEHHBIX
U BpOXaeHHBIX OonesHeit HUW akyuiepcTBa U TMHHEKOJIOTUH
uM. J1.0. Orra PAMH, Cadkr-TTetepbypr

KaHAUAAT OMOJIOTMUYECKHUX HAYK, HAYUHbII COTPYIHUK
naboparopyuy NMPEHATATKHON TAATHOCTUKU HACJIENCTREHHRIX
U BpOXAeHHBIX Oone3Heil HUW akyliepcTBa U THHEKOJIOTUU
uM. J1.0. Orta PAMH, Cadkrt-TleTepoypr

JIOKTOp OMONIOTMUECKUX HAYK, BEAYILIMI HAyUHBIM COTPYIHHK
JIA0OPATOPHH TPeHATATBHOM NMATHOCTUKH HACTIEICTBEHHDBIX
U BpoXXIeHHBIX Oone3Heit HM W akyliepcTBa U TMHEKOJIOTMH
M. JI1.O. Orra PAMH, Cankrt-ITetepOypr

JIOKTOP MeMIIIMTHCIKMX HAYK, pYKOBOAUTENb Kypca
MpeHATAJILHOM AUATHOCTUKW MHCTUTYTA MOBBILLIEHUS
kBandukauru spayeit Mb m 91 M3 PO, MockBa

KaHAMIAT MEAULIMHCKUX HAyK, 3aBenyioliast LieHTpom
MpeHATaTbHON AMATHOCTUKU MPU KJIMHUUECKOM
poIvasHoM ngoMe Ne 27, Mockpa




Coaepxanue

ABTOPCKHI KO/LTEKTHB 6
[1pemcnosue. O.8. Illapanoca 7
I'maa 1. OCHOBBI CKPUHWHTOBOIO HCCJIEOBAHUSI
E.B. 100una 11
Crpunurnie na cundpom Jlaya no eospacmy 12

I'napa 2. BuoxuMHueckuit CKpUHMHT

E.B. fO0una 16
buoxumuueckuil ckpunune ¢ ucnonvzoeauem anoghachemonpometina 16
Cipunurz na cundpom Jlayna ¢ ucnonvzoeaiuen Opy2ux OUOXUMUYECKUX MapKepos 23
XOpHOHNUECKWI TOHAIOTPOITHMH UeJioBeKa 23
HeKOHBIOrMpOBAHHDIM 3CTPHOJT 23
TpoifHOI1 TeCT ¢ UCTIONB30BaHHEM aTb(ad)eTorpoTeEHHA. XOPHOHUUECKOI O
TOHAOOTPOITMHA U HEKOHBIOTMPOBAHHOIO 3CTPUOJIA 24
J1Boim o TeCT ¢ UCNOMb30BaHHEM ANTb(pacheTONPOTEMHA 1 XOPHOHWUYECKOTO
TOHAIOTPOITUHA 24
[IpriMeHeHKe IBOMHOIO U TPOMHOIO TECTOR 13 TIPAKTUUECKOM
3APABOOXPAHEHIM 24
Hoeuvie buoxumuueckue mMapkepol XpoMocomMIoll hamono2uu nooa 26
PAPP-A 26
SP1 27
WHTHOMH A 27
SOD 27
I'uneprimkosuiar XI' 28
[Tporenn S100 28
CA-125 28
buoxumumecKkuit ckpuriine col6opOMOUHHX MAPKEPOS 6 PANINUEC CPOKU
bepemeriocmu 28
Duoxumuyeckuil ckpuiiune, nanpaeicHiolil 1a esseaenue mpucomuit 18, 13,
MPUnAOUAUI U &HOMBIUL NONOBHX XPOMOCOM 32
Crpunure na cutiopom Jlayna u dpyzue XpomocomHole aHOMAIUU ¢ UCHONBIORMHUCM
OuoxuMuuecKux uccnedosanuil Moyu 34

I'napa 3. YnbTpa3BykoBoit CKpHMHUHT

M.B. Medeeodee, I..B. fO0una 41
Hemopuveckue acnexmol 41
Ilpasuna opeanuzayui CKpulunzo6ux nPeHAMAAbHOX YAbMPA3EYKOBHX

uccnedosanuil 43
Keanucpuxayus epaueil ynompase)yxeeoil QuazHocmuku 48
Cpoku npoeedenus u KoauHecmeo uccredoeanull 49
I u 11 ypoenu obcnedoearnusi 53
Jluaenocmuyecklie 603MONCHOCIU YLMPAZEYKOBOZ0 UCCNCAOBRIUSI 56
1pomoronsi ynompaseykoeo2o uccredosariust 57

[1poTOKOJ1 CKPMHMHIOBOIO YJIBTPA3BYKOBOro MccaeqoBaHus B 10—14 Hen
OepeMeHHOCTU 58




I'nasa 4.

I'naga 5.

I'1pOTOKO CKpUHMHIOBOIO yALTPa3ByKoBoro uccienonBadust Bo 11 u Il

TpUMeCTpax OepeMeHHOCTH 63
FEounuiit yuem epoxcdennoit u nacredcmeentnioit namonouu. Bepudhurkayus
yumpaseykoe02o duaziosza. Kasecmeo, obvem u dnumenviiocms obciedosanust
demeil ¢ 8poxcOeHIIMU U HACHedcmeenTiiMU 3a00neeanusmu 6 HeoHamanbiom

nepuode 82

WHBa3sMBHBIE METOMbI UCCJIeIOBAHMSI B TIpeHATAJIbBHOM TUATHOCTUKE

E.B. I00una 89

Budol uneazuerivix memodos uccnedosartus 90

bezonaciocms uned3usnbix Memodos Uccnedosans 91

Tokazanus k uneazueim memodam ucenedosanust 93
MoHoreHHble 3a00Jie BAHMSI 93
Bo3pacT Kak nokasaHue K rnpeHaATaIbHOMY KapHUOTUITH POBAHMIO 95
OTHTOLLEHHBIH aKylIepcKUil aHAMHE3 ¥ XpOMOCOMHEIe flepeCTpOHKU
y ponutenen 99
OTKJIOHEHHsI CbIBOPOTOUHBIX MApKepoB KPOBH KaK 110Ka3aHHeE K
MPEHATAMFHOMY KapUOTUITUPORAHUI 101
JlaHHbIe 3xorpamy U rpeHaTalbHOoe KApUOTUTTUPOBAHUE 105

Taxkmuka ¢popmuposanus noka3anuil K npeHamaibHoMy kapuomunuposanuro 113

JlabopaTopHbIe METOMBI B TTpeHATAJIBHON NHUAarHOCTUKE
B.C. bapanos, T.B. Kysnenoea, T.2. Heawenko, T.K. Kaueesa 122
Jluaenocmura xpomocomrvix Goaesnen 122
Ocriognvie nPUNKURGE YUINOZCHEMUYCCKOL RPEHamantliol Oua2iochuKku 123
Ocobennocmu Yumozenemuyeckozo anarus3a KACmoK pU3nuiio2o miooHo2o
npoucxoxcoernusi 123
KneTku aMHUOTIWYeCKOM XWIKOCTH 123
KJleTKM BOpCHUH XOpMOHa (MAaLeHTbl): «[1psiMO» METON Y JJIUTENIbHOE
KYJIbTUBUPOBAHUE 125
JInmcoLIMTHI KpOBH 111044 126
Huazinocmuveckue npobaemol Kapuomunuposanus niooda 126
CTpyKTypHBIE MepecTpoKH XpOMOCOM, BO3HUK11IHe de novo 126
MapkepHbie XpOMOCOMBI 126
Mosauyusnt xpomocom 127
KoHTaMUHauMs oOpasia MaTepHHCKHUMA KNeTKaMU 127
Ilcesnomosaniinzm 127
Mo3anu3M, orpaHUUeHHbIN MnjalueHTon 127
Aneopumm npenamcuioneit QUAzHOCMUKE XPOMOCOMINX bonesneil 129
Bepucpurcayus duaenosa 130
llpenamaonas duazrnocmuxa zensiolx 60aesneit 131
Obwue nonoxcenust 131
Ocnoertvle npunyunol nperamanviou duaziocmuku 2ennvix bonesnedl 132
TouHOCTb KIIMHUYECKOrO AMarHosa 132
CroeBpeMeHHOCTb 00C/IeOBAHUsI CEMbH BBICOKOrO pHUCKa (32
I'lpaBITbHOCTE OLIEHKH pUCKa poXaeH s OOJIbHOro pebeHKa 132
BbI100Op ONTUMAIBHOIO CpOKA MpeHaTaJbHOU AIUATHOCTUKH 134
INonyyeHre MaTeprana sl NpeHATAAbHON IUATHOCTUKHA MOJIEKYJISIPHBIMU
MeTodaMH 134




I'nasa 6.

T'naga 7.

YeTKoCTh peKOMEHIALIMIA [TOCIe MOJIEKYIIAPHOM JTHATHOCTUKH
Ckpunupyromue rnporpamMmbl JJHK-auarHocTiku
Ocnostsie nOOX00b K NPeHAMANbHOI OUazHOCTUKE 2eHHbIX 6oaesnell
IIpsimast puarHocTHKA
KocBeHHas auarHocTvMka
Tounocme monekynsapHoll QUazHOCMUKU, GOZMOMCHBIE UCHOYHUKY OWLUO0K
KoMOMHHUpoBaHHAA AUArHOCTUKA
DBuoxumuneckue memodst 6 npenamaavHol duazHocmuxe
Kiemku amuuomudeckoii seuoxocmu
Codepacarue arshahermonpomeuna 6 aMHUOMUMECKOT Icudkocmu
Ayemunxonunscmepasza i nPeHamaibias OUazHOCUKA depekmos
Hepenoil mpyoru
Hzyuenue akmusrocmu (hepmenmoe KUMeyHuUKa naodd 6 npeHamaibHoll
duaznocmuke MyKOGUCUUO03a
buoxumuueckas npenamanvhasn QUazHOCHUKA 6poNCOEHHOI ZUneprAasul
KOpbl HAONOYEYHUKOE
Houmnianmauuonnas duaznocmuxa
Hempaoduyuonnsie memoodst npenamaHoil OuazHocmuxu
KJleTkH 1iofia B TpaHCLIEpBUKAIBHBIX 0Opasiax
KJ1eTKH 11o/1a B KPOBSHOM pyclie MaTepu

AKTyanbHbIe TIpobeMbl MEIUKO-TeHeTHIeCKOTO KOHCYJIBTH POBAHUS
I.I'. I'yzees
Ilpaxmuueckue npoGaemvl ROCHHAMANLHOZ0 MEOUKO-2EHEMUYECK020
KOHCYNLMUPOBANUS
OtcyTcTBHE MHUarHo3a y npobanaa
Jprarnoz y npobana HenmpaBMIBHBIN MM HeTTONMHBII
KimHWdeckasd ¥ reHeTHvecKas reTeporeHHoCTh 3a00Je BaHus
OTcyTCcTBUE MPOIBIEHUS IeHA Y HEKOTOPBIX WIEHOB CEMbH
BapuabenbHOCTh KIMHUYECKHUX CUMITTOMOB Y PasHBIX WIEHOB CEMbH
bornesHi sKcmaHCHKM TeHOB, TeHeTHYeCKHiT UMITPUHTHHT,
MUTOXOHApHAIbHEIe OoJIe3H
ToHATAMBEHBI MO3ZAULIM3M
Cospemennvie 2enemudeckue mexHonozuu
1lpotnemul opeanuzayuu meduKo-2eHemu4ecKoil cayncont
Hughopmayuorroie npobaemor MeOUKO-2eHEMUHECK020 KOHCYAbIMUPOBAHUS
ITpoGiiembl KiaccuduKammuu B MeIULIMHCKOM TeHeTHUKe
HcTOYHUKH UHPOpMaLur
PerucTphl HacmeACTBEHHBIX OoIesHelH
Tlcuxonoeuueckue npotnemol 8 2eHEMUYECKOM KOHCYALIMUPOBAHUL
OlLleHKa U BOCIPHUATHE TeHeTHIeCKOoM MHpOpMaLii
3Tarbl ceMeHOM NMCUXOMMHAMUKHA M MOJIEITH MOBEJIEHUA B YCIIOBUAX
TeHETUYECKOTO KOHCYITBTUPOBAHMS
INeHeTiuecKoe TecCTHPOBAHME M IICUXOJIOTMUYECKIe Peaki[uy poauTesieii
IDmuveckue npoonemol 6 2eHEMUYECKOM KOHCYAbMUPOGAHUU
IOpuduueckue npotnemsr € 2eHemMuUYeckoOM KOHCYALIMUPOGAHU

[TpeHaTanbHasi AMATHOCTUKA: HACTOsIIIIEE W Oymyliee
E.B. I00una, M.B. Medeedee

134
135
135
136
137
138
138
140
140
141

143
143

144
145
148
148
148

153

154
154
155
156
156
156

157
158
158
159
160
160
161
162
163
163

164
168
169
170

174



IIpeaucioBue

Yro Takoe rnpeHataIbHas AuarHocTuKa? D1o o0acTe MEOULIMHEL, KOTOPAast 3aHU-
MaeTcsl JOPOJIOBBIM BHISIBJIEHHEM Pas/IMYHBIX ITATOJIOTHUYECKHX COCTOSIHUI TLJI0/IA, B
TOM YHCJIe JUATHOCTUKOM BPOXIAEHHBIX 1 HAC/Ie[ICTBEHHBIX 3a00/IeBaAHMA.

ITpeHaTambHas IMarHOCTHUKA CETOMHSI — ATO CaMOCTOsITETbHAsI 00J1acTh MeJIuLIu-
HbI, KOTOpasi JIEXXUT Ha CTbIKe MHOTHMX cllellmaibHocTeil. BrionHe yMecTHO cpaBHe-
Hue TpeHaTanbHON AMarHOCTUKHU C HEKOM 3BE3/10i, B OpOMTY KOTOPO BOBJIEYEHEI
aKylllepcTBO, reHeTHKa, yIbTpa3ByKoBas JIMarHoCTuKa, HeOHaToNIor s, BUPYCOIO-
rusi, OMOXUMMS, [TATOJIOTMYEeCKasl aHATOMUS 1 MHOTO JIPYTUX clielinaibHocTel. Kaxk-
Jlasd U3 3TUX CIIelMaTbHOCTElH CYILECTBYET CAMOCTOATE/ILHO, pelaeT CRoM crieum@u-
Yyeckue 3a1a4yr ¥ abCcoJIIOTHO caMmofocTatoyHa. Tem He MeHee Takue pa3Hbie 30HbI
UHTEpeca IrepecekaroTes TaM, rie 0ObeKTOM 3a00Thl MEAUKOB CTAHOBUTCS IO/,

AKTUBHOE pa3BUTHE MPeHATATLHOM IMarHOCTUKY Hadaioch B 70-X rofiax X X BeKa.
3a KOpOTKOe BpeMs CTIELIMATMCTHI, paboTarolye B 310 00J1acT MeIMUMHEL, 10C-
TUIJTK OOJIBLIMX YCTieXoB. Yke B Hauase 80-X roior oHu 00beIMHWIHCH IO/, 3STU A0
MexayHapoaHoro obiiecTsa 1o npeHaTalbHONW JUarHocTuke, KOTopoe B TeueHue
JIBYX TIOCJIEHUX AECATUIICTHI peryJisipHO IMpoBoauT BeceMupHBIe KOHIPECChl, KOH-
depeHLK, ceMUHaphl. MHOIO JieT u3faeTcst MeX AyHapoAHbIH XypHa «I [peHaTann-
Hasl JTMarHOCTUKA».

OcHoBHas1 1Ie/Tb 3TOTo coro3a — 0oprda ¢ BpOXKIEHHBIMU 1 HAC/IEICTBEHHBIMM 3a-
OoneBaHUAMM, TO €CTh C TIOXO M3MeUMMBbIMKM HelyraMu, KOTophie B OOJIbIIMHCTRE
CBOEM B KOHEYHOM HTOre NMpUBOMST JInOO K rubesin pebeHKa, JIMOO K ero TsoKesoit
UHBATUAHOCTH. JleTh ¢ BpOXIeHHBIMU U Hac/IeICTBEHHLIMU 3aD0JIeBaHUsMEH — 3TO
BO BCEX CIIYYasX JETH «C OTPaAHWUYEHHBIMM BO3MOXKHOCTAMM», JIeUeHre, BOCITHTaAHWE
U coluaibHasi auanTalysi KOTOpPEIX TpeOyeT 3HaunTeTbHBIX YCUIUI OT CeMBH U TOCY-
JapcTBa.

Ilo panHbiM BeeMupHO# opraHu3aliym 3paBoOXpaHe s, YaCTOTa BPOXIAEHHBIX
U HacJIe[ICTBEHHKIX 3a00/ieBaHuii cpe/li HOBOPOXKIEHHBIX HEBEJIMKA U B LIEJIOM He
npesbiiaeT 4—6%. [1py 5TOM MOPOKH W aHOMATMK Pa3BUTHSI BCTPEYAIOTCS C YacTo-
Tok 25/1000 HOBOPOXKAEHHKIX, XpPOMOCOMHEIE HapylleHnsI — ¢ yactoToil 7—8/1000
(xpomMocomHbie cuHapombl — 2—3/1000), MmoHoreHHbie 3ab6onesanus — 0,5—1.4%.

Cpenn 6epeMeHHBIX, TPOXOMSIINX TIpeHaTalbHoe obcnenoBaHe B paHHUe Cpo-
KM, 4acToTa BpOXKAeHHBLIX 1 Hacne/IcTBeHHBIX 3aboieBaHuii cylecTseHHO BhIlEe, YeM
Triepejl pojlaMu, IOCKOJIBKY 110 3aKOHAM €CTeCTBEHHOTO 0TOOpa 3HaYMTeNIbHasl YacTh
HeIToJIHOLIEHHBIX GepeMeHHOCTeil CAMOITPOM3BOJILHO TpephiBaeTcsi. M3 yelnoBHBIX
500 5MOpHOHOB € BPOXKIEHHLIMHU U HaC/Ie/ICTBeHHBEIMHU 3a0oiesaHmsamu ot 50 10 70%
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norubarot 110 KoHla | TpuMectpa. M3 octasiuuxcst 250 B TeyeHue Il Tpumectpa elie
25—30% OGepeMeHHOCTEl CTAHYT XKEePTBAMH SBOJIIOLIMOHHOTO PA3BUTHS U TIPEPBYTCS
caMocCTosITeJIbHO 6e3 Kakoro-mdo BMelaTe)IbeTBa InpeHataibHoi MeauimHbl. B 111
TpuMecTpe GepeMeHHOCTH TeMIThl [oTeph, CBsi3aHHbIe ¢ BPOXKIAeHHBIMU 1 Hacle/l-
CTBEHHBIMH 3a00JIeBaHMSIMM, 3HAYMTEJIBHO CHU3SITCS, TeM He MeHee erile 3—5% rio-
JIOB TIOTMOHYT BHYTPUYTPOOHO.

Takum obpaszoM, B cMoieJIMpoBaHHOM cuTyaluu u3 500 GepemeHHOCTel, TTopa-
KEHHBIX BpOXIeHHBIMY ¥ HACTEACTBEHHBIMHU 3a00JIeBAHUSIMU, POJIAMHU JKUBBIM T1J10-
JIOM 3aKoHYaTcsl TOJLKO 175. I1pocToii pacyeT MOKa3bIBaeT, YTO TaKoe KOJIMYECTBO
cJiyuyaes BPOXKIEHHOM ¥ HACNIeNCTBEHHOM TTATOJIOMMH Y HOBOPOXKAEHHBIX MOXHO 3a-
perucTpupoBath B peruoHe, rje exeromaHo rpoucxoaut okomno 5000 ponos. Creno-
BATENLHO, YCUIIHUS BCel CIIVKOBI NpeHaTalbHON AMarHOCTUKM OOJIBIIOro peruoHa
JIOJDKHBI OLITh HAITPAB/ICHBI Ha BBISIB/ICHLE BCEIO HeCKOJILKUX JIECSTKOB Cy4aeB 9TO
natojiorud. K coxaneHuro, MHOTHE U3 3THX 3abosieBaHuii He MoiexaT AopOoaoBOi
JImarHOCTHKE B CHJIY HECOBEPILIEHCTBA MpeHaTaTbHBIX METOIMK 1 HEJIOCTATOYHOCTH
3HAHWI MeIUIMHBI O MPUPOLE TeX UJIM MHBIX HO30JIOTUUECKUX (POpM.

HecmoTpst Ha TO, YTO BpOXIAEHHLIE U HAC/e/ICTBEHHbIE 3a00/IeBaHUS — SIBJICHUE
penkoe, YCHIMsE MeJIMKOB, HallpaBjeHHbIE Ha MX MPeHaTaIbHYI0 IHarHoCTHKY abco-
JIIOTHO ompasnaHbl. HanpuMmep, odulinanbHas CTATUCTUKA CBUACTEILCTBYET O TOM,
YTO TTIOPOKH pasBUTHS CTaOUILHO 3aHUMaloT 11 MecTo B CTpyKType Npu4uH lepuHa-
TAJIBHOM CMEPTHOCTH.

XOpOII0 U3BECTHO, YTO BPOXAEHHAS 1 HACJIe[ICTBEHHAs [1aTOJIOTHSI — BTO y/IeN He
CTONBKO TAllMeHTOB, OTHOCSIIUXCS K rpyTre pucka, CKOTBKO MOJIOABIX, HIUeM He
oTATOLIeHHBIX cemeii. K coxaneHwuto, B MoJiapsiioiieM OOMbIIHCTBE CIIydyaen 5Ty
3a00eBaHKs BOSHUKAIOT HEOXUIAHHO B Pe3YJIbTaTe HOBBLIX MyTALMi WK Kak cJie/l-
CTBHE HEKMX «HeOTaronpusTHEIX (paKTOpPOB», KOTOPEIE He IO/IeXaT JI0CTOBEPHOMY
BHISIBJIEHHIO ¥ TeM Ooree 3¢ppeKTHBHOIH TPOopHIaKTHKE.

OueBHIHO, YTO OJIHOM 13 IJIABHBIX 3a/1a4 JIOPOJIOBOT0 00C/Ie/IoBAHMS SIBIISIETCSI CBO-
eBpeMeHHasi AMarHOCTUKA BPOXACHHONH W HaceICTBeHHOM I1aTOIOTMK M KOMILIEK-
cHoe o0cie/iopaHue IJIOAA C LeJIbI0 COCTABJIEHNS MAKCUMAIbHO TOYHOTO MPOrHo3a
JUISL XKU3HM 1 3n0poBbst. [TpeHatanbHas cyx0a He noypkHa OBITh KapalolyuM MEYOM.
Jlaxe B ciiyyae BHISIBJIEHUSI a0COJIIOTHO HEM3JIeWUMOTo 3aboneBaHusl UK MOpOKa
pa3BUTHS, HE COBMECTUMOIO C XH3HEK, Bpay He JOJIKEeH HACTAUBATHL Ha IpephiBa-
Hun OepeMeHHOCTH 110 MEAULIMHCKUM NoKaszaHusM, Cynp0y HepoauslLerocs peoeH-
Ka MOTYT pelUMThb TOJIBKO POAUTEIH.

3anaya MequKOB — TipeflocTaBieHue MoaHo#i u o0beKTHBHOI nHdopMalm O 3a-
OoneBaHuu 1 pealbHBIX BO3MOXKHOCTSIX ero JieueHus1. Bpau noyokeH joHecti nH(pop-
MaLiIo A0 NMalMeHTKU B JOCTYITHOM el (hopMe, MoMOYb ceMbe ChopMUpOBATE peLlie-
Hue, HO He HacTauBaTh HAa ero u3MeHEeHU .
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Bornpoch npeHaTanbHOro KOHCYJIETUPOBAHMS IIPU BLISIBJICHUH Y TUIO/IA BPOX/IEH-
HOM Y HACJIE/ICTBEHHOI I1aTOJIOTUM — caMasl CJIOKHAS 3a7a4a JIJ1s ClieluaiucTa, pa-
Oorarolero B 81oii ooactu. Het eMHBIX peKoMeHjalmii, YHHGhUIMPOBAHHBIX pe-
LIeITToB BeJieHrs OepeMeHHOCTel; Gomnee TOro, 0 CHX IMOp He CYLIECTBYET YHUBEP-
CAIBHBIX cXeM obcliefiopaHus 1oja. Co Beeil OYEBHAHOCTHIO MOXHO YTBEpPXKIaTh
JIMLIB OJHO: TpeHaTajJbHas AMarHoCTHKa AOJDKHA OBITh MO3TAITHOM, KOMILIEKCHON 1
MHOroyposHeBoil. OHa He OJDKHA 3aMbIKaThCsl B pAMKAX OHOIO JUarHOCTHYeCKO-
ro MeToJia, KakumM Obl MHOroo0earolmM OH He Ka3alcsl.

CospemMeHHas MpeHaTalbHasgd AMarHOCTHKA BKIKOYAeT B ceOsl IUMPOKUIA CIIEKTp
UCCIenOBaHMM:

1) ynbTpa3ByKoBble (CKPUHHUHTOBBIE W CEeJIEKTUBHLIE);

2) Ouoxumuyeckue (onpefeseHus ypoBHeil CHIBOPOTOUHBIX MapKepoB KPOBH);

3) uHBa3uBHBIE (AMHUOLIEHTE3, KOPAOLIEHTe3, ACTIUPALIAS BOPCHH XOPUOHA WU
TUTalleHThI);

4) MeTOJIbl JJabopaTOpHO# reHeTuKU (LIMTOreHeTuKa, MOJIEKYJIsipHasi TeHeTH -
KauT.J.);

5) ¢pyHKUHOHAIBHA OLIEHKa COCTOSIHUS I110/1a (HoIlIuieporpadusi, KApanoTOKO-
rpaduisi, LIBeTOBOE JIOMIJIEPOBCKOE KAPTUPOBAHKE),

6) mMeTo/ibl BepuduKaLyu AuarHosa (I1aToJIoroaHaTOMMYECKUE U CUHIPOMOJIO-
TMUECKUE HCCIIe[IOBAHUSI);

7) 1pe- u NOCTHATATILHOE KOHCYJIETUPOBAHUE

8) Opyrue jabopaTtopHbIe U KIMHUYECKHE UCCIIeIoBaHUS, IlepeueHb KOTOPEIX pac-
LIUPSIETCS € KOKIBIM JIHEM.

B »T0i1 KHITe aBTOPH IMOCTapauch pacckasath 00 OCHOBHEIX METOJlax BBLISIBJIE-
HHsI BPOXIeHHBIX M Hac/IeCTBeHHEIX 3a0omesaHuil. C 3ToH Lienbio ObLIa MpeIIpu-
H4ITA [TOILITKA 0600LEeHHs] MUPOBOTO OINLITA CTYKOBI MpeHaTaJIbHON AUATHOCTUKM.
HecmoTtpst Ha pasniyusi B COLUMaIbHO-9KOHOMHUYECKIX YCIOBUAX, YPOBHE pasBUTHS
MeULIMHBL, MEHTATUTETE JIIOJIEN B pa3HbIX CTpaHax, B 3Tol 001acT Meul [HHbBI MHOTO
obero. KpomMe Toro, aBTopcKHMM KOJUIEKTHUB TMOAEIIMIICS € YHUTaTe/IsIMU COOCTREH-
HBIM OITBITOM, HAKOIUIEHHBIM OoJiee yueM 3a 20 JieT paboTel B 00J1aCTH [IpeHaTa/IbHOI
MEIHLMHBI, & TAKXKE TIPENCTABUI Pe3yJIbTaThl POCCUIUCKUX MYJIETULIEHTPOBBIX HCCIe-
JIOBaHUH, TTOCBSIILIEHHBIX Pa3IMYHBIM aclleKTaM JIOPO/IOBOM [AHATHOCTUKH.

MuHucTepcTBo 3ipapooxpaHeHus PO yrenser Gonblioe BHUMaHKE BOIPOCam
OXPAHBI 310POBbs] MATEPN M PeOEHKA M CUMTAET NTPEHATATbHYIO JMarHOCTHKY OAHHUM
W3 TIPUOPHUTETHBIX HaMpapieHW i ciyk0bl. M3naHue 3Toro Toma sHLMKJIOTICIMH YiTh-
TPa3ByKOBOM ANarHOCTUKM, MTOCBALIEHHOro OCHOBaM MpeHaTtalbHON ANarHOCTUKH,
ABJISIETCS UCKIJTKOYMTEJIHBHO CBOEBPEMEHHDBIM.

OueBMAHO, YTO HEKOTOPHIE ACTIEKTHI MPOoOJIeMBI OCTATHCH 38 pAMKaMU KHHIH,
TOCKOJIbKY OOBSITh HEOOBSITHOE HEBO3MOXHOE. MHOr1e BOIpOCH MpeHaTalbHO#
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MeJMIIMHDBL (HalpuMep, BHYTpUYTpoOHOe MHGUIIMPOBAHKE) 10 CUX MOp HE HMEIOT
OIHO3HAYHKLIX OTBETOB H He IOJJIeXXaT pACCMOTPEHHIO HA CTPAHWLAX M3[IAHUS, T10-
CBSLIEHHBIX OCHOBAM TpeHaTalbHOI JuarHocTuku. Tem He MeHee MaTepuall, Co-
OpaHHBIN B KHHTe, YHUKAIeH u MpeJICTaB/sieT HeCOMHEHHbIN nHTepec T clieliua-
JIMCTOB, paboTAKOIIMX B pa3HBIX 00/1acTsIX MeJIMLIMHEL, HO TAK MJIN MHaYye CBSI3aHHBIX
¢ npobyieMaMu BpOXKIEeHHBIX U Hacle[ICTBEeHHBIX 3a00JieBaHMA.

Samecmumens Munucmpa 30pasooxpaneHus
Poccutickoit Dedepanuu
O.B. Illapanosa
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1

OCHOBbI CKPUHHUHI'OBOI'O
HCCAEZOBAHHA

E.B. IOauna

MHorue pasgenbl MeAHIIMHEL, B TOM YHC-
Ji1e U [TpeHaTa/IbHast JUATHOCTUKA, UCTTONb3Y~
10T KAK IMArHOCTHYECKHE, TAK U CKPUHWHIO-
BbI€ METOIbI. JAMArHOCTUYECKUM MOXHO Ha-
3BaTh UCCJIEIOBAHME, TTPOBOAUMOE KOHKPET-
HOMY MalLMHeHTy, HMeIollleMy Xalo0bl Wn
KJIMHWYECKHE MPOSAB/IEHUS TOr0 WM MHOIO
3a60seBaHKs, 1 HAMPaBIeHHOE HAa YTOUHEHHE
auartHo3a. CKpUMHUHIOBLIE MCCJIEJIOBAHUSA —
3TO MCCJIENOBAHMS, TIPOBOISILMECH B ONpe-
JIENICHHBIX TPYNax HaceJeHHsl BHE 3aBUCH-
MOCTH OT HAJIM4US WJTH OTCYTCTBUS aiob u
KJIMHUYECKUX MPU3HAKOB H3Y4yaeMOH naTo-
JIOTHH.

B nepeBoie ¢ aHNIHMIICKOTO SI3BIKa MNAron
«t0 screen» O3HAYaeT «MpoceruBaTh, COPTUPO-
BaTk». CyTh TEPMMHA 3aKJIt04aeT B cebe u oc-
HOBHOM CMBICT MeTOfa. Bo-mepBBIX, CKPH-
HUMHT — 9TO MacCOBoOe uccaenoBanue. Io mpa-
BUJIAM, YCTAaHOBJI€HHBIM BceMupHoii opra-
HU3alMell 3apaBOOXpaHEeHUA, HeJib3
FOBOPUTH O CKPMHUHTE, €CJIU B HEM Y4aCTBY-
eT MeHee 85% u3yuaemoii rpyrnmbl naiueH-
TOB. BO-BTOpPBHIX, CKPUHHHIOBOE HCCJIeIOBA-
HK€E HANPAaBIeHO He Ha JIMATHOCTHKY 3abosie-
BaHHsI, a HA «COPTUPOBKY» MAIMEHTOB, T. €.
Ha BBIJIENIEHUE «IPYITIH PUCKaA», YTPOXKAEMOWM
MO pa3sBUTHIO U3YyYaeMO¥ 11aTOJIOTHH.

B npeHaTanbHON IHATHOCTUKE CKPH-
HUHIOBBIE M IMArHOCTUYECKHUE METOIBI Ya-
cTO nepecekarwTest. Hampumep, ¢ noMoibio
CaMoToO MNONYyAAPHOTO HCCAENOBAHUSA —

sxorpacun — MOXHO IMArHOCTUPOBATD M0~
pPOK pa3BUTHS I1I0Ja Y KOHKPETHOH bepe-
MEHHOM, a TaKXe 13 0011ero noroka depe-
MEHHBIX BHIEIUTH TEX, KTO YIPOXAEM IO
POXIEHMIO IeTel ¢ XpOMOCOMHOM NAaToNi0-
ruei, v MpeaIoXuTh UM MPeHATAIBHOE Ka-
PHOTHITMPOBAHUE C LIENBIO YTOUHEHWS I~
arsLosa.

«YT10 MeKaTh?» — 3TO MEPBBIN BOMNPOC, Ha
KOTOPBIii MBI JIO/DKHBL OTBETUTD, ITPEX /1€ YEM
MPUCTYIIUTbL K CKPHHUHTOBOMY 00cCJie1oBa-
HUI0 B peruone. [lpeaMeT cKpuHHHTA — 3TO
NaToN0rus ¢ HEONAroNnpPUATHLIM MPOTHO30M
JUTS1 )KM3HM U 3[10POBbS M BBICOKOW TOITYJISA-
1IMOHHOI YacTOTOH, JIedyeHUe KOTOPOil Tpe-
OyeT OONbUIMX COIMATBHO-9KOHOMUYECKUX
3arpar.

«I'ne uekaTh?» — 3TO BTOPOH BOIIPOC
CKPUHUHTOBOro uccneposaHus. Llenb
CKPUHHHTa — (hOpMUPOBAHME FPYIIITLI PUC-
Ka, KOTOpas B janbHeiiueM Oyaer nome-
XAaTb AOTIOJIHUTEBHOMY 00CJIenOBAHUIO.
CnejpoBateibHO, M1000MY CKPUHUHTY IOJ-
KHEI ITPEeAlIeCTBOBATL NOMYJISILIMOHHBIE
uccneloBaHMsl, HarpaBleHHbIe Ha U3y4e-
HUE SIBJICHUS B 11€JIOM,

Haubonee nonynsspHBIMA BHIAMKH CKDH-
HUHIA B IPEHATATBHON IHATHOCTHKE ABNSIOT-
cs1 YABTPa3BYKOBO# M OMoxummueckuit. MUm
MOCBALLEHBI CNEAYIOIIME TNABbl HALEH KHU-
', a ceryac HaM OBl XOTENOCE PACCKA3aTh O
JPYTHX CKPHHUHIOBLIX HCCNIEIOBAHUAX.
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1 rjiaBsa

CKPUHUHI HA CUH/IPOM JTAYVHA TTO BO3PACTY

Kraccuueckuii ippmep CKpUHUHIA B [Tpe-
HaTaATLHOM IMAarHOCTUKE — 9TO CKPUMHUHT Ha
cunapom [dayna (CJ1) no Bo3pacrty.

CJ1 — 3T0 HeusneunMan NaToNorus, pe3-
KO YXY/ALLUAI011As [TPOrHO3 LIS XMU3HU U IIPH-
BOAAIIAA K TSXENOW MHBATMAHOCTH C JIET-
cTBa. XOpOLIO H3BECTHO, YTO PUCK POXIEHUSA
pebenka ¢ C/1 3a/10keH B 4es0BEeKe MPHPO-
noit. Pebenok ¢ Tpucomueit 21 nmaps xpomo-
COM MOXET MOSIBUTBCA Ha CBeT B Moboii ce-
Mbe. Ha nepBulit B3risia, 4acToTa poXIeHUs
TaKMX JIeTeil OTHOCUTENLHO HEBBICOKA M CO-
crapiser 1 ciayqait Ha 700—1000 HoBOpOXK-
JeHHbx [1-3]. C gpyroit cTopoHsl, ecnu B
peruoHe (HarpMMep, B TAKOM KPYITHOM TO-
pone kak MockBa) eXerogHo MpOHCXOAHUT
70 000—75 000 ponoB, 3T0 03HAYAET, YTO KaXK-
JIBIi TOJ1 Ha cBeT nospisieTcsi okono 100 ge-
Teil ¢ 3TUM CMHApOMOM. B pa3HbIX cTpaHax
nokasatesin yactorul CI1 Ha 1000 HoBOpOX-
NIEHHBIX BapbUPYIOT, XOTS M HE 3aBUCAT OT
reorpamyecKkoro pacnoaoXeHus 1 pacoBo-
ro cocTaBa HaceJieHusi pervoHa [4]. 3uas
(axTrueckyio yacToty poxaeHus gereit ¢ CJ1
B KOHKPETHOM PETMOHE, MOXHO PACCYHTATH
U cpeHUI NONYASIIMOHHBI PUCK 5TOM Na-
Tonoruu [5]. Hanpumep, no naHHBIM aMepu-
KaHCKUX uccnepoBateneit [6], B 1987 r. B
CILLIA oH coctagisu B cpeaHem 1/830.

Yacrora poxaenus gereii ¢ C/1 recHo cBsi-
3aHa ¢ BO3pacToM Mmartepu. Briepseie Takasi
3aBUCHMOCTDb Obli1a ycraHoBneHa J. Fraser u
A. Mitchell [7] B 1876 1., T. . 3310AT0 JIO [MO-
JYy4YeHHs CBEIEHUI O XpPOMOCOMHO# MTPUPO-
ne 91oro cMHApoma. B nauane XX Beka G.
Shuttleworth [8] Taxoke 0OpaTi BHUMAHKME Ha
TO, uTo OT 1/3 no 1/2 neteii c 3108 NaTonoru-
el poxaaTest y Matepei «OaM3KUX K KIu-
MakTepHUYECKOMY BO3pacTy». B 60-x romax sty
e 3aBUCHMOCTb MOATBEPAWIH B CBOMX MC-
cnepoBaHusx R. Collman u A. Stoller [9].
Hauboneiias rpynna — 3 289 114 HoBopox-
neHHbIX — Obuta ucenenobada H. Cuckle u
coast. [5] B cepenvine 80-x ronos. UX nanHbIe
MOJHOCTBIO COBIA/M C MPEABIAYIITMMHA HCCTie-
JoBaHKMsMK. HecMoTpst Ha 04€eBHIHOCTD S1B-

12

JieHust, 1axe B cepeauHe 90-X ro1oB nponosi-
XAl MOsABAATHECH PaboThl, MOCBsLIEHHBIE
B3anMocss3n CJ1 u Bo3pacrta GepeMeHHOH
[10].

Bce ckazaHHoe Bhilie MO3BOJISIET OTBETUTh
Ha 00a Borpoca, MpeaBapsIoIHX CKPHHUHIO-
BO€ MccnenoBaHue. Bo-nepBbix, onpeneneH
fpeameT nmoucka — cuHapom Jdaysa. Bo-Bro-
PHIX, HAlIEHA IpyIina pucka — bepeMeHHbIe
crapuiero Bospacta. Cnenyoias npobiaema
OpraHu3alKi CKPUHMHTOBOTO HCCIEIOBAHMS
3aKJTIOHAETCH B MOMCKE IPaHUIIbl, Pa3aensio-
LLICH NAIMEHTOB, BXOASALIMX B IPYIITY PUCKA,
OT MaUMEHTOB C HU3KHM PUCKOM MCKOMOH
MaTONOTHH.

«I'ne rpanuubi rpynnsi pucka?» — 310 Tpe-
THi1 BOIMPOC, HA KOTOPLII HeobXOIMMO OTBe-
TUTB B X0je moboro ckpuHuHra. bnaromaps
MHOrOYMCACHHBIM MOMNYASIMOHHBIM HCCITe-
JOBaHWAM, O KOTOPBIX MBI YTIOMUHA/IH BBILIE,
CETOIHSA XOPOIIO H3BecTeH rpadMK 3aBUCH-
MOCTH pHcKa poxaeHusi pebeHka ¢ CJ1 or
Bo3pacta Matepu (puc. 1.1) [3]. I'nsns Ha
HET0, MOXHO CKa3aTk, yTo B 20 neT BeposT-
HOCTb poxXieHusi peberka ¢ CJI B cpenHeM
cocrasaser 1/1500, B 30 neT — yxe 1/900, aB
40 net nocturaet pybexa 1/100. U3 rpaduka

BeposTHOCTbL pOXUIEHHS

pebenka ¢ CJ1
1/107 .

1/100 .

171000 -

1/10000 T T I | T | |
15 20 25 30 35 40 45 50

Boszpact Marepu

Puc. 1.1. BepostHocTb poxkaeHus pebetka c C/1 B 3aBn-
CHMOCTH OT BO3PACTa MaTepH.




OCHOBbI CKPHHHHI'OBOI'O HCCAEJOBAHHA

cnenyeT, 4To MMeHHO nocne 30 net KkpuBas
BO3PacTHOTO PUCKA CTAHOBMUTCH Bee bonee U
OoJee KpyToi, OIHAKO He COBCEM SICHO, TJI€
pacnoioXeHa rpaHMiia, Mocie KOTOpPoMr na-
IIMEHTKA JOJLKHA OBITh BKJIIOYEHA B TPYTIITY
pHCKa.

[Monsitne «rpanuna pucka» (cut-off) cy-
LIECTBYET B JIIOOOM CKPUMHHHTOBOM UCCAENIO-
BaHMu. UMeHHO OHa pa3nenser nalMeHTOB
Ha JIBe IPYINMBL: TEX, Y KOI'0 PUCK UCKOMOH
MaTOMOrMH HEBBICOK, M TEX, KOMY TpebyloTcst
JONMOMHUTENBHBIE 00CIenoBaHus, HAlpaB-
JNeHHbIE HA BRISBIEHHE CKPHHUHTOBOTO 3a00-
JIEBAHUSI B CBSI3M C €0 MOBBIIIEHHBIM PHC-
KOM. IToMHMO MEIULIMHCKOM Lieecoobpas-
HOCTH, 3Ta rpaHuiia BO MHOITUX CTpaHax OIl-
pepensier ¥ (PUHAHCOBYIO TNONMTUKY B
3apaBooxpaneH. UMeHHo ¢ 9Toro pybexa
3aTpaThl HA IeYeHHe MPOITY1LIEHHBIX CITy4aeB
HCKOMOM NaTONOIMK HAYUHAKOT MPEBBILLATH
3aTpaThl HA JOMOIHUTENBHBIE JUATHOCTHYEC-
KM€ METOJIBI, IPHMEHEHHUE KOTOPBIX TpeOyeT-
cs1 B rpymiie pucka. [MocneaHee o6cToATEN b~
CTBO 0ODbSICHSIET HECOBMNAaeHHe B pasHbIX
CTpaHax TpaHU1l PUCKa M pa3MyMs B CKpH-
HWHTOBBIX MOIXO1aX K OHOM W TOH Xe Mpo-
bneme.

I'me jiexxuT rpaHuIia pUCKa NPy CKPUHMH-
re CJ1 o Bospacty? B GonbimHcTBe CTpaH
910 pybex 35 net. JIokazaHo, 4TO UMEHHO B
3TOM BO3pacTe pMcK poxaeHns pedbenkac CJ1
(B cpeanem 1/380) ctaHOBHUTCA COMOCTaBH-
MBIM C PUCKOM MpepuiBaHus OepeMeHHOCTH
nocne MHBa3sUBHOW MPOLEOypHl, MPOBEIEH-
HOJA C 11€JIbIO PEHATAILHOI0 KapHOTHITHPO-
panus [11]. HMeHHO B 5TO# rpyniie nauueH-
TOK B CITyuae HECBOEBPEMEHHOM JUATHOCTH -
ki C]] 3aTpaThl HA coiepXaHHe H COlH-
anpHY0 aganTanui OONbHBIX JeTell B
OOJNBIIMHCTBE CTPAH HAYMHAIOT TPEBBILLIATh
3aTpaThl Ha JIOPOJOBYIO JJMATHOCTHKY 9TOM
MATONIOTMH M 3aTPATH] Ha MpepbIBaHKE Bepe-
MEHHOCTH 10 MEAWLIMHCKIM MOKa3aHUsM.

Taxkum 0bpa3oM, TpagHIIMOHHBINA BOIIPOC,
anpecoBaHHbIi bepeMeHHOHN, «Ckobko Bam
J1eT?» 110 CYTH CBOEH ABISICTCA HAYAJIOM MPO-
Be/leHus] CKPUHMHIOBOTO MccnenoBanus. K
CJIOBY CKa3aTh, B aKylLUIEpPCTBe JI0 CEPEeLUHbI
80-x romoB XX BeKa CKPUHMHT T10 BO3PacTy

OBLT €AMHCTBEHHO JJOCTYMHBIM CKPMHUHTOM
ua CJ1.

O0bacHsg naleHTKe 3HayeHue pakropa
BO3pacTa, He cienyeT 3a0bIBaTh, YTO PHUCK
poxaenna pebeHka ¢ CJ1 v puck BbIABIEHHA
9TON MATONIOTHM A0 POJIOB CYILIECTBEHHO OT-
nn4aTes. BepoaTHOCTh AMATHOCTUKHN TPH-
comuu 21 B 16—20 Hen va 30% Boiliie, YeM IpH
POXIEHHM, a B cpoke 9—14 Henesib — Ha 50%
[12]. B 35 5ier Bo 1l TpumecTpe pyck 0OHApYy-
xenust CJ1 cocraBnser 1/290, a npu moHO-
IeHHOH DepeMeHHOCTH Y TOM Xe MalueHT-
ku — 1/380. Takas pasHuna obbsicHAETCA
T€M, 9TO, MpakTHYecKu |/4 YacTh II0J0B C
CJ1 (23%) norutaet Bo 11 u 111 TpumecTpax
[12—15].

9T0 COOTHOLLIEHHE OCTAETCH MOCTOAHHBIM
IUTS BCEX MONYJISILMIA, ITO3TOMY BO M30€XaHHE
OLIMOKH MpPH pacyeTe pUcKa HeoOXOMUMO
BBOAMTH COOTBETCTBYIOLYIO [TOMPABKY B 3a-
BUCHUMOCTH OT cpoKa BepeMEHHOCTH.

«KakoBa 3¢eKTHBHOCTE CKPHHHHIOBOI'O
Tecta?» — 3TO BOIPOC, KOTOPHIN ABIAETCA
ONpeAesIIoIMM IPU BHIOOPE CKPUHUHIOBOM
nonuTuku. OTBeyasi Ha Hero, HeoOXOAUMO
YYMTHIBATH JIBa MapaMeTpa: YyBCTBUTENb-
HOCTBL CKPUHWHTA 1 YPOBEHb JIOXKHOTTOROX W~
TeNbHLIX pe3ynbTaToB. Elie 10 Hayana ckpu-

HopmaneHHe
BGepeMeHHOCTH

BepemeHHocTH
¢ curapomom JayHa

AN

I T | T I T I
15 20 25 30 35 40 45 50
Bospact maTepu

Pue. 1.2, KonuuecTBo HOPMaTBHEX poaos H popoe ¢ CI1
B 3aBHCHMMOCTH OT BO3pacTa MaTepH.
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1 riaasa

HUHIoBoro uccnenosatust Ha C/1 o Bo3pac-
TY MATEPH CIEAYET MONYYMTH JIAHHBIE O KO-
NHUYECTBE POIOB B PErMOHE U pacnpeacJeHUH
MX B 3aBUCMMOCTH OT Bo3pacTa 6epeMeHHBIX.
Ha pucynke 1.2 noka3saHsl rpadgMKu pacrpe-
JeneHus BO3pacTa NalueHTOK, POAUBLIMX
310poBBIX peteit u aereit ¢ CJ1, mocTpoeHHbIe
HAa OCHOBAHMH MOMYSAIIMOHHBIX MCCIEN0BA-
Huii, nposenenunix B CILUA B 1987 1. [6].
TMeprieHAUKYISIP, BOCCTAHOB/IEHHBIH M3 TOY-
KM «35 net», COOTBETCTBYET IPAHMIIC PUCKA.

Ha xpuBoii «HOpMa/IbHEIE GEpEMEHHOC-
TH» CTIPaBa OT [epreHANKYspa pacnonara-
eTcs 00J1aCTh, OTpaXalonas KonuIecTso oOe-
peMeHHBIX cTapiue 35 JIeT, MonaBLIKX B rpyI-
Iy PUCKA IO BO3PACTY, HO POIMBILIMX JETEN
6e3 CJ1. B1o, Tak HA3HIBaeMbIe, IOXKHOIIONIO-
JKUTENBHBIE PE3YNABTaThl CKpUHKMHTA. 1o naH-
HBIM Pa3HBIX ABTOPOB, B JIOXKHOITONOXHTENb-
HYIO TPYIITY NpU CKPUHUHIE MO BO3PACTY
NpMXOAUTES OT 5 10 8% BCex bepeMEHHBIX B
NONyASLUN.

Ha rpacduke «CJI» cripaBa oT nepreHam-
Kynsipa pacroflaraloTes chydad poxaeHus
nereii ¢ CI1y maTepeii ctapiie 35 ner. Ha sty
yacte npuxoauTtes ot 20 1o 30% ot Beex ciy-
yaes CJ1. Takum 0oBpa3oM, IyBCTBUTEIILHOCTh
CKPHHMHTOBOTO TeCTa MO BO3PACTY HEBLICO-
Ka u coctasisieT ot 20 go 30% npu yposHe
JIOXKHOTIONIOXKUTEBHBIX pe3y/isTaToB 5—8%
13, 16—18]. JIpyrumu cioBaMH, HCIONB30Ba-
HI€E BO3PACTHOIO KPUTEPHS KaK €JIMHCTBEH-
HOTrO MoKa3aress K npeHaTalbHOMY Kapuo-
TUNUPOBAHHIO, TTO3BOJSIET BLISIBUTE TONBKO
20—-30 cnyyaes C/1 u3 100, nockonbky OC-
TanbHble 70—80 npuxonsTcs Ha bepeMEHHBIX
MOJIOJIOrO BO3pacTa.

CaemyeT OTMETHUTD, MTO Ha MOKa3aTeNb
YYBCTBUTENBHOCTH CKPUHMHTA H YacTOTY
JIOXKHOMONOXUTENIBHBIX PE3YNBTATOB GOJb-
[I0€ BIMsTHHUE OKa3bIBaeT neMorpaduueckas
CUTyallusi B KOHKPeTHOM pervoHe. HYem
GoJIbLIE KOJIMYECTBO POAOB NMPUXOAUTCA Ha
MOJIO[ION BO3pacT (JieBasi yacTb rpaduka),
TeM MEHBIIIE YPOBEHBb JOXHOIMONOXMUTE N b-
HBIX Pe3yibTATOB (MpaBasi yacTb rpaduka) u
HIKE YYBCTBUTEIbHOCTH CKPHMHHMHIA 110 BO3-
pacty. Hanpumep, mo nanueiM B. Sheu u
coagT. [ 18] (monmynsilMOHHEIE UCCNENIOBAHWA
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1975—1995 rr.), Toneko 11,6% neteit ¢ C/1,
poaMaKMCh Y Matepeit ctapuie 35 neT, no-
CKOJILKY B H3yyaeMOM aBTOPaMU TTOMYJISALUM
TONBKO 3,2% npuxoannoch Ha OepeMEHHBIX
cTapnieit BO3pacTHOM IPYIIIbI.

Taxum 06pazom, ckpuHuHr Ha CJ1 o Bo3-
pacty — 3TO KJIACCHMYECKHUH MTPUMEP CKPH-
HHHTOBOI0O MccnenoBaHusi. Ero HECOMHeEH-
HBIM JJOCTOMHCTBOM SIBJISIETCS TO, YTO OH HE
TpebyeT NOMONHMTENbHBIX MATEPHATBHBIX
3aTpaT, a [aBHBIM HEIOCTATKOM — HU3Kas
ahgexktuBHOCTE. UMEHHO HEBBICOKAA YyB-
CTBHUTENBHOCTH CKPMHMHTIA ITO BO3PACTY IO~
TpeboBaia HCIOJIL30BaHMS JONOHUTENBHBIX
Kkputepues otoopa B rpyniny pucka no CJ1. C
cepennH 80-X rogOB MX MOMCK COCPEAOTO-
yuics B cepe OMOXMMUYECKHUX MCCNENOBA-
HUI, KOTOPBIE MMPECTABICHH B CAELYIOLIeiH
IJiaBe 9TOro TOMAa SHLMKIIONEIUH.
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BUOXUMMUYECKHUHM CKPHUHUHI

E.. B.. ‘:Oﬂﬂﬂ’a

C caMbIX paHHUX CPOKOB OepeMEHHOCTH
deTonnaleHTapHBI KOMIUIEKC HAaUYWHAaeT
BeIpabaTeiBaTh cnenrdpuueckue nis Gepe-
MEHHOCTH BellecTBa, B OCHOBHOM OeJKH,
KOTOpBIe pasHBIMM NyTAMHU IoNagalT B
KpPOBB MaTepH, a 3aTéM YaCTUUYHO BHIBOISITCS
U3 ee opraHusma. [1pu HopMmanbHOI Gepe-
MEHHOCTH YPOBHHU 3THX BeLLIECTB B CHIBOPOT-
K€e KPpOBHM Matepu U B MOYe U3MEHSIOTCH B 3a-
BUCHMOCTH OT CPOKa, COCTOSIHUY (heToria-
[IEHTAPHOTO KOMIUIEKCA, HATMUWA COMAaTH-
JyeckKoil MaTojgoruu y marepu M t.a. [pu

BO3HMKHOBEHHH y I710/1a TOPOKOB pa3BUTHA,
XPOMOCOMHBIX abeppallii M HEKOTOPEIX Ipy-
THX OTKJIOHEHWIT OT HOpMBI (HANIpUMEp, 3a-
IEPXKH BHYTPUYTPOOHOIO pasBUTHA ILIO-
na — 3BPI]) conpepxaHue OeJIKOB cylle-
CTBEHHO HU3MEHSIETCS, YTO MO3BOJISIET HC-
NOoJIb30BaTh 9TH BellecTBA B Ka4decTBe
OHOXUMUYECKHMX MapKepOB pasiHYHbIX MaTO-
JIOr'MYecKHX COCTOSHHIA IUTona.

HawGoJee morny/sipHBIA B NIpeHATAIEHOM
JHArHOCTUKE OMOXMMHUECKIIA CKPUHHWHT OBBIIA

napameTp — 370 anbgaderornporenH (ADIT).

BUOXUMMUWYECKUN CKPUHUHI C UICTTOJIb3OBAHUEM
AJTbMOADETOITPOTEUHA

A®I] asngercs OenkoM, crielUPUIHBIM
Jutd 1ioga. Ero npoaykuus HauuHaeTcs B
CHHITUTHOTPOGOBIACTE M XKEJITOUHOM Mel-
Ke, a ¢ 11—12 He1 ICTOYHUKOM CEKpeIlMU
A®II cranoBuTcs neuyeHs roza [1-3]. B
AMHHOTHYeCKYIO XuakocTs APIT nonagaer
B pe3yJibTaTe (PYHKLIMOHHPOBaHUS TIOYEK
IUTIO/Ia, B KPOBb Marepy — B OCHOBHOM (94%)
3a cueT nUudpdy3un, mpoucxousiieil B ma-
LIEHTApHOM 3BeHe (heTOoIIalleHTApHOr O KOM-
Iiekca, ¥ Toibko 6% ruopHoro A®I1 npo-
HUKaeT B MATepUHCKYIO KPOBb ITyTeM TpaHC-
MeMOpPaHO3HOTO TPAHCTIOPTA M3 OKOJIOTLION -
HBIX B/ [4].

CroXHble B3aMMOOTHOLIEHHS 3BeHbeB
deToryaneHTapHOro KOMILUIEKca IPUBOIAT K
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TOMY, UTO IPH HOPMATBHOM OepeMeHHOCTH
koHuUeHTpalu ADII B chIBOpoTKe KpPOBH
TUIofa, BOJIaX U CHIBOPOTKE KPOBU MaTepH
CYIIIeCTBEHHO pa3TMIalOTCsi, HO TECHO CBSi-
3aHBI CO CPOKOM OepeMeHHOCTH.

Eie B Havane 70-X ronoB BHUMaHHe UC-
crleoBaTesei IMpUBIeKIA U3MeHeHUs YPOB-
Heii ADI1 B ceIBoOpoTKe KPOBH MaTepy MpH
HAIMYWH TTOPOKOB pasBUTHs riona. [epnuie
coo0lI1eHn o noBbilieHUH ypoBHA ADIT Bo
II TpriMecTpe GepeMeHHOCTH IPUH OTKPBITHIX
nedekrax HepBHOU TpyOKH ObLIH OIMTYONHMKO-
paHbl M. Hino u coarrt. B 1972r. [5]. B nane-
HEHIIMX MCCIENOBAHMX OBLITA OnpeesIeHbI
CpOKHM OepeMeHHOCTH, B KOTOpble H3MeHe-
Hug AT npu 5TOM BUJIE TIATOJIOTUHM SBIIA-
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1oTcsa Haudosiee OCTOBEpHBIMKU. ONTHMANB-
HBIMW CKPHHUHTOBBIMM CPOKAMM JUIS BBIIE-
JIeHUS TPYNITLl pUCKa TI0 POXKICHUWIO JIETel ¢
nedexkTaMu HepBHOM TpyOKM oKasaicsi HH-
TepBa ot 15 go 22 Hen [6].

JlocToBepHBIe pa3imiund B ypoBHIX ADT]
IMpU HOPMAJILHOM M TIATOJIOTHYeCKOM Oepe-
MEHHOCTH JIETJIM B OCHOBY OMOXMMHWYECKOTro
CKPWHUHTA, KOTOPHII MPOYHO BOIIE B IPaK-
THYECKYIO MeTULMHY. C IMOMOLIBIO 3TOrO
MeTOoma y Bpayueii MosgBUIACh BOZMOKHOCTE B
Havane [l TpumecTpa 10 NpoBeieHUs 9XOT -
paduu BHOEJIUTL OepeMeHHBIX, HYXAalK0-
IIHMXCA B TIIATEJIBHOM YJIETPa3sByKOBOM MC-
CIIEIOBAHWH JUTA HCKMIOUEHWA OTKPBITHIX Jle-
(bexToB HepBHOU TpYOKHU 1Utona. [Mocnenyto-
mue (GyHpamMeHTalbHBIE WCCJEJOBaHHSA
Jokasanu, uto ypoBeHb AMII nosBwiaeTcs
He TOJIEKO INPH OTKPEITHIX MOPOKAaX HEPBHOMN
TPYOKHM, HO U IPH TepaToMax, KHCTO3HO-ajle-
HOMATO3HOM TIOPOKE Pa3sBUTHS JIETKHUX, OM-
(hanouerne, racrponmzuce, areHe3MH MOYEK,
OOCTPYKTUBHBIX MOpaKeHUAX MOYEBBIBOJIA-
LIEro TpakTa, BPOXJIeHHBIX 3a00JeBaHMAX
KOXW, aTpe3uH IBeHAALaTUIIepCHOM KUILIKH,
aradparManbHOlN IphDKe, XOPHOHAHTUOMAX
TUIALIEHTEI M APYTUX MOPOKAX pasBHTHS .

B Gomnblieit cTeneHH HayIHbIA, YeM Ipax-
THYECKHH, UHTEpEC NMPeACTABIAIOT IAHHBIE O
nopeilieHHH ypoBHS ADIT npu MaTouHO-
TJaneHTapHoOM KpoBoTedeHnH, Rh-kKoHd-
JIUKTE, recTo3e U ero Tsaxeyol ¢popme —
HELLP-cuHapoMe (reMoJins, NOBbILEeHHE
YPOBHEH NMeYeHOYHBIX (PepMEHTOB, CHIXe-
HUE KoJimdecTBa TpoMOoumToB) [7—16].
BriTo nokasaHo, UTo Bee 3TH COCTOSTHMSA TTPH-
BOIAT JIMOO K NOBBIIEHHIO COepXaHUI
A®II B Bogax v BTIOPHYHO K U3MEHEHHUIO €ro
KOHLIEHTpAallUK B KPOBU MaTepH, JTMO0 K He-
nocpeacTBeHHOMY BbIOpocy ADPI] B MaTe-
PUHCKHI KPOBOTOK.

HuTtepecHsble (pakThl OBLTH MpeacTaABIIEHb
B ucciegoBaHmax L. Robinson u coanr. [17].
PeTtpocniekTBHBIT aHaMU3 HMcxonoB 35 787
OepemMeHHOCTel noka3ain, uto yactota 3BPI1
M NpexJieBpeMeHHBIX pogoB IOBLIIAeTCH
npu u3MeHeHUH ypoBHeid AQTT Bo 11 Tprme-
cTpe OepeMEeHHOCTH. ABTOPH BbLAENTHIH 4
TPYMIB NAallMEHTOK C BHICOKUM ypOBHEM

A®IT Bo 1 Tpumectpe: 2,5-2,9 MoM; 3,0—
3,9 MoM; 6onee 4,0 MoM; 6onee 6,0 MoM.
HeGnarornpusaTHbie MICXOOBI COCTABWIN COOT-
BeTcTBeHHO 19, 23, 25 1 67%.

C pa3BUTHEM YIIBTPa3sBYKOBOM TEXHMKH U
BBeIEHWEM CKPHHWHIOBOTO 3XOrpanuecko-
ro o0CJeoOBaHUA B IMPAKTHYECKYIO MEIULIH-
HY aKTyaJIbHOCTh OMOXHUMHUYECKOM JIUarHoc-
THUKH OTKPBITHIX JIe(DeKTOB HepBHOM TpyOKH
M OpYrMX rpyObIX MOPOKOB pasBUTHA IUToaa
CVILECTBEHHO YMeHbIIMIack. CoBepllieH-
CTBOBaHHE MPAKTHUYECKOIr0o aKylliepcTBa U
KIMHWUYeCKHX JIAOOpaTOPHBIX METO/IOB MPU-
BEJIO K UCKJTIOUEH M0 OMOXUMHYECKOTO CKpH-
HHHTA M3 Ipoliecca BEIABIEHUA aKyIlIe pCKOit
MmaroJiorvu. TeM He MeHee y OMOXUMHUYECKO-
ro CKpMHUHTA ¢ ucnoib3oBaHueM API no-
SIBUJIACH HOBas 11eJ1b — cuHapoM JlayHa (CJ1).

B cepemiiHe 80-x rogoe B xome Mcclieno-
BaHuii cBoiicTB AMII I. Merkatz ucoant. [ 18]
oOpaTUIi BHUMAHWE Ha CHUXKEHIE €70 YPOB-
H4 B KpoBu Matepu Bo 11 TpumecTpe rpu Ha-
Jvunu CJ1 y rotona. MatepHaiisl 3Toro Mcciie-
JoBaHMA ObUTH mosoxeHbl Ha XIV BeeMup-
HOM CHUMIIO3UYME 10 BPOXK IEHHBIM ITOPOKAM
B 1983 r. 1 CRITpaIK BAXXHYIO POJTb HE TOJTHKO
B cyab0e OMOXMMHMYECKOro CKPpUHHWHTA, HO M
B pasBHUTUH IpeHaTATbHOR JUATHOCTHKH B
resoM. K Tomy BpemeHH yke OBLTO JoKa3a-
HO, YyTo cKpHUHT Ha CJ1 1o Bo3pacty mate-
py 00ImATaeT HU3K O UYBCTBUTEIBHOCTEEY, HE
YIOBJIETBOPSIOLLEH MPAKTHYECKYIO MeIALI-
HY. 3HaHU4 00 3xorpad@MuecKUX TpU3HAKAX
9TO¥ MATOJIOTMH TOJIBKO HAYMHATA HAKATLIH-
BaThCs1, MOITOMY Ha OMOXMMIUIECKHE UCCIIe-
JIOBaHMA BO3Jlarajuch OoJbliie HaaeXIbl.
HUcnonb3ysn manusie [. Merkatz u coasr.,
rpyrma, Bosraasagemasd H. Cuckle [19], nmpo-
Bena B BemikoOpuUTaHi nepBoe MPOCTIEK-
TUBHOE KMCCJIEIOBAHHE U COOOLIMIA O He-
OOMBILION, HO CTATUCTHYECKH JOCTOBEPHOIT
pasHuile B ypoBHAX AQPII B cCHIBOpOTKE Kpo-
BI MaTepH MMPU MOPaXeHHBIX U 3[I0POBBIX
[UIOfIaX M JIOKA3aJia, YTO 9TH pasiudus J0C-
TaTOYHBI /151 TOTO, YTOOb! MOJIOXKUTH MX B OC-
HOBY CKPUHMHTOBOI'O TeCTa. BTH e aBTOpbl
oOpaTiii BHUMAHWE HA OTCYTCTBUE 3aBUCH-
mocTH ypoBHsI ADI1 ot Bo3pacTta GepeMeH-
HOI1. DTO 03HAYAJIO, YTO OMOXUMHWUECKHIT
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2 rjiaBa

CKpHUHUHT 1o ADTI Mor ObITH HAIpaB/IeH Ha
BBIIEJIEHHE cpeny OepeMeHHbIX JOTOJIHN-
TeJIbLHOM IpyNMbl pUCKa, HE CBSA3aHHOM C
IPYIINOI pUCKa 10 BO3PACTY.

TpaguumonHo ypoHU ADPTT uzmepsioT-
C51 B MEXIYHApOIHBIX eAMHHLIAX (Me) B €11~
HuUlle 0ObeMa KpoBH. UcciieioBaHWs MoKa-
3aliM, 4TO TIpH HOpMallbHOI1 OepeMeHHOC-
TH Bo 1l TpumecTpe KoumeHnTpamus APIT B
KPOBH MaTepH U3MEHAEeTCs ¢ YBeTUYeHHeM
cpoka. Ot 15 no 20 Hex GepeMeHHOCTH ypo-
BeHb AD@I1 yBenuuMBaeTcs JMHEHHO Ha
15% exeHe/ienbHO, B cpeiHeM € 25 10 52
Me/MIT.

Elte Ha 3ape GHOXMMHYECKOTO CKPUHWH-
ra B Hauyasne 70-x rogoB, ObLIO OTMEYEHO, UTO
JAHHBIE pa3HBIX JJabopaTopHil CYILIECTBEHHO
pasnruyaroTcs B CBSA3M C MCTIONb30BaHHEM
pasHOro obopy1oBaHHA U peakTHBOB. Hepos-
MOXKHOCTh KOPPEKTHOIO CPpAaBHEHHA pe3yib-
TaTOB PA3HBIX KIIMHUK 3aTpYIHSIO TIPOBeIe-
HHe MYJIbTUILIEHTPOBBIX HCCIejoBaHuil. B
1977 r. BO BpeMms NepBOro KoJadbopaTtMBHO-
ro UCCieIOBaHKA 110 U3YUYEHUIO YPOBHEH
A®IT nipu gedexrax HepBHOI TpyOKU ObLIA
MpeIoXeHa cUcTeMa YHU(PHKAIMK JIAHHBIX,
TNONyYeHHBIX TPH OMOXMMHYECKOM CKPH-
HuHre [6]. Bcem naboparopusam OBUIO peKo-
MEHIOBAHO OIPENeNINTh CPeIHUH YPOBEHb
A®II B KOHKPETHOM peruoHe ISl KaXAoii
HEIEIM HOPMAIbHOM OMHOILTOMAHOM Oepe-
MEHHOCTH W TOCTPOUTE COOCTBEHHBIE KPH-
Bble pacripenesieHUs ypoBHeit AQT] B 3aBH-
CHUMOCTH OT CpoKa B UHTepBaje ot 15 no 20
Hej. [Nokasarenu, nojyyeHHbIE TIPU AHATTU-
3¢ KPOBH KOHKPETHOI MAallMEHTKH, CIIe0Ba-
JIO CpaBHHBaTh C HOPMAaTWUBAMHK HAHHOM J1a-
OopaTopHH, T.€. CO CPEAHUM 3HAUCHUEM
ypoBHa APIT ans aroro cpoka GepeMeHHOC-
TH. YacTHoe OT AelleHUs OBYX MOKa3aTelei
ABIIANIOCH KOHEYHBIM pesyIIbTaTOM MCCIEN0-
BaHUA M BBIPAKAIOCH B TAKMX eIMHULIAX, KaK
MoM (multiples of median, um kpaTHoe
cpenHeMy). B HacTosiiiee BpeMs orpejiesie-
Hue ypoBHA ADPIT 1 Apyrrx OHOXMMHUYECKHUX
MapkepoB B MoM gBigeTcss MUPOBBIM CTAH-
JIapTOM, KUCTIONB30BAHWE KOTOPOTO MO3BOJIS -
€T JIETKO CPABHUBATH Pe3yIbTaThl. TOMYYeH-
HbI€ B pasHbIX JabopaTopusiX.
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Taxum obpazom, nepesLyM NPURUHNOM Op2a-
HU3AUUY OUOXUMUYECKO20 CKPUHUNZA 8 DECUOHE
AeAfemes onpedenenue cooCmeeHHbIX HOpMArmu -
606 Oisl KA#0020 OLOXUMUYECK020 MapKepa &
3a6UCUMOCTU OM CpoKa OepeMentocmu U 66e-
dentie cucmemul onpedenerus mapkepos ¢ MoM.

Ha yposeHb ADIT B CHIBOPOTKE KPOBH Ma-
TepH CYLLIeCTBEHHOE BIMSIHHE OKA3BbIBAOT pa3-
JIMIHBIE (PAKTOPBIL, TIOITOMY TOUHOCTh KOHEY-
HOTO pe3yJibTata BO3pacTaeT Ipy MCIONb30Ba-
HWM OINpenesieHHEBIX nonpasok. B 1981 r.
BIepBbie OBLTH OITyOMUMKOBAaHBI JAHHEIE O 3HA-
YUTEJIBHOM BAMSIHUM MACCHI TeJla MaTepy Ha
koHueHTpaurio APIT B kposu [20]. Conep-
xaHue ADPIT y noyHbIx OepeMeHHBIX HUXe, Y
XYIBIX BBILLIE, YEM CPETHEE 3HAUEHME [T KOH-
KpeTHOro cpoka bepemMeHHOCTH. B j1anbHefi-
LLIeM TAKas e 3aBUCMMOCTb ObL1a YCTAaHOBJIE -
Ha W 18 JIpYruX OMOXMMHYECKUX MapKepoB.
TpeaArnoNoXUTeNEHO ¢ POCTOM MACCHI TeJNa
VBEJIMUMBAECTCA 00REeM [IAPKYJIN PYIOLLEI KPO-
BM, YTO CNIOCOOCTBYET YMEHBIIIEHWIO KOHIIEH-
Tpauyr OHOXMMHUYECKUX MapKepoB B eJIMHU-
e o0beMa ChIBOpOTKH. CliemoBaTeNIbHO, TpH
nepecyere nokazareneii B MoM HeoOGxoauMo
BBOJUTH TIOTPABKY B 3ABUCHMOCTH OT WCXOJ1-
HOI1 Macchl TeJia bepeMeHHOM.

Heckonbko rosxe ObT0 JOCTOBEPHO A0-
KazaHo, 410 ypoBHU ADI] 3aBHCST He TOITBKO
OT MACCHI TeJia, HO M OT TaKHX (PAKTOPOB, KaK
KOJIMUYECTRO TUTIOMOB, pacoBast TIPWUHALIEX-
HOCTh MaTepH, HEKOTOPbIe COMaTHYECKHE 3a-
OonepaHuA MaTepd U OCOOEHHOCTH TeYEHHA
OepeMeHHOCTH (HAIMUME IJI0AA MAJIOH Mac-
Chl, MaroBoaus M T.1.) [21—24]. Hanpumep,
npu caxapHoMm guabere sHaueHHs ADPII B
cpenHeM Ha 20% Hitxe, yeM B HopMe. McTHH-
Hble 3HaueHUd ADPI] npy caxapHoM THabete
MOZKHO TIONMYUMTE IIyTeM AeJIEHHs ToKa3aTe-
I, BEIpaxkeHHoro B MoM, Ha koadduieHT
0,8. Ipyrre OMOXMMUYECKHE MApKephl MeHee
YYBCTBUTEBHBI K 3TOI TATOJIONMM U He HYX-
JIAIOTCS B KOPPEKTUPOBKe [25, 26].

[MomumMo 3a6oeBaHuiA MaTepH, HA cofiep-
xkaHue APIT B KpoBHM OKa3bIBAIOT BAMSHMIE
KypeHHe (M3MeHeHHe YPOBHel B cpelHeM Ha
20—30%), a TaksKe pacoBasi IPUHAIEXHOCTb
MatepH (nopeimeHue Ha 10—15% y yepHOKO-
Xero HaceneHust) [27—30].
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Cnedosamenshio, 6IMOPLLM RPUHIUNOM Op2d-
HUZaUUU GUOXUMUMECKO020 CKPUHUHZA S61A5€mCcs
seedetue CoOmeememayoulx KoppeKmupyo-
wux koshpuyuenmos, snanue ghaxkmopos, éau-
ANMUX HA YPOoBeHb MAPKEPOE 6 KPOoGU MAMEPI.
TMpu yuete 91UX GHAKTOPOB CHUKAETCH YpO-
BEHb JIOKHOITOJIOXUTETbHBIX Pe3yJITATOB W
TIOBBIIIAETCSH TOUHOCTh UCCIIeOBAHMS.

CobnioneHne OBYX MepBBIX MPUHIIUIIOB
OHOXMMHYECKOro CKpMHUHIa — HernpeMeH-
HOE YCJIOBHME OpraHu3allui UCCIIeNOBAHUA,
HO jajieko He eIuHcTBeHHoe. UHTeprpeTH-
poBaTh pe3yNbTaThl aHAIN3a, T.e. abCoMoT-
HBIe 3HaYeHUsd OMOXMMMYECKOro Mapkepa,
BbIpaXX€HHbBIE B MEXAYHAPOIHBIX €IMHULIAX
WM B MoM, NOJIY4eHHBIE Y KOHKPETHOM O¢-
peMeHHOM, NMpakTUYeCKoMy Bpauy oueHb
CJIOXHO. Tpemuii npunyun opeanuzayuu 6uo-
XUMUHECKO20 CKPUHUHZA — pacyem UHOuGUJdy-
QIBHORO PUCKA PodcOenls pebeKa ¢ KOHKpe-
Hoil namonoeuei (HaripuMmep, ¢ CJ1 pu on-
peneneHHdU ypoBHSI AMIT B cBIBOPOTKe Kpo-
BU MaTtepu) U COOTBETCTBEHHO TOJYUYeHH e
OTBeTa Ha BoOINpoc, Nnornajia JIM MalueHTKa B
rpyriy pucka. Kax U B cllyuae opraHu3aiu
CKpMHWHTA MO BO3PACTY, OTBETUTEH Ha HETO
MOXHO TOJIBKO TOCJIe MPOBeIeHMsT TTOTTyJIs-
HMOHHBIX MCCEAOBAHMWIA € LIEJIBIO TIOTYYe-
HHWA KPUBBIX pacripenesieHus yposHeii ADI]1

bepeMeHHOCTH
C CHHAPOMOM
JlayHa

AC/BC=2,6

BKPOBH MaTepeil Mpu HOpMAJIBHBIX OepeMeH-
HocTsx ¥ rpy CJ1 (puc. 2.1), Kax 310 cuena-
JIM aMepUKAHCKHE aBTOPBI BO BpeMsl TTOITyJIsI-
LIHOHHBIX HecnenoBaHuii B 1987 1. [31]. Oue-
BHMIHO, YTO MeJMaHa JUTs 3A0POBEIX MI0I0B
JIEXHT Ha ypoeHe 1 MoM, m14 nopakeHHbIX
— Ha yposHe 0,75 MoM.

Kakona cxema pacveta MHIHBAIYATLHOTO
pPHICKa Yy KOHKPeTHO GepeMeHHOH IOCIIE TOro,
Kak OHoxuMH4YecKas aboparopus orpeaesu-
Jla abcomoTtHble 3HaueHUa APTT B ee KpoBH,
BBeJla KO(PQUIIMEHTHI MONPaBKKU ¢ YUeTOM
MACCHI TeJla, pachl U ApyruX (pakTopoB U me-
pecumrTana abCcooTHRIE 3HaYeHHd B MoM?

Ecmu vz Touku C, COOTBETCTBYIOLIEN MH-
IUBUAIyaTbHOMY 3HaueHHo APIT B KpoBU
nanueHTkn T. (Hanpumep, 0,5 MoM), Boc-
CTAHOBHTB MEPNEHIUKYISP 10 TepeceyeHms!
¢ 00erMMH KpUBBIMH (TOYKHM A U B), TO oKka-
JKeTcsl, YTO OTHOLIEHHEe JUTMHBL oTpeska AC
K amiHe otpeska BC coctapnser 2,6. B1o Tak
Ha3blBaeMblil KO3(QPHUIIMEHT BEePOSTHOCTH.
3Hast oOLIeNONYISLIUOHHBIA PUCK PpOXKIEHUA
peGenka ¢ CJ1 B pervoHe (1o JaHHBIM 5TOro
uccieioBaHusl, oH cocTaBui 1/830) u koad-
(PUIIMEHT BepOSTHOCTH, MOXKHO pacCUMTaTh
WHAWBUAYAILHBI pHUCK MaHeHTKH T. 1o
JaHHbM ADTI-TecTta, COCTABHE IMPONOPLIMIO:
2,6 Tak oTHOCcHTCs K 830, KaK | — K MICKOMO-

HopMansHeie

OepeMeHHOCTH

AlC1/B1C1=0,3
B1

0,2

0,3

0,5 0,7 1,0

3,0

2,0 5,0

MoM

Puc. 2.1. Pactipeyienerine yporneit ADI npu HopMabHoit GepeMeHHOCTH M npH cuHnpome Jlayha.

19



2 rjraBa

My uyucity. MHIMBUIYATEHBIH PUCK OKAXKeT-
cs1 paBHbIM 1/320, 4TO BEILLIE YCTAHOBIEHHOM
B 3TOM MCCITe/IOBAHUH I'paHulbl pricka 1/350.
Kaxkoii BEIBOJI JIOJIKEH cjiesiaTh Bpad, KOH-
CYNBETHPYIOIINI naueHTKy? bepemennas T.
ronaja B rpyriy pHcKa 1o poxkaeHHIO pe-
Oenka ¢ CJ1 ¥ mo3ToMy el TIOKa3zaHo Jalb-
Heliniee oOclieoBaHME.

Jpyroii npumMep: 3HadeHuss API B KkpoBu
nauueHTK H. coorBerctytoT 1,8 MoM. Oue-
BH/IHO, YTO OTHOLLIEHHE JUTHHBI oTpeska Al Cl
K JutiHe orpe3ka B1CI1 cynecTBeHHO MeHb-
111e, UYeM B MepBOM ciydae, M coctanseT 0,3.
CnenoBatelIbHO, MHAWBUIYAIBHEI PHUCK
poxaeHH pebeHka ¢ CI1 y maupeHTku H., 1o
JIAHHBIM OMOXUMHWUECKOro CKPHHHHTA, OyIeT
Oonee yeM B 3 pa3a MeHBbIIIe, YeM OOILLenony-
JISTITAOHHBII PUCK WM COCTABUT COOTBETCTBEH -
Ho 1/2770 (830 : 0,3 =2766). BeiBon siceH: Oe-
peMeHHasi He TToralia B rpyriny pucka o CJI,
CJIeJIOBATeNTBHO, TI0 JIAHHBIM OUOXUMUUECKO-
ro CKpMHWHTA, JIaJbHelHIllee MpeHaTaIbHOe
KapHOTHITHPOBAHHE MOXKHO HE TPOBOIAHTH.

Mpu nonpoGHOM M3YYeHUH MTPUHIIMIIOB
OpraHM3AlMY CKPUHUHTA HEBOJIBHO BO3ZHU-
KaloT HECKOIBKO BOTMpOCOB. Bo-TepBhiX,
MOKHO JIH HMCTIOJIB30BATHL HECKONBKO CKPH-
HUHTOBBIX MapaMeTpOB IS NOBBILIEHHA TOY -
HOCTH McciienoBaHuA? MOXHO JIH codeTaTh
OroxuMuueckiii ckpuHUHT Ha CJI co ckpu-
HUHTOM IO BO3pacTy Marepu? JIpyrumMu cio-
BaMM, MOXHO JIM pacCYUTaTh MHIUBKYATb-
HBIH COBOKYIMHBIN pucK? [orksrraeMcs nomy-
YWTH OTBETHI, UCTIONB3YS YXKe YTIOMSHYThIe
HCCIIeJIOBAHUS aMEPUKAHCKHWX aBTOPOB.

CuTyaumsa ¢ moacyeToM WHIWBHIYATb-
HBIX PUCKOB IO IAaHHBIM OMOXUMHYECKOro

HopMasibHEIe
DepeMeHHOCTH
BepeMeHHOCTH
C CUHIPOMOM
JlayHa
15 20 25 30 35 40 45 50

Bo3spact marepu

Puc. 2.2. KomrdecTBo HOpMAIBHBIX pojioB 1 pojios ¢ Cl,
B 3aBHCHMOCTH OT BO3PacTa MaTepi.

CKPHMHHHTIA ¢ MCTIONB30BAHWEM TOJBKO
A®II octaetcss abCOMOTHO SICHOI 10 TOTO
MOMEHTA, KOTIJIa MBI 3a1aIUM HAIITUM TIALIH-
€HTKaM CKPUHWHTOBHII Borpoc: «CKOIBKO
Bam net?». M3MeHHUTCH M MHAWBUAYAb-
HEBI pUCK, eCNM NaigeHTKe T. 25 J1eT, a na-
uHeHTKe H. 40 j1et? Kak yxe yrioMHMHANIOCH
BHIIIIE, BO3pACT He BIUAET Ha YpoBHU ADII,
TI03TOMY Y MCCJIe/IOBaTelIel U MPaK THIeCKUX
Bpayeil ecTh BO3MOXHOCTh pacCUMTaTh MH-
JIUBUIYAITEHBI COBOKYITHBIH PHCK € YUeTOM
9TUX JIBYX napamerpoB. Pacuer uHauBumy-
ANBHOTO PUCKA MO BO3PACTY TIPOBOIMTCS TAK
xe, kak pacder nno APII, Ho ¢ HcnoJb30Ba-
HHEM KPHMBBIX pacripefnelleHUsd poXneHHd
peteil ¢ CJ1 1 300poBBIX geTeil B 3aBUCUMO-
CTH OT Bo3pacTa marepH (puc. 2.2). [1pu Bo3-

Tabnuua 2.1. HoMBnAYanbHBIA COBOKYNHBLIA PUCK Mo poxaeHuio pebeHka ¢ Cl] ¢ yseToM BoapacTa 6epemeHHBIX

1 ypoeHei ADI B coiBopoTke KpoBu [31]

BoapacT marepu YposeHbs ADT1, MoM

0,5 0,8 1,0 1,6 2,0
20 net 1/650 1/1530 1/2100 1/3400 1/4500
25 net 1/570 1/1350 1/1800 1/3000 1/4000
30 net 1/380 1/710 1/1300 1/2000 1/2700
35 net 1/160 1/3856 1/530 1/860 1/1140
40 net 1/50 1/110 1/150 1/240 1/320
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BEHOXHUMWYECKHHA CKPUHUHT

pacte nmauyeHTKH T. 25 16T OTHOLIEHHE OT-
Pe3KOB MeprieHAMKYIapoB, BOCCTAHOBIIEH-
HBIX U3 TOYKH «25 me1», coctaBut 0,6, a MH-
JUBUAYATLHBIN PUCK TIO BO3PACTY — COOT-
BeTcTBeHHO 1/1380 (830 : 0,6 = 1383). Co-
BOKYITHBIH KO3(QGULHEHT BEPOATHOCTH
MOXKHO IMOCYMTATh, MEePeMHOXUB Ko3ahu-
mueHT o A®II (2,6) v KosdduireHT 110
Bospacty (0,6). Mcxons M3 moaydeHHOTro
3HaYeHHud 1,56, Nerko paccuMTaTh MHIMBU-
JIYAIBHBIN COBOKYITHBINA pUCK no ADII u
Bo3pacTy nis namueHTku T. OH coctasut 1/
530 (830 : 1,56 = 532), yT0 3HAYNUTEIHFHO OT-
JIM4yaeTcs OT pucKa 1o Bospacty (1/1380) u
pyicka o ADIT (1/320).

Eci aHaNOrMuHbIe pacyeThI IIPOBECTH IS
naueHTKH H. 40 net, y KoTopoii 3HaUeHUs
A®DIT cootserctByioT 1,8 MoM, To pucK 110
A®II coctaBur 1/2770, pyCK I10 BO3pacTy —
1/110 (830:7,4=112), a COBOKYITHBII pUCK —
1/380830:(7,4x0,3)=377]. BTabn. 2.1 ipu-
BefieHbl 3HAUeHWsI WHIUBUIYATEHOTO COBO-
KYITHOT'O pUCKa I10 poxaeHuto pebeHka ¢ C/I1,
paccuurtanHble J. Haddow 1 G. Palomaki Ha
OCHOBaHWM BO3pacTa OepeMeHHBIX 1 Y POBHEIA
A®DII [31]. CrenyeT moguepKHYTh, YTO TTOITY-
nsuroHHasg yactota CJ B pazHBIX cTpaHax
pazmiyaercs, ypoBHM ADTI 3aBUCAT OT MHO-
TUX GaKTOPOB, B TOM YHCIE OT HAIIMOHATTbHO-
TO COCTaRa MOMYJISIINK, TIOSTOMY HCIONb30~-
BaHHe JIAHHBIX aMepUKAHCKIX ABTOPOR B JIpY-
THX perMOHaX He COBCeM KOPPEKTHO.

JU4 MpakTHYeCKOTo 3[ApaBoOXpaHeHHA
ocobeHHO BaXHOe 3HaueHHe TIpruodpeTaoT
CBeIeHNS O YYBCTBUTENILHOCTH OMOXHMUUEC-
Koro M, B yacTHocTH, AD®I1-Ttecta. Tompko
5T JAHHbIE MO3BOJMIOT B MTOre CYIHMTh 00
3¢ eKTUBHOCTH M BKOHOMHYECKOM 11eJIeco-
00pasHOCTH MpHUMeHeHU CKpUHUHTa. MHO-
TOUMCIIeHHBIE MCCIeA0BAaHUS CBHUIETENE-
CTBYIOT O TOM, YTO HCTIONB30BAHUE U30JTUPO-
BaHHoro A®II-Tecta B pexxuMme CKpUHHMHTA
TIpY YCTAHOBIIEHWH IpaHuIIbl prcka 0,5 MoM
TI03BOJISIET BLISIBUTH TOJBKO TPeTh BCEX IO~
JgoBc C/1 pr ypoBHe TOXHOTIONMOXUTENbHBIX
PpesyNLTaToOB OKOJI0 5%. HarnpuMmep, B Maciii-
TAOHBIX MCCIIeJOBAHUX, MPOBeAEHHBIX
H. Cuckle 1 coanrt. B 1984 1. [19], 61110 yCcTa-
HOBJEHO, YTO YyBCTBUTENIbHOCTL ADI1-Tec-

Ta cocTaBpnsder 35% IpM YacToTe JIOXKHOIO-
JIOXWUTeNIbHBIX pe3yJIbTaToB 5,5%.

Takim o6pa3zomM, TyBCTBUTENLHOCTD M30-
mpoBaHHOTo APII-TecTa HEBHICOKA M He
MPEeBBILIAET YYBCTBUTEIbBHOCTH CKPMHIHTA
no Bozpacty. Kak yxe ykasplBanoch Bhllle, B
CcpedHeM YYBCTBUTEJIbHOCTh CKPUHHHTA 110
BO3pacTy cocTanisteT okono 30% npu 7,5%
JIOXKHOTIOJIOXHUTEIbHBIX Pe3ynbTaToB. [1pn
MCIIOJIb30BAaHUM JIBYX HE3aBUCUMBIX CKpH-
HUHTOBBIX TECTOB O0LLAA YYBCTBUTEIBHOCTD
HeCKOJIEKO moBbimaetcs (33%), a yactota
JIOXXHOITOIOXKUTEJTBHBIX pe3y/IbTATOB OCTAeT-
ca Ha ypoBHe 5,1%. I'To janaeim H. Cuckle u
coasnT. [19], mpH cMeLleHUH TpaHUIIBI PHCKA
JI0 YpOBHS 6,8% MOXHOTIONOXUTETBHBIX pe-
3yNbTATOB MOKA3aTe b YYBCTBUTEIbHOCTH
MoxeT nocturath 40%. OmHako gaxe Tpu
TAKHX YCIOBHUAX OoNbLIAs YacTh cny4daeB CJI
(60%) ocTaeTcs HeIMATHOCTUPOBAHHOM.

ITpumepoM MpuUMeHeHUs CKPUHMHTA HA
CJ1 B mpakTHYeCKOM 30PABOOXPAHEHIH SIBIISI-
eTcsl MYJIBTULIEHTPOBOE HCCIeloBaHKe, Mpo-
BepeHHoe B CIIIA B 1986—1987 rT. |32]. ITo
YCIIOBUSIM UCCIIEIOBAHUS B 8 KPYITHBIX L[EHT-
pax y Bcex ODepeMeHHBIX B BO3pacTe 10 35 neTB
cpokH oT 15 go 22 Hen orpefensuii YpoBeHb
A®DTI. bepeMeHHBIM cTApLIe BO3pACTHOM
CPYIIIBI McchieoBanue KpoBu Ha A®IT He
MPOBOIIIOCK, ITOCKOJBKY OHH CPa3y BKITIOUA-
JIACH B TPYTIMY PUCKA M TIPU KeJAaHUH TTPOX0-
JIWJIH TpeHaTalbHOe KapUOTHUITMPOBAHME.
I'panuueit pucka ro AQII 661710 BEIOpaHO OT-
HoteHue 1/270, MOCKONBKY B 5TOM CITy4ae
OXHAaeMblil TIOKazaTelb BeigpaseMocTn CJI
JoipkeH 6611 coctaBuTh 20% mipy 5% noxHo-
[MOJIOXKUTEJIEHBIX pe3y/IbTaToB. ¥ Beex Oepe-
MEHHBIX PAaCCUMTBIBAICH WHIAWUBUIYATbHBIIA
COBOKYITHBIH pHcK 1o ypoBHI0 AP ¢ yueTom
KOPPeKTUPOBKU 110 Bo3pacTy. [lammieHTKaM,
MOTABLIHMM B IPYIITY pUCKa B CBSI3U C TIPeBbI-
[eHHeM rpaHdLibl 1/270, TpoBOAMIOCH YITBT-
PasBYKOBOE MCCIICIOBAHNE C 1IEJTBIO YTOUHE-
HUS cpoKa GepeMeHHOCTH.

B pesynbTaTe 3TOT0 B MEPBUYMHYIO TPYITITY
pucka nonaiu 4,7% obcneqoBaHHBIX, U3 KO-
TOpbIX 41% nauMeHTOK OBUIM MCKITIOYEHBI
MocJie YAbTPA3BYKOBOTO UCCEIOBAHUS U
YTOUHeHHUsI cpoKa bepeMeHHOCTH. Takum 06-
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Ta6nuua 2.2. MNpUHLMMNE OpraH3alt GUOXMMUYECKOTO CKPUHWMHMa

CKPWHWHIOBLIIA TECT — 3TC He OMarHoCTHHECKWIA Me-
100, @ MeTo GopMUpoBaHUA Cpenu obLLEero rnoToka
MNALMEHTOR MPYTNbl pUCKa

MNpoBOAUTL CKPUHWHIOBOE UCCNEN0BaHWE MOXHO
TONLKO NPpY HANWMYUK faHHBX © NONMYNSUMOHHOR Yac-
TOTE KOHKPETHON Nartonormn B KOHKpETHOM pervoHe

CKDI"IHHHI'OBHE! TECTE MOXHO WCNONL30BATE TONLKO
NPy Han4nK onpegeneHHBX NONYNAUMOHHBX JaHHLIX
AN$51 NOCTPOEHWST COOTBETCTBYIOLLMX MpadykoB pac-
npenpeneHns. I'Ipn WCNoONE30BaAHNK NONMNYNALWOHHERX
OaHHBX Opyrvy perMoHOB N CTRaH CyLWeCTBEeHHO
CHWXAIOTCH TOYHOCThL PACYETOB W COOTBETCTBEHHO

TOHHOCTE NpOrHo2a

B xoae CKpUHMHIOBOIO UCCREeN0oBaHWaA Y KaKaoii na-
LMEHTKM HeobxooMmMo onpeneniTe MHOMBUAYaEHBIA
PUCK BO3HMKHOBEHWSA KOHKPETHOM NaTonorim

Yem Gonblue He3aBNCUMBIX CKPWHWHIOBLIX TECTOB UG-
MoNe3YyeTcHd, TeM BelLLEe YYBCTBUTENEHOCTE CKRPWMHWH-
ra B Lenom

[poBeneHWe GCKPUHWHIOBOIO noccnenosaHns Ha Cll
NO3BONSET BLIOENNTL M3 BCEX BepeMEHHBIX KEHLLWH,
Y KOTOpLIX UMEETCH YIpo3a poXaeHUA NeTeil ¢ STon
TpUCOMHER

HaumnHana ckpyuHuHr Ha CL1, HeoGXoaAMMO NMONY|UTE AaH-
HEIE O YacToTe 3TON TPUCOMUK Cpeay HOBOPOXAEH-
HBIX B KOHKDETHOM pervoHe

lNpwn NpoBepeHWW CKpUHWHIoBOrO TecTa Ha Cl, no
BO3pacTy HeoGXoaMMo UMETEL CBEAEHWUS 0 BCEX 3[10-
POBHIX HOBOPOXAEHHBIX U HOBOpOXaeHHLX ¢ CIl B
KOHKpeTHOM pervoHe 3a ornpeneneHHulii nepuop (Ha-
npyMep, 3a roa) W AaHHLIEe O BO3PAacTHOM COCTaBe
GepemMeHHbIX ANg NOCTRoEHWA MpaduKoE POXASHWA
B0NLHEIX W 3A0POBLIX AETE B 3aBUCUMOCTI OT BO3-
pacta marepum

Npu NpoBefeHUW CKpUHUHIOBOTO TecTaHa CLl no Al
Bo |l TpUMecTpe HeoBxoauMbl cBeneHust 06 YPOBHSIX
A1 Bo Il TpUMeCTpe y Bcex GepeMeHHBIX permoHa,
POOMBLLINX 300pOELIX neTel, a Takke ob yposHax ADI
B0 Il TpUMECTpe v Boex BepemMeHHbIX pernoHa, poave-
wvx aeTeid ¢ CI, ans NnocTpoeHWs KpWBLIX pacnpene-
nexvs yposHeid ADI np HopManbHBIX BepemMeHHoC-
Tax 1 GepemeHHocTax ¢ CL y nnopa

He cnepyeTt onpepensite pyck poxaeHus pebeHka ¢
Cll dopmaneHo no BoapacTty (<35 net>) unu no ab-
COJIOTHBIM 3HaveHraM ypoexs A (<0,5 MoM>). B
KaKIOM CryHae HeobXoouMM pacHeT WHAWBWOYaLHO-
ro pyckKa

COBOKYNHBLIA MHOMBUOYaNbLHLI pUCK poXOeHUs pe-
BeHka ¢ Cll nomkeH paccHMTEIBATLCH C YHETOM BCEX
KOMMOHEHTOB CKPWHWHIA

pasoM, ToNbKo 2,7% oT BceX 00CTeIOBAHHBIX
OBLTU OTHECEHHI B UICTUHHYIO TPYIITY PUCKA.
Bcem naireHTKaM ObLT MpeioXkeH aMHHO-
LieHTe3, HO TOJIbKO 75% W3 rpyIilel pyucKa
COIJIACHITHCH Ha TIpeHATATBHOEe KApUOTHUITH-
poBaHme, uTo cocTtaBuiao 2,1% ot obmero
KomiuecTsa oOcnenoBaHHbIX. [locne rpose-
JIeHUS TTPeHATAIBHOIO KapyuOTHITUPOBAHMA
BBIACHWJIOCH, YTO JUIS BeLABIeHHUS 1 citydasd
CJ1 nmotpebopBanioch ripopefieHe 90 aMHUO-
1ieHTe30B. B rpyrine oTkazapimxcsi OT MHBA-
3HMBHOI JHATHOCTHUKH 3TOT TOKA3aTelb OB
OLIEHEH peTpOCTieKTHBHO U cocTail 1 CJIHa
89 aMHMOLIEHTE30B.

Taknm 06pazom, CKpUHHHTOBOE MCCIIE0-
BaHMe ¢ ucrob3oBaHeMm AM@IT 1 KoppekTr-
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POBKOIt UHAWBUIYAJIBHOTO PUCKA IO BO3pa-
CTy cpequ GepeMeHHBIX MOIOXe 35 JeT cro-
cobcTBOBANO BBIBIEHHIO 25% cnydaeB CJ1
IpH COOTHOLIIEHWH WHBA3ZUBHEIX IMPOLIEAYD
1/90 (1 aMHUOIIEHTES C ITATOJIOrMYeCKUM Ka-
puoTHIOM Ha 90 aMHHOLIEHTe30B C HOPMAJTh-
HBIM KapuoTuriom). JIisi cpaBHeHUsI: B TOM
JXe MccliefIoBaHUM B Tpyrine 6epeMeHHBIX
crapiue 35 Jet 3ToT IoKasaTtesb coctaBu 1/
150, T.e. B cTaplieii BO3pacTHOM IpyIIre, Iie
ypoBHU AD@I1 He onpenensiiich, /18 BHISIB-
nenusi 1 CJ1 TpeGoBanock nposeaeHue 150
AMHHOLIEHTE30B.

HecMOTpsl HA TOCTATOUHO HU3KYIO 3(¢)-
¢dekTuBHOCTH API] CKpHMHHMHTA C y4eTOM
KOPPeKTHPOBKH MO BO3PACTy, ¢ KOHIIA 80-x




BEHOXHUMWYECKHHA CKPUHUHT

TOHOB 3TOT TeCT CTAJIU ITPUMEHATE 10CTATOY-
HO MpokKo. IapaniesbHo ¢ poBeIeHUeM B
TIPAKTUYECKOM 3ApaBOOXpaHeHUH CKPUHHWH -
roBbIX MccnegoBanuii Ha CJ1 ¢ Mcnonb3oBa-
HueM A®@IT Bo MHOIMX CTpaHaX I1eJl aKTUB-
HBI TTOMCK HOBBIX OHOXUMHYECKHUX MapKe-
POB U paszpaboTKa APYrUuxX CKpUHUHIOBBIX

nporpaMm. [Tpexme yeM rnepeTH K paccMoT-
pEHMIO TIOCHEIHUX JOCTHKEHWI OMOXMMHK
B o0nacTv CKpUHHHTA, HeoOXOAMMO TIoABe-
CTH HEKOTOpble UTOrH U ellle pa3 oOpaTuTh
BHMMaHIe HA OCHOBOITOJIATAIOIIHE MOMEHTEI
Opra’u3anyy OMOXMMHUYECKOTO CKPHHUHTA B
pervoHe (Tabm. 2.2).

CKPUHUHI HA CUHAPOM JAYHA C UCITIOJIbB3OBAHUEM
APYI'MX BUOXUMUWYHECKHUX MAPKEPOB

Xopuonuvecruii conadomponun weioeexa

HemoctaTouHasi 4yBCTBUTEJIBHOCTh
A®@II-Tecta B BbIIEJIEHIU TPYTIITLI PUCKA 110
CJI npuBena K aKTUBHOMY TTOMCKY JPYTHX
OMOXMMHWYECKHX MAPKePOB 3TOM MATOJIOTMH.
Hzyuenue cBoiictes ADPI1 1o mapamiensHo
C M3yYeHHeM XOPHUOHHYECKOro roHagoTpoO-
nuHa venopeka (XI'Y9). XI'Y — 310 rnmko-
TNpOTeHH, KOTOPBIH IMPOAYIIUPYETCH CHHIIA-
THOTpOoGOoONIACTOM M TToNagaeT B MaTe pUHC-
KWl KPOBOTOK BCKOpE TTOCTie MMILTAHTAIIAN
TUIOHOTO AH1a B CTEHKY MaTKH. B chIBOpOT-
Ke KpOBHM MaTepH M IUIofa MOXHO OOHAapy-
KUTh HecKONBKO (dpakiit XI': Ouonoru-
yecKH aKTHBHYIO Gopmy X1, HeaKTUBHYIO
¢opmy, cBOOOIHEIE W CBSA3AHHBIE (- U [3-
(ppaxkuu. B Mmoue BeIABIAETCH METAOOINT 3-
dpakumi XIY [33]. TTockoneky XI cekpe-
TUpPYETCH KieTKaMu Tpododiacta, ero MoX-
HO 0OHAPYXXUTB He TOJILKO y OepeMeHHBIX, HO
M Y TIAUMEHTOK ¢ TpogobnacTiuecKkumu 60-
JIE3HAMMU.

TIpu dusHonoruyeckoil GepeMeHHOCTH C
yBeIUUYeHHeM ee cpoka szHaveHust X[Y
YMEHBIIAKOTCS Pe3KO M HeJIMHEMHO B cpell-
HeM ¢ 30 mo 18 me/mi1. Ha cuHTe3 M cekpe-
o XI' Bo BpeMd GepeMeHHOCTH BIAMAIOT
MHOTOYMCJIEHHEIE (DAKTOPBI. CTUMYIUPYIOT
BeIpaboTKy X1 roHamoTpONMH-peIM3HHT-
(akTop, 3CTPaMOI, BITHAepMATbHBIN (hak-
TOp POCTa, AKTHUBHH, a IMOJABIAIOT €ro CeK-
penmio — B-gakrop pocta, riporecTepoH U J1p.

B 1987 r. M. Bogart 1 coasrt. | 34| coobiiu-
JI O 3HAYMTEJTBHOM (ABYKPaTHOM H O0J1ee ) T1o-
BBIILIEHWH YypoBHY XIY B CBIBOPOTKE KPOBH
MaTepy NMpH TprcoMuM 21 y rumofa. JansHeii-

[IHe UCCIeAOBAHMS IToKaszamy, uyro X1 ssis-
eTcsl OTHUM U3 HauboJiee YyBCTBUTEJIEHBIX
OHOXUMHUYECKUX MAPKePOB IMPH CKPUHUHTE HA
CJ1, roaroMy pasmiuHele (pakipid X1 Bxo-
JAT B DOJNBIIMHCTBO CKPUHMHTOBBIX IMpO-
rpaMm, TIpUMEHSIEMBIX B HACTOSIIIIEE BPeMsL.

Mexann3m noBbliieHus ypoBHI X1 mpr
TPUCOMMHM 21 JI0 CHX TTOp JIO KOHLIA He SICEH.
MsBectHO, yTo HU onHa ¢pakima XI'Y He
MMeeT TeHHOH CTPYKTYPBI, JIOKATH30BaHHOI
B 21-i1 XpoMocome, MO3TOMY TMOBHILIIEHe WX
YPOBHEM HE MOXKET MMETb TeHHOM 3THONIOT UK.
CyuiecTByeT TeopH4, MblTatolascs oobsiac-
HUTE ToBeIeHKe yposHA XIY rpu CJI Ha-
pymeHueM g epeHIpOBKY IMTOTPOpo0-
JIACTA B CHHIMTUOTPo(oONACT TIpH 3TOIH TpH-
COMMH, OTHAKO AOCOJIOTHBIE HJOKA3ATeNBCTBA
3TOTO TPEeJITONIOKEHNS He HallleHbI.

Hu B oiHOI OCHOXMMHYECKOI IporpaMme
XI' He npuMeHseTCs B KauecTBe e JUHCTBEH-
HOTO MapKepa. D10 00BSICHSACTCS CYIIECTBEH-
HBIM M3MEeHEHHMEM €r0 YPOBHA IMPH HATMYMKH
NATONOIHY OepeMeHHOCTH, He CBY3aHHOM ¢
XPOMOCOMHBIMU HapyiueHusMIL Bo m3bexa-
HHE YBeIMUeHHUs YHCTA JTIOXKHOTIONOXUTE b~
HEIX pe3yibTaToB CKpUHMHTIA Ha CJI B 1pak-
TUYECKOI MeJIMIIMHE YacTO MCIIOJIB3YIOTCH
couyetanue APIT u XI'Y (gBoiiHOI TecT), a
Tarcke KoMOmHaiga API 1, XTI 1 HeKoHBIO-
TMPOBAHHOTO 3CTPHONA (TPOHHOM TecT).

Hexonsrozupoeannwtii scmpuon

Bckope nmocre ryomikaiiu paboT, mocssi-
IeHHBIX u3ydeHuo X1, B rmeyaty nosiBu-
JIUCh Pe3yJIbTAaThl MCCIeIOBAHMIA HEKOHBIO-
ruporaHHoro sctpuona (HD) npu CH. TTo-
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BOIOM TTOCITY>KUJIO NMPENTTOJIOKEHHE, BbICKA-
3aHHoe ele B 1972 r. [35], o TOM, 4TO CHU-
skeHue (PYHKITWH TTedeHU Y TDT0AA C TPHCOMU-
eil 21 poimkHO Hen30eXXHO TIPUBeCTH K CHH-
JKeHMIO CHHTEe3a MHOTHX BelllecTB, a He TONb-
Ko ADII.

I1pu HOpMaBbHOI OepeMEHHOCTH COAEP-
xanve HD B KpoBH MaTepH 3aBUCHUT OT CpO-
Ka OepeMeHHOCTH M JIMHEeIHO BO3pacTaeT B
cpenueM ¢ 0,6 po 2,0 Hr/mn wim Ha 20—25%
eXeHeJleNbHO B MHTepBane ot 15 1o 22 Hep.
CylecTBeHHOE BIMsAHMWE Ha coaepxaHne HD
B KPOBM OKa3bIBaeT KypeHue. ¥ Kypsieii Oe-
peMeHHOH ypoBeHb HD B cpenneM Ha 15%
HIKe HOpMBI. BospacT MaTepu M Macca Tena
He BIIMAIOT HA YpoBeHb HD B KpOBH.

B 1988 r. J. Canick u coast. [36],
J. Haddow u coapr. [37] mponeMOHCTpHUPO-
BAJIM YeTKYIO CB43b HU3KOro ypoBHd HB B
Kposu Matepy 1 CJ1 y rutosia. TTo MxX naHHBbIM,
Memuana s rmojoB ¢ CJ1 coctannana 0,79
MoM, 4To cTATHCTHYECKH IOCTOBEPHO OTJIH-
YaNnock OT MeIMaHbl VT 300POBBIX TUIOLOB
(1,0 MoM). BaxHoit Bexoii B pasBUTHH OHO-
XUMHUYeCKOro ckpuHuHra Ha CJ1 crtanu uc-
cnepoBanus N. Wald u coamr. [38], Takxke
npoBefeHHbIe B 1988 1. 1o ux jaHHBIM, UyB-
CTBUTEJIBHOCTE TECTA € HCTOb3oBaHeM HS
Ha CJ1 coctasuna 35%, uro GbUIO BhIlIE, 4eM
YYBCTBUTEJIbHOCTh CKPMHWHTA 110 BO3PacTy U
nzomiposaHHoMy ADII. DToT mokaszarenb
CHITpall pelaroLIyIo poJib BO BKoueHud HD
B OMOXMMHUYECKHE MMPOrpaMMBI.

Tpoiinoi mecm ¢ ucnoavsosanuem avhagdhe-
MONpomMeuna, XopuoHU1ecKoeo 0HaA00MponHa
I HEKOHDIORUPOBAHHO20 Scmpuoaa (triple test)

B koH1ie 80-X rofoB KOJIEKTHB HCCITEN0-
BaTeneil, Bosrnasmstembrii N. Wald [39]., no-
Ka3aJl, UTo Bce TpH CHOXMMHIECKIIX TTapaMeT-
pa (ADII, XTY, HD) ripakTHIecKH He3aBU-
CHMBI JPYT OT APYTra U He CBS3aHbl ¢ BO3pac-
TOM MaTepH, 4YTO TIO3BOJISIET PACCUUTHIBATD
COBOKYTIHBII MHIUBUAYAIBHELA PUCK POXKIE-
Hus pebenka ¢ CJ1. Ilo JaHHBIM 3THX aBTO-
poB, Tofbko 20% GepemeHHocTeit ¢ C/ xa-
PaKTepU30BATUCE JOCTOBEPHBIM CHUKEHHUEM
A®DIT 11 6bUIM BKITIOUEHEI B TPYIITY pUCKa T10
pe3yabTaTaM OJHOKOMITOHEHTHOTO CKpH-

HUHTa (ADIT) npu 5% NOXKHOTONOXKUTEIb-
HBIX pesyiasTaroB. [Tokaszarenu mo HD Obum
HECKOJIbKO BbIllle — 25%, a cyliecTBeHHOE
nioBbiteHye ypoBHa X1 perncTprpoBanoch
B cpeaHem B 40% cnyvaes CJ1. I'lpy onpene-
JIeHUM pHcKa poxmeHus pebeHka ¢ CJI Ha
OCHOBaHWH 00beIMHEHHBIX JAHHBIX I10 TPEM
OMOXMMHIUECKUM MapKepaM H BO3pacTy ObLI
TIOJTyYeH JIYYIINIA TTOKA3aTeN b BISIBISIEMOC-
™™ CI — 60% nipu 5% J0XXHOMOJIOXKHTEIb-
HBIX pe3yNbTaTOR. AHATOTHYHBIE Pe3ybTAThI
(60—70%) GblM 3apeTrUCTPUPOBAHEI U IPY-
rumMu aBropamu [40, 41], mostomy triple-test
CTaJ1 AKTHBHO HCITOJIb30BATHCS B ITPAKTHYEC-
KOM MeJIMLIFHE pa3sHBIX CTpaH.

Jeoiinoii mecm c ucnonvzoeanuem aavgha-
hemonpomeuna u xopuoHuHecKo020 20HAOOMPO-
numa (double test)

HekoTopble KIMHUKH TTIPUMEHAIOT He
TPOIHOM, a IBOWHON TeCT, T.€. UCTIONL3VIOT
pacueT pycKa 1o poxneHuto peberka ¢ C/1 mo
pe3yabTaTtaM orpefieneHus yposHeit ADI] u
XI'Y B KpoBH Matepu. JABYXKOMITOHEHTHBIA
TeCT MeHee TOIYJISIPeH B MUpe, YeM TPeXKOM-
TIOHEHTHBII, HO €70 TIPEMMYIIIECTRO 3aKITioua-
€TCSI B TeXHUUECKOI IMPOCTOTE TOTyUYeHUs pe-
synerara. [TpuHLMIT pacueta o0LLero U MHIU-
BHIIYAJIBHOIO PUCKA SBJISETCH TAKUM Xe, KaK
Tpu fpoBefgeHun TpoitHoro Tecta. [lo manH-
HEIM pa3HBIX ABTOPOB, YYBCTBUTENILHOCTH
JIBOMHOI'O TecTa ¢ y4eTOM BO3pacTa MaTepu
BapeMpyeT B npeaenax 56—70% rpu 5% nox-
HOTIONIOXKTEJIbHBIX pe3ynbTaToB [42—45].

IHpumenenue deoiinoco u mpoiinozo mecmoe
8 NPaKmuHecKoM 30pasooxpanerHuu

JIro0ble pacyeTsl M peTPOCIIEKTUBHEIE HC-
CIIeJIOBAHMS MEPTBBL, €CJIN MX Pe3yIBTAThl He
HAXOIAT IPUMEHEHUS B TIPAKTUUECKOM MEIN-
1HHe. BHepeHe CKPUHWHTOBBIX [TpOrpaMM
BCErA HATPaBJIeHO Ha YIyJlleHHe BbIsBIsIe-
MOCTH TOI WK MHO# TaToniorui. [Tockonsky
JJTS TIPEHATATIGHOM MeIULIMHBI 0 CUXTIOP KAM-
HeM nipeTkHoBeHM: sBngercs C/1, GonblmH-
CTBO AHAJIM30B U NMOMYIALIMOHHBIX HCCIEI0BA-
HU TTOCBALIIEHBI MMEHHO 3TOU TPUCOMUU.

[Mprmepom TIpyUMeHEeHUs IBOITHOTO TeC-
Ta BTPAKTUYECKOM 3IPABOOXPAHEHNH MOXKET
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CJIYKUTB paboTa rpyIiibl AHIJTMMCKUX Bpa-
yeii, BosryapigemMoil D. Roberts [46]. AB-
Tophl ob6cnenoBanu 36 410 GepeMeHHBIX.
AHamM3 KPOBH Ha OIpelie/ieHre YPOBHe
A®@IT u XI' 6pamu B iHTepBasie ot 15 mo
20 Hen rpu rpanuie pucka 1/250.

B rpyrne, riae MHBa3sHUBHASA AMArHOCTH-
Ka MPOBOAMIIACH B CBSI3H C 00eCTTOKOeHHO-
CTbIO OepeMeHHOI (BO3pacT, poXaeHue
JieTeil ¢ XpOMOCOMHBIMM aHOMATUAMU,
JApyrye NMpUYrHEL) 63 OHOXHUMHYECKOro U
sxorpadmueckoro oocaeoBaHUs YaCcTOTA
peraBreHns CJ/l coctapuna tomsko 2,2%
(8/370).

o maHHBIM ortpeaeneHra ADPTTu XTI,
BTPYITITY pHcKa (purck Gosbiite 1/250) Obumm
BKJTIOUEHBI 5,2 % manmeHToK (1354/26080);
BoIsiBIsIeMOCTh CJ1 (4yBCTBUTEIILHOCTD Te-
cT1a) coctaBuia 76% (31/41). beuM 3aperu-
CTPUPOBaHBI 31 TMOJOXUTENBHBIA TECT,

Tabnuua 2.3. PeaynkTarkl TPEXKOMMNOHEHTHOO GUOXUMA-
YeCKOro ckpuHuHra [48]

1984-1989 rr. 1990-1993 rT.
YactoTta NK no paHHsm QA B rpynne:
no 35 net 22,3% 31,6%
nocne 35 net 1.2% 2,6%
YacrtoTta suigsnenns Cl B rpynne:
no 35 net 0,3% 0,53%
nocne 35 nert 0,82% 0,96%
YactoTta cHbkeHHoro AT B cny4asx
NpeHaTansHO AMarHoCTUPOBAHHOO
CA e rpynne:
no 35 net 32,5% 40,9%
nocne 35 ner 1,4% 5,6%
Yactora noesilweHHoro AQI B cnyyasx
NpeHaransHO AMarHoCTUPOBAHHO O
C/l B rpynne:
0o 35 net 1,6% 7,8%
nocne 35 ner 0,2% 0,8%

Mpumedanune. MNK — npeHaTaibHOE KapnoTUNnUpoBaHne;
DA — nmmyHOPEPMEHTHBIA aHanns KpoBw.

1323 TO>KHOTIONOXUTENEHETX, 24 716 oTpH-
HareJbHBIX U 10 TOXHOOTpHMIIATeIEHBIX TeC-
TOB. HacTOTA JIOKHOMONOXUTEBHBIX pesy.ib-
TaTOB cocTapwia 5% |1323/(26080-41)], crie-
UPUIHOCTE — 95% , TONOXUTEILHBI TTpef-
cKazaTeNbHBIN pesynbTar — 2,3% (31 CII/
1354), oTpHuaTeNnb-HEN TpeacKa3aTeTbHbIiA
pesynbtar — 99,96% [(24726-10 C1)/24726].
Cpeay 6epeMeHHBIX, MOMABIIMX B IPYIITY
PHCKa M0 JAHHBIM aHANN3a KPOBH, YACTOTA
CJ1 coctanuna 2,3% (31/1354).

VYnpTpazByKoBoe McclieloBaHWe OBLIIO
nposeeHo 24 726 GepeMeHHBIM ¢ OTPHIIA-
TEJILHBIM OMOXMMHYECKUM TecToM U 9960
OepeMeHHBIM, He TIOXKEJIABIINM €ro TIPOBO-
JIMTh WK OMO3AABIIAM Ha aHAIA3 KPOBH, —
Becero 34 686 uccnepopanuii. K coxaneHuio,
ABTOPBI 3TOT0 UCCIENOBAHUA HEe TPUBEIH
JIAHHBIX 0 KOTU4eCTBe OepeMEeHHBIX, Y KOTO-
PhIX OBLIH BBISIBIEHBI 5X0Tpaduueckie Map-
Kepbl XpOMOCOMHBIX aHOMauil. M3BecTHO
TOJIEKO, YTO T10 JIAHHBIM 3X0rpaduu rpoBe-
JIEHO BCero 359 MHBABMBHEBIX MCCIETOBAHIIA
M YacTOTAa BbISBIeHHBIX cnyuaeB CJ1 B 57001
Tpyrie pucka coctaBuia 1,7% (6/359). Ta-
KWUM 00pa3oM, YYBCTBUTEBHOCTB 3X0rpadumn
cocraBwia 35,3% (6/17).

[TpoBeneHOe MCCIEeMOBAHKME TTOKA3AIIO,
yto 20% CJ1 (11/56) 6bUI0 TIPOIIYILIEHO BCe-

MH MeTomamu, 14% (8/56) mpULIIUCE Ha
rpyrmy «o0ecnoKoeHHBIX» OepeMeHHBIX,
11% (6/56) OBUTH BBISIBJIEHEL ¢ TTOMOLIBIO
axorpaduu u 55% (31/56) — ¢ momMouibio
OMOXMMNYECKOT0 CKPUHWHTA.

B 19891991 rr. uccneponanue ¢ MC-
MOJIb30BAHHEM TpeX OHMOXUMUYECKUX Map-
KepOB U KOPPEeKTHUPOBKOMH I10 BO3pacTy ObL1O
nposeaeHo B aByx LeHTpax CIIA [47]. B
OTINYME OT TpeAbIAYIINX HCCIeTOBAHUIT
rpaHMLA pUCKa Obl1a CHIKeHa JI0 YPOBHSA
1/190, a B M3yyaeMyo Tpyrny BKJIIOYWIA
Bcex OepeMeHHBIX, B TOM YMCTie cTapiie 35
JIeT. AHAIN3 KPOBH, B3SITHII 10 TIPOBeIEHUS
YIBTPa3ByKOBOTO HMCCHIEAOBAHWS M COTOC-
TABJIEHHBII ¢ MEHCTPYATBHBIM CPOKOM Oe-
PEMEHHOCTH, TMO3BOJIMI BKIIOYUTh B TPYIT-
my pucka 6,6% Bcex maijneHToK. [Tocne kop-
PeKTUPOBKH CPOKA IO JAHHBIM 3Xorpaduu
B TpyIlie pucKa ocTaiuck 3,8% OepeMeH-
HBIX. AMHUOLIEHTE3 OBUT TIPEJUIOXKEH BCEM
MaLHeHTKAM, UMEBIIUM WHIWBUAYAIbHBII
PHMCK BbiIIe rpaduie! 1/190, Ho OBLI TpoBe-
JIEH TONBKO Y 3% OT Bcex obcnelOBaHHBIX.
Ha Beigasienne 1 ciydada CI noTpeboBaioce
39 aMHHUOLIEHTE30B. UYBCTBUTENIEHOCTE TE-
cTa coctaBuia 64% Tipy YacToTe JTOXKHOIIO-
JIOXKWTENILHBIX Pe3ynbTaToB 6,6%.
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ITpu nMpoBeicHUN TAKOTO XKe aHAJIN3a B
rpyrite OepeMeHHBIX MOJIOXKe 35 JieT OKasa-
JIOCh, YTO B MIEPBUYHYIO TPYIIITY pHUCKa Tona-
m 6,1%, 1iocne yTouHeHUs: cpoka GepeMeH-
HOCTH B TPYTINe pycKa OCTaiCh 3,2% , aMHH-
OLIEHTEe3 MPOLLTH 2,6% 0T 00LLET0 KOTHYecTBa
obcnenoBaHHBIX. YUCIO aMHUOLIEHTE30B,
TpeboBaBiIMXCs 111 BhisiBaeHus 1 cmygas C/1,
cocrapuio 38. YyBCTBUTETLHOCTH TPOMHOIO
TecTa B «MOJIOHOW» rpyrire GepeMeHHbBIX CO-
cTapuia 58%.

[MTonoxuTenbHBIN OMBIT MPUMEHEHMS
OMOXMMHUYECKOTO CKPMHWHTA OB OIMMUCaH
ellle OMHOM TPYIITIo aMEPUKAHCKHX Bpaveil
[48]. TTo maHHEIM 5THX aBTopoB, B Heto-Mop-
Ke MeHee ueM 3a 10 JieT cuTyalms ¢ UATHOC-
THUKOI CJ] cylllecTBeHHO YJIy4llIiIach HMeH-
Ho Onarofapst BBeAeHUIO TPeXKOMITOHEHTHO-
ro OMOXMMHYECKOro CKpUHHHTA (Tabi. 2.3).
OpHako crieiyeT OTMETHTh, YTO K CepemiHe
90-xromos B CIII A pe3Ko aK THBU3MPOBAIACh
ciyxk0a yIbTpa3sBYKOBOM OJUATHOCTHKH, TTO-
5TOMY ycrexu B 6opebe ¢ TprucoMueid 21
HeJIb3sl OTHOCUTB TOJIBKO HA cyeT OMOXUMM-
YeCKUX UCCIIefoBaHMIA.

B cepemie 90-x TO10B Ha CTpaHUIAX CTIe-
LUMATM3UPOBAHHLIX XYPHAJIOB pazropescs
CIop O NyTIX NMOBbILIeHUS 3¢ ¢heKTUBHOCTH
TpoiiHoro Tecta. J. Haddow m coasr. [49]
MIpeI/Iaraid OrpaHUIUTh TPUMeHeHLe TTpeHA-
TansHoro KapuotunupoBaHus (1K) y Gepe-
MEHHBIX CTapLIei BO3pACTHOM I'PYIITILI U ITPO-
BOIMTH €T0 TOJIKO TEM TIAILITUEHTKAM, Y KOTO-
PBIX eCcTh U3MEeHEHHsI ChIBOPOTOUHEIX MapKe-
poB KpoBH. [1poTUBHHMKM 3TOM KOHIIETIIIHIA
YTBepKIATH, YTO IOCTATOYHO OOMBIIIOe KO-

YeCTBO JIOXKHOOTPUIIATENIEHBIX Pe3VIIETATOR
OMOXMMHYECKOT0 CKPMHMHIA HEU30eXHO
JIOJDKHO TIPUBECTH K YBEJIMUeHUIO YMcia He-
JIUArHOCTHPOBAHHBIX cydaeB CJ1, uto cyliie-
CTBEHHO MOBBICHT Pacxoibl HA COAepXKaHe
JieTel, pOIMBIIMXCH ¢ XPOMOCOMHBIMH aHO-
mammamu [50].

B 1993 1. ). Fitzerald ui coanr. |5 1] mpemno-
SKHJTU CYUTATH Pe3yNbTaT TPOIHOTO TecTa Mo-
JIOKUTENIbHBIM, eCJIM pUCK 110 JAHHBIM OHO-
XUMHWUYECKOro aHamM3a TMpeBRILaeT pUCK 110
Bospacty. G. Palomaki 1 coasr. [52] BeICTY-
TTAJTHA ¢ KPUTUKOM 3TOM CHCTEMBI M IOKA3alIH,
YTO 3HAYUTENBHOE KOJIHYecTRO cityyaeB CJlI He
OymeT AHArHOCTHPOBAHO, IMOCKOIBKY TaKO#
TIOIXOM K OLIEHKE JAHHBIX CKPUHWHTA paBHO-
3HAYEH MPUMEeHEeHI0 CKPUHUHTOBOTO TIOPO-
ra 1/140.

Tak Wi nHaye, B HACTOSILIEE BPEM e/~
HOI'0 YHHMBEPCAJILHOI'O PELENTA [0 IIpHMeHe-
HHIO IBOMHOTO WK TPOMHOTO TeCTa B Mpak-
TUUYECKOM 3[pABOOXpaHeHHH HeT. D dek-
THBHOCTE paboTHl MoO0I MpeHaATATbHOM
KJIMHUKH 3aBUCHUT He CTOMIBKO OT BUJA UC-
10JTb3YeMOro GUHOXMMUYECKOr0 TeCTA, CKOJIb-
KO OT TOYHOCTH COOMOAeHNS METOIWKI HC-
cJieIOBaHWS M KOPPEKTHOCTH TIOACYeTA MH-
JIMBHAYAIBHOTO pUcKa. B HacTodee ppems
OMOXUMUYECKHIT CKPUHWHT He OrpaHNYMBa-
ercs nmpuMeHeHreM A@II, XI'U u HBS.
CrpemieHMe yUeHBIX TIOBHICHUTH 3(PeKTHuB-
HOCTh METO/IA Y3Ke MPUBEJIO K CYLIeCTBeHHO-
MY paclIMpeHHIO CMEKTpa OMOXMMHUYECKHX
MapKepoB, UCTIONIb3yeMbIX B TTIOBCeHEBHOL
MpakTHKe, W TIOMCK HOBBIX MapKepoB Mpo-
JIOJDKAeTCH. ..

HOBBIE BUOXUMUWYECKHUE MAPKEPbl XPOMOCOMHOM
INATOJIOI'MA TUTIOJA

PAPP-A

PAPP-A (pregnancy associated plasma
protein — IuIa3MeHHBI MPOTeMH A, CBSI3aH-
HEI ¢ OepeMeHHOCTBIO) — 3TO TJIMKOIIpOTe-
HH, UMEeIOLMI1 OONBIIYIO MOJIEKYJISAPHYIO
Maccy, BeIpabaThbIBAIOIIMAICS CHHIIMTUOTPO-
¢dobnacToM U MOSABISIOLIAICST B KPOBH Ma-
Tepu ¢ 5 Hent OepemeHHocTH. HeGombimoe Ko-

muecTBO PAPP-A coniepXuTes B rpaHyes-
HBIX KJIeTKAX U MOXET OMpeNiesaThCs B Kpo-
BU, (PONTMKYISIPHOIH XXKUAKOCTH, CITH3U TPYO,
COHEPKUMOM LIEPBUKAJIEHOIO KaHala M 9H-
JIOMEeTpUH HeOepeMeHHBIX XeHIHH. Bo 11
TpuUMecTpe 6epeMeHHOCTH OCHOBHBIMU UC-
TouHukaMl PAPP-A gapisiores 1oiamneHTa U
JenrayansHas TKaHb [53—55]. C ypemiyeHU-
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eM CpoKa OepeMeHHOCTH KOHLEHTpALM4
PAPP-A B HOpMe IMOCTOSIHHO TTOBBILLIACTCH.
[Tpu pa3nUUHBIX TTATOIOTMUECKHX COCTOSTHI-
s1X (HepasBHUBarolMecs: 0epeMeHHOCTH, TTaTO-
JIOTHs XpoMocoM, BToM urcie C/1) comepika-
HHe PAPP-A B KpoBH MaTepH CYLIECTBEHHO
yMeHblIaeTcs. MsMeHeHHs YpPOBHEH 5TOro
MapKepa Kak B HopMe, TaK U TIpH TIATOJIOTHH
rnona Oonee XapakTepHbl o 1 TprmecTpa
GepeMeHHOCTH, YeM IS MO3IHUX CPOKOB
[56, 57].

B Hacrosnee Bpemst PAPP-A siBnsieTcs on-
HUM M3 CaMBbIX M3y9aeMbIX OMOXHMHUECKUX
MapKepoB, KOTOPOMY IpHaaeTcs O0JBIIOe 3HA-
YeHHEe TIPU OpraHus3allly MpeHATANbHOTO

CKPWUHMHTA B paHHME CPOKH OepeMEHHOCTH.

SPI

SP1 — 310 cnermudUuHbBLA U1 GepeMeH-
HOCTH IMTHKOIPOTEUH, KOTOPBI MPOLYLIUpY-
eTCsl CHHIIUTHOTPO(00IACTOM M €ro TIPOU3-
BOOHBIMHU. B KpoBHM MaTepu OH HAUMHAET pe-
TUCTPUPOBATHCH € 7-TO JIHA [10CHe OBYISLIUN
|58]. I1pu ¢pusHoNOrHYecKH IMpoTeKaroLei
GepeMeHHOCTH J10 35 Hell KoHIeHTparmd SP1
pacTeT, a 3aTeM OCTAeTCS TIOCTOSTHHOI.

CHIKeHHe ero KOHLEHTPALIMH perHCTPUpY-
eTCsl MPH PaHHUX CITOHTAHHBIX adopTax, BKTO-
rveckoi bepeMeHHocTH, 3BPI, ripeskiamii-
cuu, TpodpobnacTruecKx OONe3HsIX, a TAKKe
TIPH XPOMOCOMHOM TATOJIOTAH TUIoAa [59].

ITpu CI B I TpiMecTpe oTMeqaeTCsd CHU-
KeHWe KoHleHTpaii SP1 B KpoBH MatepH,
a Bo Il TpumecTpe ero ypoBeHb MpeBLIIIAET
HOpMaTHUBHBIE 3HaUeHus | 58]. PasHuiia B me-
JAWAHAX AJTS 300 POBBIX TVI0A0B M Inogos ¢ C/1
OTHOCHUTENBbHO HeBeJimka. Hanpumep, Bo 11
TPUMECTPE 5TH [MOKA3ATE]IM PaBHbI COOTBET-
ctBeHHO 1,0 1 1,28 MoM. D10 orpanuumBa-
eT Mcrnonb3oBaHue SP1 B KayecTBe CKpMHWH-
rosoro napametrpa Bo Il TpuMecTtpe. 1o gaH-
HbM 1. Bartels 1 A. Lindemann [59], BbisB-
ngemocth CJ1 ipy mprMeHeHUH TombKo SP1
HeBBICOKA U cocTanngeT 20% mpu 5% nox-
HOTIOJIOXXUTEJTbHBIX Pe3yJIbTATOR.

Hueubun A
NHTHMOMH A — 3T0 IMMKOTIPOTENH, XapakK-
TEePUIYIOIIUHCS CITOCOOHOCTRIO TIOTABIATh

CeKpeLHIo QOIUTMKYAOCTHUMYIUPYIOLLIETO TOP-
mMoHa. Hekotopele (pakiimy WHIrMOMHA CHH-
Te3UPYIOTCS B IUIALIEHTe W MOTYT OBITh OTpe-
JIeJIleHBI B CBIBOPOTKE MaTepUHCKOI Kporu. B
cepeauHe 90-x rogoB OBLIO AOKAa3aHO, YUTO
YPOBEHb HHTMOMHA A B CEIBOPOTKE KPOBH Ma-
TepU MPU HEMOPAKEHHOM TUIONE C POCTOM
cpoka bepeMeHHOCTH 3HAYUTETbHO YMeHb-
LIaeTcsi, a Mpu HanuuMy y roaa CJ1 rmoBwi-
LaeTcs, U 3Ty 0coOEHHOCTb MOXHO MCITONb-
30BaTh B KauecTBe OMOXMMHUYECKOTo MapKepa
Tpricomuu 21 [60—62]. B cpenneM Memmana
JITSI opakeHHBIX TUIoAoB B | TprMecTpe co-
crasnger 1,41 MoM, Bo Il Tpumectpe — 1,85
MoM [63]. B HacTosiLee BpeMs pabOThI, 1O~
CBSIIIEHHBIE MHTHOMHY A B KAYeCTBE TIpeHA-
TATBHOTO OMOXMMIIECKOTO MapKepa XpoMo-
COMHOI MATOJIOTWHM TII0AA, B OCHOBHOM HO-
CAT SKCTIEPUMEHTANIBHBL XapakTep, Mo3ToMY
BIIPAKTHUYECKOM 3/IpABOOXPaAHEHHN TECT ¢ UH-
rHOHOM TI0KA He TIPUMEeHSIeTCSI.

SOD

SOD (superoxide dismutase) oTHOCHTCS K
CceMelCTBY MeTAJUIONPOTEMHOB, KOTOPbIE UTpa-
0T BaXXHYIO POJh B 3all[UTE KJIETOK OT TOKCH-
JeCKOoro BOB,E[CﬁCTBHF[ AEPHBATOB KHCIOPOOA.
['er SOD pacrionoxeH B UTHHHOM 1uteye 2 1-it
XpoMocoMmbl [64]. B HacTosiee BpeM4 rmyonm-
KALIHiA, TIOCBSIIIIEHHBIX BO3MOXHOMY HCTIONb-
3oBaHmio SOD B kauecTBe Mapkepa Ha CJI,
MaJIo, HECMOTPSI HA TO YTO JaBHO M3BECTHO
CBOMCTBO 3TOr0 BeleCTBA MOBLILIATECA MMPH
pammunn CJ1 y toioma [65]. VeranosneHo, uyto
akTMBHOCTH SOD B MaTepMHCKOI CHIBOPOTKE
npu C/1 BeIlIe, YeM B KOHTPOIbHOI TpyTINe
(3,124+0,73 1 2,2+0,7 Mmn). MeToauka oripejie-
JleHus akTUBHOCTH SOD B KpOBU MaTepH OT-
HOCHUTEJIEHO TIPOCTA M He TpeOyeT JIoporocTo-
SIIIAX PEaKTUBOB, OMHAKO WCTIONB30BATh 3TOT
MeTOJT B KauecTBe e IMHCTBeHHOro TectaHa CJI,
HelleJilecoo0pasHo, TOCKOJIBKY YyBCTBUTEITb-
HOCTB TECTA B IIeJIoM HeBhIcoKa. TTo JaHHBIM
A. Ognibene u coapr. [65], u3 9 twomos ¢ CJ1,
YAAJI0Ch BBISIBUTH 5, MCTIONB3YsI pACUET pHCKa
I10 BO3pAcTy MaTepy B KOMOMHALIMM CO CTaH-
JAPTHBIM TPOMHBIM TecToM. [1pH BKIIIOYeHUK
B KoMOMHaimo SOD BeISIBISIEMOCTE TTATOJO-
M1 3HAYNTENBHO He TOBBICHIACH (6/9).
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Tunepzauxosusam XI'd

['vrneprovkosunat X1 — ogna us ¢pak-
LHiT XOpMOHUYECKOT0 TOHATOTPOINHHA, HA
JIOJTIO KOTO PO TIPUXOINTCS OKOJIO 3% OT Beex
monekyn XI'Y. IN'uneprmkomzar XI™ s -
€TCA MPOAYKTOM KJIETOK TUTOTpodobacTa u
MOXeT OIpeAesIIThCd B KPOBU U MOve Oepe-
MeHHOM. [lonmymIsspHOCTh 3TOTO BellecTBa B
KauecTse OMOXMMHUYECKOTO MapKepa KpOBH
HEeBBICOKA, OMTHAKO HEKOTOPhIe ABTOPBI Ipeji-
JIaraloT UCTOoNb30BaTh €ro onpeAesicHUE B
KPOBH B KauecTBe CKPUHWHIOBOIO TeCTa Ha
CJ1. Tak, mo pannbiM S. Shohreh 1 coasT.
[66], onipenenenye runepravkosunara XI''Y
B KPOBW MaTepH TIO3BOJIAET BEIABUTE 60%
iosoB ¢ CII, 4yto cpaBHUMO € 3 PEKTUBHO-
CTBIO CTAHIAPTHOIO TPOMHOIO TECTA.

Ilpomeun S100

ITporerH S100 — 310 6eJIOK ¢ HU3KOM MO-
JIEKYIAPHOM MACCOi, KOTOPBIH TPHCYTCTBY-
€T BO MHOTHX TKaH$IX opraHu3ma. [ eHeTnuec-
KW Kol 3Toro 0elika 3apericTpypoBaH B
JUTMHHOM Tuteye 2 1-i1 XxpoMoCcOoMBI B 06J1acTH
22.2-22.3, KoTOopas oTBevaeT 3a (peHOTHITH-
yeckue nposisiaeHust CJ1 [67]. [1pu CJ1 koH-

ueHTpaursd S100 B KpoBH ITI0AA pe3KO BO3-
pactaer, cJieJoBaTe/IbHO, MOXHO TPearono-
3KHTB, UYTO 3T0 TIPUBOUT U K YBEJTUUEHUIO eT0
KOJIMYecTBa B KpoBU MaTepu. OIHAKO UCClie-
JIOBaHH4 TIOCTIEAHUX JIeT JOKA3aIH, YTO CTa-
THCTHYECKH JIOCTOBEPHOM pasHULIBI B KOJIH-
yectBe S100 B KpoBH MaTepy MpH 300POBOM
nnone u maoae ¢ CJ1 He cymecTByeT. H.
Abraha u coaBr. |68] cnenami npearomoxe-
Hue, yro S100 He MPOXOAUT IUIaLlEHTAPHBIA
Oapeep M MO3TOMY He MOXeT OBITb MCITOJIb-
30BaH B KauyecTBe mapkepa CJI.

CA-125

B Havasie 90-X rofoB BEICKA3BIBANNCE
TIPEATTIONOXEHNS, UTO KOHIIeHTpatmsa CA-125
B KpOBHM MaTepHd MU3MEHACTCH ITPpH HATHYHK
rona ¢ CJ1 [69). lanbHeiinme yiccnemoBaHys
npHHecH pazodapoBaHue. Tak, K. Spenser u
coapr. [70] nmoaseny UTOT OIMBITY, HAKOITIEH-
HoMmy 3a 10 net padotsl ¢ CA-125, v mpuium
K BBIBOOY, YTO €ro COOEPprKaHKEe B KPOBM Ma-
TepH M OKOJIOTTIOHBIX BOAAX IPAKTUYeCKH He
H3MeHsgeTcs TIpY HaIMYuun rotoga ¢ CI, cre-
noBatelibHO, CA-125 He MOXeT ObITh UCTIONb-
30BaH B KaueCcTBe MapKepa TprucoMum 21.

BUOXMMMUYECKUN CKPUHUHI CbIBOPOTO4YHbIX
MAPKEPOB B PAHHUE CPOKMU BEPEMEHHOCTH

K cepemine 80-x TomoB rocTereHHO CTa-
JIM HAKATUIMBaTLCS JaHHBIE O XapakTepe 13-
meHeHui ADIT 1 HS B paHHMe cpokH Oepe-
MeHHocTH. BeIsicHWIOCH, uTo NpH CJ1 oTK10-
HeHMS ypOBHEl 3THX MAPKEePOB perucTpUpy-
I0TCcsl yXe B 9—11 Hen u 3Ty pasHUILY B
MeIMAaHAX MOXHO HCIONBb30BATh B KaYecTBe
CKpPMHUHIOBOro tecta B I TpumecTpe bepe-
MeHHOCTH [71, 72]. OueBHIHO, YTO CMEIIe-
Hlie CPOKOB OHOXMMUUYECKOTO 0OCITe IO BAHUS
Ha Hauano GepeMeHHOCTH MMeeT OONbIlIoe
KIHHHYECKOe 3HaUeHHe. UMEHHO MO3TOMY B
rocneaHue 15 et MHOTHe HCCIeIoBaTeIN
OombllIOe BHHUMAHWE YACIIOT pa3IiuIHBIM
OHOXUMUISCKUM MapKepaM, KOTOpbIe MOX-
HO ONpeleNaATh B paHHHUE CPOKH, U3YYaloT
3aKOHBI WX pacripefiesieHHs B 3aBUCUMOCTH OT

cpoka 6epeMeHHOCTH MPU 3T0POBBIX TLIOAAX
M TUTOAAX C pasIMyHON XPOMOCOMHOM T1aTO-
JIOTHE, pacCUMTHIBAIOT MeJIMAHBI 14 310PO-
BBIX U ITOPaXKeHHBIX ITTO0B, OLIeHUBAIOT YyB-
CTBHUTEJIBHOCTh TECTOB. BEISICHWIOCH, UTO
OONBITMHCTBO M3BeCTHHIX MapKepos 11 Tpu-
mectpa (APII, paznuunble ¢dpakumum XY,
H®, PAPP-A, uHTMOMH A) MOXHO WCITOJb-
30BaTh U B pAHHHE CPOKH OepeMeHHOCTH.
DPPekTUBHOCTD pAHHET0 OMOXUMUYECKOro
CKPHMHMHTA CYIIECTBEHHO TIOBBIILIAETCS TIPH
BKJTIOUEHWH B paceT MHIWBUIYATBHOTO PHC-
Ka BO3pACTA MATePH U OCODEHHO YIIbTPa3By-
KOBOI OIIeHKH TOJIIUHE BOPOTHUKOBOTO
npoctpancTea (TBIT) rmioma (tabmn. 2.4).
JaHHsle, TipyBeieHHbIe B Ta0N. 2.4, ne-
MOHCTPMPYIOT, YTO BKIIOUEHHEe B CKPHUHUHT
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OOJTBIIIONO KOJTMYecTBAa OMOXMMHUUYECKHUX Map-
KepoB He YIYYIlAaeT BBIABIAEMOCTH XPOMO-
coMHoi1 matonorun. O0beMHeHHbIE Pe3yib-
TaThl HCCIIeAOBAaHMI 44 e BpoTeiiCKMX LIEHTPOB
|80] ybemurensHoO mokazamu, uto 3¢ peKkTrB-
HOCTh paHHErO OMOXUMMUYECKOTO CKpHHHHTA
no 4 mapkepam (A®IT, XTY, HB, PAPP-A)
Oe3 sxorpadgmy HIKe, YeM YIILTPa3BYKOBOTO
ckpuHuHra mmo TBI1 B panHue cpoku Gepe-
MeHHOCTH (70,1 ¥ 72,7% COOTBETCTBEHHO).
CrefyeT yuuThIBATE, YTO CTOMMOCTb YITETpa-
3BYKOBOTO CKPHMHHHTA CYIIIECTBEHHO HILKE,
yeM OMOXMMHUUYECKHX MCCIIeNOBAHHII He-
CKOJIBKUX MapKepoB.

HaubobIIyio KTHHHYECKYIO 3HAYHMOCTD
(UyBCTBUTENBHOCTD TecTa 88.3%) B 9THX MC-
CIIeIOBAHMSIX UMEJI0 CoueTaHue CKPUHWHTA
no TBIT ¢ TpeMs GHOXMMUYECKMMH MapKe-
pamu (cBoGomHblid B-XTY, HD, PAPP-A).
ITo janaeM H. Cuckle 1 J. Lith [80], Hau6o-
Jiee MHTepeCHBIM BApHAHTOM pPaHHETO CKPH-
HWHTA M0 COOTHOLIEHMIO 11eHa/KAUYeCcTBO
ABUIIOCE covetaHue oteHkM TBIT ¢ onpene-
JlenueM PAPP-A (uyscTBUTeNBHOCTH 81,2%)
wm TBII + PAPP-A + ¢BobogHbiil B-XIY
(86,4%).

an OpraHM3almM OHMOXMMHMYECKOTo
CKpMHUHTA B | TpHMecTpe cnenyeT MOMHHUTE,
YTO YPOBHHU BCEX MApKepOB CYILECTBEHHO
M3MEHSIIOTCSI B 3aBUCHMMOCTH OT CpoKa Bepe-
MEHHOCTH KaK TIpH HOPMATLHOM, TaK U TIpH
nopaxeHHOM rutoze. Harnpumep, o JaHHbIM
Tex ke uceneopatenei [80], npu CII Meau-
aHbl ans PAPP-A B MaTepMHCKO# CHIBOPOT-
Ke B3aBHCHMOCTH OT CPOKA COCTABJISIIOT: B 6—
8uen — 0,35 MoM, B9—11 Hen — 0,40 MoM,
B 12—14 uven, — 0,62 MoM. CnenoBatelibHO,
CpOK OepeMEeHHOCTH OKasbIBaeT OOJIbIIOE
BIMSTHIIE HA YYBCTBUTEJIBHOCTE CKPHUHITHTA.

K. Spencer u coanr. | 74| ipoaHanu3upo-
BaJH pe3yIbTaThl pabOTH HECKOJIEKUX KPYTI-
HBIX KJIIMHMK, IMOCBAILEHHOM OlLleHKe 3¢-
(hexkTHBHOCTH paHHET0 GHMOXUMHUYECKOTO
CKPMHUHTA ¢ UCMONb30BaHUeM 0OIIero
XI'Y, u o6paTiyii BHMMaHWe HAa MHTEpec-
HYI0 0COOeHHOCTb. PasHble aBTOpHI, U3yYad
ypoBHHM 00111ero XI Y B KpoBHU MaTepH B OTHH
M Te XK€ CPOKH OepeMeHHOCTHU, C/IeNalu JU-
aMeTpaibHO MPOTUBOMONOXKHBIE BEIBOALI O

BO3MOXHOCTH MCITONB30BAHMUA 3TOTO Map-
Kepa B KauecTBe CKPUHMHIOBOTO IapaMeT-
pa Ha CJI. MccnegoBaTenu, 3aKIIOUMBILNE,
gyto ob1uii X1 He MoXeT OBITH MCIIONB30-
BaH B KAYeCTBE CKPMHWHTOBOTO MapKepa Ha
C/1, B cBOMX pacueTax MOJIYYUIN 3HAUYEHKE
mMenranbl 1t rioaos ¢ C/1, B cpeiHeM paB-
Hoe 1.119 MoM (pasnuune 1o cpaBHeHUIO
CO 3IOPOBLIMH TUTONAMM HEOOCTOBEPHO). ¥
ABTOPOB, CAENABLIMX IOJIOXUTeNIbHBII BbI-
BOJI 00 vcronb3oBaHuK obiero XI'Y B pe-
Xume ckpyuHuHTa Ha CJ/1, 9TOT moKasatesb B
cpenHem ObL1 paBeH 1,412 MoM (pazmuuus
JIOCTOBepHBI). OKa3aaoch, YTO B IepBOil
rpyrie cpedHUit cpoK OepeMeHHOCTH CO-
ctapisa 10 Het, a BO BTopoi 6611 GoJbIle 1
BapbupoBan B npefenax 11—12 wen.

CorocTaBieH1e pe3yJbTaToB paboThl pa3-
HBIX MccliefoBaHTeNed mnospoymiao K.
Spencer v coast. [ 74] caenarts BBIBOL, YTO 3¢-
(peXKTUBHOCTH paHHEr0 GHMOXMMUUYECKOTO
CKpUHMHTA ©e3 MCMONb30BaHUS 3X0rpadu-
YeCKHX MapKepoB XpOMOCOMHBIX aHOMAIHIA
YMeHbIIIaeTCsl ¢ yBeJIMueHueM cpoka Oepe-
MeHHoCcTH (Tab. 2.5).

PesynbTaTHBHOCTL 00cnenoBaHus B 1
TPHMeCTpe 3aBUCHUT M OT OpPTaHM3aLMOHHBIX
acriekToB. ITocTaHOBKA Ha y4eT 1o GepeMeH-
HOCTH B paHHMe CPOKH ABIAeTCH TpodaeMoit
He ToJIbKo B Poccui. 1o gaHHBIM MHOTHX aB-
TopoB [83, 84|, o1 30 1o 40% GepeMeHHBIX 00-
pallaroTcs B aKyllepcKue KIMHUKW rosxe 14
HeJl, B CBA3M C UeM pe3Ko cHukaetcs 3¢ dek-
THUBHOCTH PAHHETO CKpPHHUHTA.

Ipu TipoBeeHUM paHHero OHOXUMMYEC-
KOTO CKPHHWHTA CJIeAyeT YIUTBIBATD M 3THH-
YecKYIo MpUHAJIeXXHOCTh NarueHToK. Mc-
CIIeNOBAHMA TIOCHEMHUX JieT [85] roKasaiu,
yto B | TpuiMecTpe GepeMeHHOCTH YPOBHH
OMOXUMHUYECKHX MapKepoB, B YACTHOCTH
cpobomnoro B-XI'Y u PAPP-A, B pasHBIX 5T-
HUYECKMX IPYMIax pa3iuyaiorcs 3HAYMTe b-
Hee, ueM Bo II TpuMmecTpe, HECMOTPS HA TO
YTO HAYYHOro OOBSICHEHMSI STOMY (PaKTy JI0
cux nop HeT. CornacHo pesysbTaTtaM Hucciie-
JoBanuia K. Spencer ¥ coast. |85], BBeieHIe
B CXeMY pacueToB MHAMBHIYATBHOIO pHCKa
MOTMPAaBKKU Ha HAIIMOHANBHYIO MTPUHALIEXK-
HOCTh OKa3bIBaeT Oolbliee BIUSHNE HA TOY-
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HOCTb Pe3yJIbTATOB, YeM BBe/ieHHe TorpaB-
KM Ha Maccy Tera OepeMeHHOI.

Taxkum ob6pazom, GHOXMMWYECKHI CKPH-
HMHI B paHHHE CpoKU OepeMeHHOCTH, Oe-
3YCIIOBHO, SBJISAETCH TMEPCIEKTUBHBIM Ha-
MpaBieHUeM pasBUTH IMpeHATAIBHOM Jar-
HOCTUKH. B HacTos1Iee BpeMs JIENaTh OHO-
3HAYHBIE BBIBOJIBI O CXeMax M CpoOKax
obcnenoBaHus B | TpuMmecTpe elie paHo.

O4YeBUIHO, YTO HCITOJIL30BAHUE TOJBKO
OMOXMMHYECKOI0 CKPMHWHTA He TTO3BOJIUT
CYIIECTBEHHO YJIYUIIIHUTh IMATHOCTUKY XpO-
MOCOMHBIX AHOMAJIUIL B paHHHE CPOKH Oe-
peMeHHOCTH. D¢ PeKTUBHOCTh MpeHaTAb-
HOTo 00CHIeIOBAHUA MOXET 3HAUMTEIEHO
BO3PACTH JIHIIb MIPH COBOKYITHOM OI[EHKE
ypOBHell OMOXMMHUYECKHUX MApKepoB ¢ JIaH-
HBIMH 3Xorpaguu.

BUOXVMUYECKUHIA CKPUHUWHI, HAHPABJIEHHB!PI HA
BBISIBJIEHUE TPUCOMMWM 18, 13, TPUILJIONIUUN U
AHOMAJIMMH TTOJIOBbLIX XPOMOCOM

B npenaranbaom mniepuone CJI siBasieTcs
caMbIM (PEHOTHITMYECKH «0eTHBIM» XPOMO-
COMHBIM CHUHAPOMOM. 3aTpynHeHHs B (op-
MUPOBAHUU 3XOT pahUUeCKHX MOKa3aHUI K
MpeHATATBHOMY KaApHOTUITHMPOBAHUIO € 118-
JIbIO AMATHOCTHUKHM TpHcOoMMHK 21, KOTOpbIe
MCTIBITBIBAET Bpay, MPOBOASLLAN YIBTpasBy-
KOBOe McclieloBaHKe, HaBepHoe, SBIASIOTCS
OCHOBHOU TMPUYMHON OpraHu3aivy OHOXu-
MHUYECKOr0 CKPUMHHWHIA HA 3TOT CHHIPOM.
Jpyrie aHoMaIMH XpOMOCOM XapaKTepH3y-
IOTCS, KAK IPABUJIO, 3HAYUTEIbHBIMU BHE-
LIIHUMM OTKJIOHEHMAMM B pasBUTHUM TT/I0/A,
KOTOpBIE MOTYT ObITh BRISIBIIEHBI TTPH YITETpa-
3BYKOBOM McciegoBaHuu Bo Il TpumecTpe
OepeMeHHOCTH. DTa 0COOEHHOCTh MpeHa-
TAJIBHOIO ITPOSIBJIEHUS XPOMOCOMHEBIX aAHO-
MaJIMH CYIIeCTBEHHO CHIKAeT aKTyaTEHOCTD
OroxuMIYecKoro ckpuHuHra Bo Il tpumec-
Tpe Ha APYTHE XPOMOCOMHBIE CUHAPOMEI.
TeM He MeHee 10 CHX ToP B CIeLIMATbHOM JTH-
TepaType IPOLOILKAIOT IIOABILATECS Iy OJIMKA-
LA, TIOCBSIII[EHHBIE CHIBOPOTOYHBIM MapKe -
paM XpOMOCOMHOI TTATOJIOTHH TITIOJIA.

HecoMHeHHEBIIT HHTEpeC Y TMPAKTHUeCKUX
Bpaueil BBIZBIBAIOT paboThl, paccMaTpUBalKO-
1I1e BO3MOXHOCTH OHOXUMHUYECKOTO CKpH-
HIHTA B BBISIBIEHWH XPOMOCOMHBIX Jiehek-
TOB B paHHHMe CPOKH OGepeMeHHOCTH, KOT/a
BHELLIHKE TIPU3HAKHM MATOJIOTMH elle MOoryT
OTCYTCTBOBATD.

HawnGonee pacripocTpaHeHHBIMH XpOMO-
COMHBIMM cHHIpoMaMu mtocie CJI sipmsor-
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¢ cuHapombl Oasapaca u [laray. B [ Tpume-
cTpe GepeMeHHOCTH 3TH TPHUCOMKM XapakTe-
PU3YIOTCS CHUKeHWeM YPOBHS CBOOOIHOIO
B-XI'Y, PAPP-A v unrubuHa A, 1ipu 310M
KoHueHTpasi PAPP-A cHixaetcs B 601b-
et crerieHd, yeM [-XI v actprona. [Tpu
cuHapome TepHepa B paHHHe CpOKH Gepe-
MeHHOCTH ypoBeHb B-XI Y He usMeHdAeTcs, a
KoH1eHTpanud PAPP-A v vHrubmHa A cHU-
XKaertcs |86].

I'lo manmem K. Spencer 1 coant. [87, 88],
IpH orpeieJieHHH B I TpuMecTpe OepeMeH-
HocTH yposHeH B-XI'Y v PAPP-A B coueta-
1uu ¢ orneHkoil TBI1 MoxHO BBISBUTE 84—
90% cnyuaes Tpucomun 13 mpu 0,1-0,5%
JIOXKHOIOJIOKUTENBHBIX pe3ysbTaToB. s
cuHapoMa TepHepa 3TOT nokasatelib, 10
IAHHBIM 3THX Xe ABTOpOB, cocTtaBml 90%.
Janusie 06 3¢ peKTHBHOCTH paHHETO OMO-
XMMHWYeCKOTO CKPHHHWHTA B BRISABICHWH CHH-
JipoMa BaBapica rpuBeieHbl B Taom. 2.6.

YpoBHH OHOXMMHYECKIX MApKepoB I1pHU
XPOMOCOMHBIX JIe(peKTax BO MHOTOM 3aBUCSIT
OoT (peHOTUTIMYECKHX TIPOsIBJIeHMI1 OTHOI 1
TOM K& aHOMAIMM XpooMocom. Harnpumep,
npu cuHapoMe TepHepa 0e3 HEMMMYHHOM
BOISHKH TUIOAA MequaHa At MHrubmuHa A
coctasisieT 0,64 MoM, a mpy HaMTUMYKUKM BO-
JsHKH — 3,91 MoM. Ilpu TpUIionauax B
paHHHe CpoKH OepeMeHHOCTH MOXHO BhIjle-
JIATh B4 OCHOBHBIX (heHOTUITUYECKHX BHJIA:
I — Gonblasi KUCTO3HO M3MeHeHHas («Mo-
JISIpHAsT») TIIALlEHTA TTPH HOPMAJBHOM TIIO-
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Tabnuua 2.6. BuSIENAeMoCTs CUHApoMa 3apapaca no AaHHLEIM GUOXMMWHECKOTO CKpWHKUHIA B | TpuMecTpe Be-

pPEMEHHOCTH
ABTOpHI Cpok Gepe- Bozpact  TBI CeoGop- PAPP-A, YyBCcTBM- NoxHonono-
MEHHOCTH, HEliA B-XIMY, MoM TeNLHOCTL KUTenbHLIE
Hen, MoM TecTa, % peaynkTarkl, %

N. Tul 10-14 -k 64 5
W CO&ET., 0,281
1999 [89]

10-14 + 78 5

1,177

10-14 + 78

10-14 + + + + 89 1
CoBokynHele | TpyMecTp + + 58 1
AaHHEBIE Mo + + 70 1
HeCKoSILKUM + + 70 1
pernoHam + + + 73 1
Benukobpu- + + + 8 1
TaHuu, [89] + + + 77 1

+ + + 1 89 1

R. Biagiotti | TpymecTp + 45,8 0,5
1 COaBT., + 32,5 0,5
1998 [90] + + 74 0,5

Tabnuua 2.7. MeamaHu GMoXMMUYecKX MapkepoB B paHHWe cpoky 6epeMeHHOCTH B 3aBMCUMOCTI OT TUMAa TPUI-

nonoum [91]
Buvoxummnyecknin mapkep Tpunnownoms
vnl Tvn il
CeoGogHeii B-XI'4, MoM 8,04 0,18
OGLwiA XY, MoM 4,91 0,16
PAPP-A, MoM 0,75 0,006
AT, MoM 3,22 0,77

Je; I — HeusMeHeHHad TUTalleHTa [MPH HAJIH -
YHM ru1oja ¢ Tskenoit dopmoit 3BPIT. JaH-
Hble 00 M3MEHEHHUW YPOBHEH GHOXUMIYeC-
KHX MapKepoB B | TppMecTpe Ipu 5Toil maTo-
JIOTHM TIpeJCTaBIeH bl B Ta0. 2.7 |91].
ITpuBeieHHbIE JAHHBIE JIeMOHCTPHPYIOT
BO3MOXHOCTH OMOXMMHUYECKIX MCCIeNOBAHMIA
BIIPEHATAIIEHON TUATHOCTHKE PazIHIHONA Xpo-
MOCOMHOM TAaTonoriv. OIHO3HAYHBIX PeKO-
MEH AL T10 TPUMEHEHUIO MW HCKTIOUeHHIO
3TOr0 BUIA CKPUHHWHTA M3 TMATHOCTUKH M TTPO-

PUITAKTHKK BPOXICHHOI W HACIIEACTBEHHOI
MAaTOJIOTMH He cylllecTByeT. Mcrolb30BaH1e
CEIBOPOTOYHEIX MAPKEPOB KPOBH B paHHIE
CPOKH, HECOMHEHHO, MOXKET IMTOTOXKUTEINBHO
CKa3aThCs HA pAHHEM BbISIBIEHMM XPOMOMHBIX
AHOMAJIWI Y TII0AA, OIHAKO 3¢h(eKTUBHOCTD
HCCIIeIOBAHU HEOOXOMMMO COOTHOCHTH C 3(h-
(peKTUBHOCTHIO YIBTPA3BYKOBOTO CKPHHUHTA,
d TAKSKE € 3aTpaTaMi Ha OpraHM3allviio M I10-
CTOSTHHY10 (DMHAHCOBYIO TIOUIEPKKY HTOIO
BUJIA CKPUHMHTA.
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CKPUHUHI HA CUHAPOM JAYHA U IPYTUE
XPOMOCOMHBIE AHOMAJIMU C UCITOJIb3OBAHUEM
BUOXUMMUWYECKUX UCCJIIENOBAHUN MOYU

B nocnenHee fecsTiieTve Ha CTpaHWTIAX
CcTieHaIU3UPOBAaHHBIX XYPHAIOB OBIIH
OINyOIIMKOBaHBl MHOTOUMCIIEHHEIE paboTHI,
TMOCBAIIIEHHBIE HOBOMY HATTPABIEHUIO MMpe-
HATAJILHOTO OHMOXMMUUYECKOTO CKPUHHUHTA —
onpefesieHu0 OMOXUMHIECKIX MapKepoB
XPOMOCOMHOM MaTOIOTHUH TITOJIA B MOUE Ma-
Tepu. TecThl ¢ UCIONMB30BAHHEM MOYH MMe-
IOT PSLI MPEUMYILIECTB Iepe/i TECTAMU IO Kpo-
BH, TTOCKOJIBKY OHU He SIBISIIOTCS MHBA3WB-
HBIMU U He BBI3BIBAIOT AUCKOoMOopTa y MALH-
eHTOK. KpoMme Toro, ripH paboTe ¢ aHATM3aMH
MOYM CHHZKAeTCH aKTYAIBHOCTh TAKMX MpO-
OneMm, Kak MHQUIUPOBaHNE TTepCOHANA BH-
pycaMu reriatita 1 BHY.

B HacTogmee BpeMs OOJBIIMHCTBO cTaTei
MOCBALLEHBI U3YUEHHIO COAEPKaHUA B MOYe
OepeMeHHBIX pazTUYHbIX (pakimii XI'. B
KauecTBe Mapkepa Ha CJI cBsizanHas ¢pak-
umda B-XI'Y (B-core ¢pparmeHT) Obia nipen-
snoxeHaB 1994 1. H. Cuckle v coasr. |92]. Bto
KOHEYHBII MPOJYKT pacriaga B-bpakiiuu u
ocHoBHOH Metabomut X[, McenemoBanus
H. Cuckle u coanr. [92| nokazamu, 4To IIpu
Cll y iioma conepxaHue cBA3aHHOM (pak-
nuu B-XI'Y B MOYe MaTepH pe3Ko BO3pacTa-
eT. B neproii cepry MCCIEI0BAHUIT ABTOPEI
ycraHoBH 80% sersiBasiemocts CJI ripu 5%
JIOKHOTIONOXKHUTENIBHBIX Pe3yJIbTATOB B CITy-

yae KCIIONMb30BAaHMS 3TOTO TTOKA3aTeNs B Ka-
YyecTBe H30IMPOBAHHOIO MApKepa, UyTo, ecTe-
CTBEHHO, TTPHRBJIEKIIO BHUMAHKE MpPaKTHYeC-
KHX Bpaueil. JlaHHEBIe, TONYYeHHBIE IPpYTUMUA
aBTOpaMH, CYIIECTBEHHO pa3INuyaluch, HO
OBLTH BIOJIHE COMOCTABUMbBIMU C pe3yJIbTa-
TAMH GHOXUMMYeCKOTO CKPHHIHTA T10 CBIBO-
POTOYHBIM MapKepaM KpoBH (TabJr. 2.8).
AHAIU3UPYS BO3MOXHBIC ITPHUYHHEBI pas-
HUIIBI B UyBCTBUTEIbHOCTH TecTa, L. Cole u
coapr. [ 103] opuIlLM K BEIBOAY, UYTO TOYHEIE
Pe3yABTATHl MOXHO TIONYUYWUTE TPH aHATN3€e
CBEXXMX MopLHid MOuM. TTpH MCTTOJTb30BAHUMA
3aMOPOXKEHHBIX 00pa31ioB U MX TOCHeIyIO-
1eit o6paboTKe Mporecchl arperalyy Mnpu-
BOJAT K HCKAXKEHHIO pe3yJbTaToB, YTO OTpa-
JKaeTcsd Ha KOHEYHBIX TIOKA3aTelaX YyBCTBH-
TeBHOCTH. J1J151 yJlydiueHUsI pe3yJIbTaToB 3Ta
TpYyIINa aBTOPOB MpeIJIOXKIIa UCTTONB30BaATh
OTpefielieHHe He TOJIBKO CBA3aHHOro (ppar-
meHTa B-XI'Y, HO M 3CTPUONA B CBEXei Moye
C OJTHOBpeMEHHBIM YUETOM BO3pacTa Taiu-
eHTKH. [To Mx jTaHHBIM, 3Ta KOMOMHAIH4 T10-
BBIILIAET YyBCTBUTE/IBHOCTD TecTa 10 82%.
[Momumo CII, BHEKOTOPBIX UCCHEI0BAHM -
gax |94, 99] ObL1a oTMEUYEHA CBA3H O4eHb HU3-
KOT0 YPOBHSI CBsI3aHHOM (pakium B-XTY B
MoOUe ¢ CMHApOMOM BDapapaca y ruiona. On-
HAaKO JIENIATh BBIBOJIBI O BOBMOXHOM KJTMHH-

Tabnuua 2.8. HYyBCTBMTENEHOCTE TECTA C MCMOML30BaHUeM CBA3aHHoro GparmenTa B-XI'Y Moy Marepi 4§ Bul-

saeneHus Gl
ABTOpHI KonuyecTteo Menwaxa ons YyBCTBUTENBHOCTH
cnydaes Cfl nnogoe ¢ CIl, MoM Tecta, %
H. Cuckle 1 coagr., 1994 [93] % 6,1 71
J. Canick u coaBr., 1995 [94] 14 53 a3
H. Cuckle 1 coagr., 1995 [95] 24 6,0 88
M. Hayashi, H. Kozo, 1995 [96] 5 2,8 20
K. Spencer v coasrt., 1996 [97] 29 24 41
L. Cole v coasr., 1997 [98] 12 4.5 58
T. Isozaki v coast., 1997 [99] 13 4.1 62
L. Kellner u coaer., 1997 [100] 32 54 66
Y. Lam v coaert., 1997 [101] 29 34 35
T. Hallahan v coaprt., 1998 [102] 13 24 31
L. Cole v coaer., 1999 [103] 23 54 65
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YECKOM NMpUMeHEHHH 5TOr0 BHIA CKPWUHWH-
ra MoKa paHo B CBA3M ¢ HeOOJTBLIMM KoJThYe-
cTBoM HabmoaeHwuit. JIns Apyrux TpucoMuiil
(HanpumMep, cuHapoM [laTay) HUKAKIX 3aK0-
HOMEPHOCTEH He OBIJIO YCTAHOBJIEHO.

HecMoTps Ha TO uTO cBg3aHHad (ppakimg
ABIAETCH OCHOBHBIM MeTaboimToM XI'Y B
mMoue, cBobomHas (ppaxims B-XI Toxe mo-
JKeT ObITh UCTIONb30BAHA B KAYeCTBe OMOXMMM-
YeCKOro Mapkepa, MoCKOJIbKY OHA MMeeT HM3-
KYIO MOJIEKYJIAPHYIO MACCY M JIETKO BRIBOJIUT-
csl TIoYKaMH. B KauecTBe ODMOXHMMMYECKOTO
Mapkepa cBooomHas (ppakumsa B-XI'Y B moue
ObLIa MpeaioxeHa B 1996 1. aByM4 IpyrramMu
uccnenoparteneil, BO3TNaBldeMbIMU M.
Hayashi u K. Spencer [96, 97|. bbuio ioKaza-
HO, UTO B paHHHEe CPOKH OepeMeHHOCTH OBICT-
PO JoCTUTaeTCsl TIMKOBAS KOHLIEHTPALIAS CBO-
6omHoM (ppakiu B-XTY B Moue, a 3aTeM ee co-
JiepxkKaHyie Iporpeccupylolle CHIKaeTcs Ia-
paIeNTsHO YMEHBIEHHWIO COIepXKaHWUs 3TOi
¢pakiam B kposu. [1pu CJI ypoBeHb cBOOOI-
Hoit ppakimm B-XT'Y B Moue pe3Ko Bo3pacta-
eT. Menuana o4 ronos ¢ CJI KoneGnercs ot
2,47 no 4,01 MoM [97, 104]. I1pearnonoxu-
TeBHO, Pa3TUIMI MeIUAH MOTYT OBITE CBSI3a-
HBI C PACOBEIMH OCOOEHHOCTSIMM H3YUaeMBIX
rpyrin natueHToK. [1o JaHHBIM JIUTepaTyphl
[97, 98, 105, 106], YyBCTBUTEJILHOCTD TeCTa C
Mouoii B BbisiBneHHH CJ] ¢ MCMoIb30BaHIEM
cBobonHol ¢pakimu f-XIY coctannseT oT 47
110 58% 11pu 5%-HOM CpefTHeM YPOBHe JIOKHO-
TOJTOKHTENTBHBIX Pe3YIIBTATOR.

B nocnenHne roapl MOSBHUIUCE COOOIIIE-
HHS 0 BO3MOXHOCTH CKPUHHHTOBOTO HMC-
TIOIb30BaHMA rHnepraukonmsara X1 — se-
11ecTBa, Ha JOJII0 KOTOPOIro B KPOBU M MOYe
OepeMEHHOM IMPHUXOIUTCH OKOMIO 3% OT Beex
dpaxuuii XI'. B panHue cpoku GepeMeHHO-
cTH runepradkomzatr XI'Y ssagercs mpo-
IYKTOM KJIeTOK LuToTpodobnacta. BroT
MAapKep MOXHO HCITONB30BaTh U3 MpeaBapu-
TEJTHHO 3aMOPOXEHHBIX 00pa310B MOYH, IO~
CKOJIbKY €T0 CBOCTA He M3MeHSIIOTCS 101
BIAMSHHEM HU3KHX TEMIIEpaTyp B OTIIMYME OT
cpsizaHHol dpakumm B-XTYH. Memunana s
monoB ¢ CJ1, o janHeM L. Cole U coasr.
| 104], coctasmsiet 7,8 MoM. Uccnenopanmis,
TIPOBEIEHHBIC 3TOI TPYIIIO aBTOPOB, Ipo-

JIEMOHCTPHUPOBAIH, YTO THIEPIITHKOJIU3AT
XTI MOXHO MCITONB30BATH B KAUECTBE CKPH-
HuHroBoro Tecta Kak B I (11—-14 uen), Tak u
Bo 11 (15—22 Hen) TprMecTpe. BEIsIBIsSIEMOCTD
CJ1 B I TppiMecTpe GepeMeHHOCTH, COTTIACHO
pesyJpTaTaM, IMoJIyYeHHBIM 3THMH aBTOpa-
MH, coctaBuia 80%, o LI tpuMectpe — 78%
Mpu 5% NOXHOIOJNIOXUTEILHBIX Pe3y/IbTa-
ToB. KomMOMHanms rumnepriamkonmszar X1 +
cpssaHHag Gpakumg B-XI'Y + Boszpact Ma-
TepH NMOBBICHIIA BEIABIAeMocTs CJI 1o 92%
pu 5% NOXHOIOJIOXWATETLHBIX Pe3y/IbTa-
ToB. [lpu mpucoenuHeHUH OTIpeneIeHUs
YPOBH4 OOLUEro 3CTPHONIA B MOYe HCCTIeNIO-
BaTeJISIMU OBIJIA IOCTUTHYTA 97 % -Has JacTo-
Ta BeIgABacHUd CJ1. Takum obpasoM, 110 TaH-
HBIM 3TOMH TPYIIIEI UCCIIEA0BATENCH, TPOHHOMN
TeCT IO aHaJM3aM MOYM B HECKOJIEKO pa3
npeBeICHA 3P GEKTUBHOCTD TPOMHOIO TecTa
MO AHAMW3aM CBIBOPOTKH KPOBH.

HecMmoTps Ha Takie oOHageXXUBAIOIINE
pesyIbTaThl, OKOHYATEeIbHEIE BBIBOIBI 00 3¢h-
(heKTUBHOCTH MOYEBOI0 OMOXMMHMYECKOTO
CKpUHMHIA Aenath paHo. Mccnemosanusg M.
Weinans u coasr. [107], npoBefieHHbIE B He-
Gompioi rpymre nanueHToK B 10—11 Hen
OepeMeHHOCTH, TTPOIEMOHCTPHPOBAIH CY-
[IeCTBEHHO OoJiee HU3KYIO YYBCTBUTENb-
HOCTB TeCTa, KoTopas coctapuiia 38% npu 5%
JIOXKHOTTONIOKUTETBHBIX Pe3yJILTATOB.

HHTtepecHble faHHBIE OBLTH MOMYYeHH
MpY KOMOMHMPOBAHHUM pa3IMUHbIX (ppakIIvii
XI''Y B Mo4e ¢ YpOBHEM 3CTPUONIA, KOTOPBINA
npu CJI chmkaetcsi. Mcmonb3ysi cooTHOIIIE-
HHe 3THUX IByX Mapkepos, L. Cole u coapr.
[108] mocTrrmi 75% sBbsiBasiemoct CL mpu
OYe€Hb HU3KOM IoKasaresie JIOXKHOIMOJIOXKH-
TeNBHBIX pe3yasTaTos — 0,5%. BBeeHKe BO3-
pacTta MaTepH B pacueT WHAWBHUIYAJIBHOTO
pucka CJI apyTHMH aBTOpaMH TTOBBICHIO
3TOT MoKazatesb Ao 81% 1ipu 5% nokKHOTIO-
JIOXKMTeJIBHBIX pe3yiisraTton [109].

HecMoTpsi HA BEICOKHE TIOKA3ATENH YyB-
CTBUTEJTLHOCTH TECTOB C MOYO# B BRISIBJIEHHI
CJ1, 1o cHX TTop UCCeAOBaHMS BO BCEX KIIH-
HUKAX HOCHT SKCIIepUMEHTAIBHBIN WK peT-
POCIIEKTUBHBII XapakTep. B HacTosI1ee Bpe-
M HH B OTHOI CTpaHE MHpa OHOXUMHUISCKIE
HCCTIeIOBAHMSI MOYM HE BBEIEHBI B ITporpam-
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MY MPAKTHYECKOTO 3IpaBOOXpAHEHHS B Ka-
yecTBe 00A3aTeJIbBHOIO CKPUHHHIOBOTO TeC-
Ta. TeM He MeHee 5TH HCCIenoBaHuA 3aciy-
KHBAKOT CAMOI'0 IMpHUCTAJIbBHOT'O BHUMAHMWI,
IMOCKOJIBKY MOI'YT BHECTH CYH.IGCTBBHH]JIﬁ
BKJIAJ B pelieHue 1mpodieM MpeHaTaabHoN
JTMATHOCTHKH XPOMOCOMHOM IMATOIOI MK ITJIO-

Jia.
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VABTPA3BYKOBOH CKPUHUHI

M.B. Meageaes, E.B. IOauna

[THpoKKe BOSMOXHOCTH YIIETPA3BYKOBOTO
MCCNEOBAHMS B MMATHOCTHUKE BPOXIEHHON W
HAaCNeCTBeHHOM MATONIOTHH CIIeNAIN 3TOT Me-
TOJ OCHOBOM IpeHaTaTbHOoI MeauiHbL, Ha-
YaTbHOM CTYIEHBIO HA MYTH K CITOKHOMY TIpe-
HATAJIBHOMY JHUArHO3Y ABNAETCA YIIBTPAa3BYKO-
BOI1 CKpWHHHT. Ha ne pBhIil B3I ITpoBeieHKe
CKPWHHHTOBBIX 3X0rpaduiecKnx HccsenoBa-
HMI1 — 3T0 JIETKO OpraHyr3yeMbIi IpoLece, KO-
TOpEIA He TpeOyeT coOMmOIeHUd KaKuxX Obl TO
HH OBLIO XeCTKUX MpaBil. Tem He MeHee, Ha

CTaHMIIAX CrielMATN3MPOBAHHBIX M3IAHHIA 10
CHX TOp BeAyTcsl AUcKyccum 00 3¢ eKTHUBHO-
CTH YABTPA3BYKOBOTO CKPUHWHTA, CPOKaX W
MECTe €T0 MPOBEAEHHNS, METOIMYECKIX ITOIX0-
Jax. B 3Toi r1aBe Mbl [TOCTApAIHCh OOBEKTUB-
HO W BCECTOPOHHE PacCMOTPETE BCE ACIIEKThI
npo0OJieMBbl, MpoaHAIM3HUPOBaTh (PAKTOPBHI,
BIMSIIONIME HA 3(QeKTUBHOCTL CKPUHWHTA,
MPeTOKHATL U 000CHOBATH ONTTUMATTBHYIO CXe-
MY €r0 OpraHu3aLMu B IPAKTUYECKOM 31paBo-
OXpaHEHHMU.

NCTOPUYHYECKUE ACIIEKTbI

Cpeau BceX COBpeMeHHBIX METOAOBTIPeHA-
TATPHOM JUArHOCTUKH YIIBTPA3BYKOBOM CKpH-
HUHT 3aHMMaeT ocoboe MecTo. B ps1y HeMH-
Ba3UBHBIX M MHBA3MBHLIX 00CNeIOBaHUIT OH,
HECOMHEHHO, 3aHHMAaeT MepBoe MecTO U BbI-
TOJIHO OTIHMYAETCs OT APYTHX MEeTOIOB ITpeHa-
TATPHON JTHATHOCTUKU YHUKATBHBIM coveTa-
HHEM KA4YecTB: BbICOKOM MH(OPMATHUBHOC-
Th10, 0e30MACHOCTHIO W BO3MOXKHOCTBIO Mac-
COBOTO Mcronb3oBanus. HecmoTpsi Ha 1o, 4TO
VJIBTPa3BYKOBBIE UCCIIEIOBAHMS IIPUMEHAIOT-
c4 B akyluepctse yxe 6onee 40 yiet, sxorpa-
dvuecknii CKpUHUHT 3aHSJT THAHUPYIOIIYIO
TIO3UIIHIO B TTPEHATATEHOM AMATHOCTHKE TOJTb-
KO B KOHLIe 80-x—Havase 90-X rofios.

ITepBasg CKpUHUHIOBAA MPOrpaMMa yJiib-
TPa3BYKOBOI'O UCCIEOBAHMS B AKYILIEPCTBE
ObBLTA TIpeIOXKeHA M BHEPeHA B TPAKTHKY
B 1. Manmemo (Ileetmst) B 1974 r. Ceromus

KAXXEeTCSl CTPAHHBIM, HO €€ OCHOBHOI 3a/1a-
qeii Oblia MHATHOCTUKA MHOTOTLTONHOM Oe-
peMeHHOCTH. JIByMs rogamu rmosxke B 1976
I. HAKOTUIEHHEII OTTHIT TTO3BOMI CITeIra-
JIUCTAM TOM e KIIMHUKU MPeJIOKUTD IBYX-
ATAaNHYK CKPHHWHIOBYIO IIPOrpaMMy,
BKITIOYAoLyto obcnenoBanusd B 19 1 32 Hen
W HATIPABJIEHHYIO HA BBIABIIEHIE TPYOBIX 110~
pokoB pazuTus ioaa | 1]. C TeueHreM Bpe-
MEHH YJIBTPa3BYKOBOM CKPMHWHT CTal ObI-
CTPO PACITpOCTPAHATLCH B €BpPOIEMCKUX
cTtpaHax. HammpuMep, yxe B 1980 1. B I'ep-
MaHWH B HAITMOHAJIBHYIO IMTpOTrpaMMy 3ipa-
BOOXpaHeHM ObII1 BKIIIOUEH JIBYX3TAITHBIN
YJIBTPa3BYKOBOM CKpUMHMHT [2], @ Bo @paH-
WM — TpeXHaTarHbli [3].

B CIIIA B Hayane 80-X rofoB yJIETpa3By-
KOBBIE MCCIIeAOBAHUS TaKXe Mpuobpesu
MaccoBBIIT XapakTep 1 K 1984 r. oxBaTeiBami
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yke okoJo 50% GepeMeHHBIX, OHAKO KOH-
LIeNUMI CKPMHUHIA, TO eCTh MacCOBBIX 0e3-
BEIOOPOYHBIX HMCCleaoBaHmii GepeMeHHBIX,
aMepHKAHCKUMI OpraHu3aTopaMu 3ApaBo-
oxpaHeHus Obla oTBeprHyTa [4]. B 1984 1. Ha
cornacoparellbHOM KoHgepeHLMH B BaliH-
ITOHE 3A0KEAHCKHE CITeLHATMCTHI BEIHECIU
clienyomniyio pezomoinio [5]: «K HacTosite-
MY BpeMeHHU He ObU10 ToNTyueHo yoeauTens-
HBIX pe3yJIbTaTOB, CBHIAETENbCTBYIOLMX O
TOM, YTO PYTHHHOE MCITOJIB30BaHUE 3X0rpa-
¢ y Bcex GepeMeHHBIX YIydlllaeT TepriHa-
TaTbHbIE UCXOJIBI MJTH IIPHUBOAWT K CHIDKEHHIO
rNepyuHaTaIbHOM 3a00J1eBAeMOCTH U CMepT-
HocTH». OTCIOIA CreloBall BEIBOM, KOTOPBIii
CETOMHS HAM KaXeTCs CTPAHHBIM U HEJIOTHY-
HBEIM: «YIBTpa3sByKOBOMY HCCIIeOBAHUAIO
MOIeXaT JIMIIb OepeMeHHbIe, OTHOCSILIE-
CH K TPYIITie pUCKa».

TakuM obpa3oM, 3BOMOIMOHHBIN ITyTh
MpeHaTaTbHOM AHArHOCTUKHN HAa KaKoe-TO
Bpemsi pasaBouics. [TpakTruyeckuii Bpau
OKa3aJIicyd Ha repernyThbe ¢ AByMS yKazaTessi-
MM, HarmpaBJieHHBIMH B pa3sHble CTOPOHBI:
«CKPUHUHTOBOE UCCIeIOBAaHKE B CTPOro OI1-
peneneHHBIE CPOKU OepeMeHHOCTH» U «Ce-
JIEKTHBHAS 3X0rpadust 1o MeIULIMHCKHM TT0-
Ka3aHUAM».

TToncK HCTUHBI TTPUBET BpayueH yJIbTpa3By-
KOBOI IHATHOCTUKHI K MBICITH O HEOOX0OMMO-
CTU MPOCTIEKTUBHBIX PAHIOMMW3MPOBAHHBIX
MCCIeIOBAaHMM, HAMpPaBIeHHBIX HA U3yYeH e
5(hheKTHBHOCTH PYTUHHOM 5X0rpachi B aKy-
1LIIepPCKOk MPaKTUKe, KOTOphie 1 ObLIH ITpoBe-
neHbl B Hauane 80-x romos B EBporie. B cBsizu
C OTCYTCTBHMEM IAHHBIX 00 3XorpaduiecKux
MposiBIeHUX OOJIBLIIMHCTBA MMOPOKOB pa3By-
THA TUIO/IA, MEPBBIM 0OBEKTOM CKPHHUHTA, a,
CIIEIOBATENIEHO, U OOBEKTOM BHUMAHU CIIe-
LHATHCTOR YILTPa3BYKOBOM AHATHOCTUKHA B
TO BpeM# CTajia 3a/iepXkKKa BHYTPHYTPOOHOTO
passuTHd 1101a (3BPIT).

JlongoHckoe uccenopanue 1982 r. yoe-
JIUTeJTHHO J0KA3aJ10, 4To 5Xorpadusi Mo3Bo-
JisieT 6oIee TOYHO OTIPeIeNITh CPOK OepeMeH-
HOCTH HAa OCHOBAHWH OLIeHKH OHIapreTaib-
HOTro pasMepa roJIoBhl IUIoAa B 16 Hem, uTo
MPUBOIUT K DOMNee aKTUBHOM aKyIIepcKoi
TakTHKe B cnydasx Hamuuus 3BPII, Ho He

yIydliaeT rnepHHaTalbHbBle MCXOAbl [6].
OOBEKTOM MCCIIEIOBaHKA, TIPOBEIEHHOTO B
1984 1. B I'masro, Takxe crana 3BPII [7].
[TpakTHuecKue BBIBOABI MMPEeB3OIILIN BCE
OXMIAHWA: JHATHOCTUYECKHE BO3MOXHOCTH
5Xorpauu 3HAYNTEITBHO JYYLLIE APYTHX KITH-
HHUYECKHUX METOIOB UCCIeIOBAHUA.

Y coBpeMeHHOro crnelmaIucTa yabTpa-
3BYKOBOI TMATHOCTUKU, BOOPYKEHH 0T 0 3HA-
HUAMHU O BO3MOXHOCTAX YIBTPA3BYKOBOIO
CKpUHMWHTA ITpH OepeMeHHOCTH, JaHHbIE UC-
cJegoBaHuli ABaalaTUIeTHel NaBHOCTHA MO-
TyT BBI3BaTh HefloyMeHue. Hanpumep, B xone
PAHIOMU3MPOBAHHEBIX MCCIIEIOBAHUM, TpO-
BeleHHBIX B Hopeeruu B 1984 1., ObLIIM Clie-
JIAHBI TUAMETPalbHO TPOTHBOIOJNOXHBIE
BeIBOARLL: 1) «CKpUHUHTOBOE YIILTPa3BYKOBOE
HCCIeIOBAHME TTO3BOJISIET 3HAYNTETBHO CHU -
3UTh Y4CTOTY MHIYLIMPOBAHHBIX POLAOB U BbI-
paxeHHoM 3BPII» (K1MHUKA B I. AJleCyHII)
[8]; 2) «CKpHUHUHTOBOE YILTPA3BYKOBOE MC-
cJiefoBaHKe JOCTOBEPHO He BIIMsIeT Ha Mepu-
HATAJbHBIE UCXOABl» (KJIMHUKA B I. TpoH-
xeiim) [9].

B 1985 r. aurmiiickuii vcclie1oBaTeNnb
S. Thacker ToTIBITAICH TIOABECTH HEKMIT 06-
LM MTOr paboTaM, TOCBIIIEHHBIM ITpeHAa-
TATbHOMY VIbTPa3BYKOBOMY CKPHUHUHTY U
OIMyOJIMKOBAHHBIM K TOMY MOMEHTY B CITE1[H-
ANMM3UPOBAHHBIX M3naHUIX. B moaroroBieH-
HOM MM 0030pe OBIT clleJlaH HeOXMWIAHHBII
BBIBOJI, O TOM, UTO «... IOCTOBEPHBIX AAHHBIX,
TO3BOJIAIOLLIMX PEKOMEHIOBATH 3X0orpaduio B
KauecTBe CKpMHUHTOBOTO MeTojia npu Oepe-
MEHHOCTH, HET, HO TIpUMEHEHHe YJIBTPa3By-
KOBBIX MCCJEIOBAHWH NMPUBOINT K 3HAYM-
TEJIEHOMY CHWIKEHHIO YacTOThl MHIYIIMPO-
BaHHBIX ponos» [10].

C mocnegHUM YTBEpXIeHUEM TpeMs TO-
JAMH TT03XKe COITACIINCE IIBEACKHE CIIe1-
amicTsl [11], KoTophle B XoJle COOCTBEHHBIX
PAHIOMHU3HUPOBAHHBIX HCCIIE/IOBAHUI cie)ia-
JIU BBIBOJI O TOM, YTO AaXe OJHOKPATHOE
CKPUHWHIOBOE YIBTPAa3BYKOBOE HCCIIEN0BA-
HHe, MpoBeeHHOe B 15 Hel, Mo3BosgeT CHH-
3UTh YaCcTOTY MHAYLMPOBAHHEBIX POIOB IMPHU
MepeHoIIeHHOM OepeMEHHOCTH, YTO 00BIC-
HieTCS pealbHOM BO3MOXHOCTBI 3X0rpa-
(1M YTOUHATH CPOK Oe peMeHHOCTH.
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B Haueil ctpaHe riepBoe McclieIOBAHUE,
MOCBALLEHHOE YJIETPa3BYKOBOMY CKPHHUHTY,
6b110 mipoBeeHo B 1987 r. B Kanyre mokTto-
pom BJ1. ly6onazoseiM | 12]. [TpeaMeTom ero
M3Y4YeHMs CTaI, HA Halll B3, 6osee BaxK-
HBIA, YeM UHIYUHPOBAHHBIE POJIBI, MOKA3a-
TeJIb — MepUHATANIBHEIE IToTepH. MccrnenoBa-
HHe TPOAEMOHCTPHPOBAIO, YTO CKPUHUHTO-
BBIH (TO ecTb 0e3BBIOOPOYHBIIT) ITOAXOA K YIIb-
TPAa3BYKOBBIM HMCCHIEeIOBAHUAM BO BpeM4
OepeMEHHOCTH MPUBOANT K CHUKEHUIO Te-
pHHATAIBHOI cMepTHOCTH Ha 4,19%0. AHa-
JIOTUYHBIE Pe3yNbTATH OBIJIM TMONYyYeHBl B
1990 1. B XenscHHKH A. Saari-Kamppainen n
coagt. | 13], KOTopEIe MPOBOINIH VIIBTPa3By-
KOBO€ MCCHEIOBAHKNE OTHOKpATHO B 16—20
Heq 6epeMeHHOCTH B IBYX pesKMMAax: CKpH-
HWHTOBOM M CeJIEKTUBHOM. [1pu cpaBHeHWM
JBYX I'PYIIT BBISACHUIOCH, UYTO MOKA3aTenH!
NepHUHATAIBHON CMEPTHOCTH JOCTOBEPHO
HIDKEe B CKPUHWHTOBO# rpymre (4,2%e) mo
CpaBHEHUWIO C TPYIIION CeIeKTUBHOrO 00ce-
noBaHus (8,4%¢) (p < 0,05). ABTOpbl 0OBSIC-
HHIIM CHUZKEHME YacTOThl TepUHATANBHOMN
CMePTHOCTH IMPU CKPUHHUHTOBBIX UCCIIEI0BA-
HHUIX YBeJTHUeHHEeM KOUUYeCTBA MpephiBa-
HUi1 OepeMeHHOCTH IO MeJMIIMHCKHAM ITOKA -
3aHUAM B Clydasgx paHHel JHarHOCTHUKH
BPOXJIeHHBIX ITOpoKoB pazputug (BITP).

B 11en10M 1onoXXuTeNIbHbIE pe3yTbTATh] €B-
POTeNcKNX Mccie/IoBaHMil He OBLLTA TTOATBep-

KIAEHBI pe3yabTaTaMi aMepUKaHCKHX padoT
B 3710 obacT. [1pM rpoBe IeHUH CKPUHWH-
ra aMepuKaHCKHe aBTOPbI He TIOMYYMIIN A0C-
TOBEPHOTO CHIDKeHHsI YACTOTHI HeOnaronpu-
STHBIX TTepHUHATAIBHBIX MCXOI0B, a TaKXe
MHIVLIMPOBAHHBIX POJOB IPH IepeHOIIeH-
HOU OepeMeHHOCTH. CrlielyeT OTMETHTD, YTO
B aMepPUKAHCKOM MCCIIe[IOBAHUM TIPUHMMA-
JIA y4acTHe CTIeLHATUCTH CPeiHero 3BeHa,
paboTtarilre Ha | ypoBHe oOcliefoBaHK,
MMEIOLIME CPeHIOn KBATMDUKALMIO U He
MpOLIEAIIHe CTIeL[HATU3NPOBAHHON MOATO-
TOBKH TIO TIPEHATATBHOM YIbTPa3ByKOBOI
JauarHoctuke [14].

Hawnbonee MoJHEI aHATM3 BCeX OIMyOmi-
KOBAHHBIX paHIOMHU3MPOBAHHBIX UCCIIENOBA-
Huii 80-x rogoB Obi1 mpoBeaeH H. Bucher n
J. Schmidt [15] B 1993 1., 1 ero pe3yJIbTaThl
o1TyONMMKOBaHEl B BpUTAHCKOM MeIMIIMHCKOM
KypHae. borateiit hakTHUecKiA MaTepyan u
€TO JeTambHasl OlieHKA TTO3BOIAIN aBTOpaMm
clieNnaTh MPUHIWIHMATEHO BaXKHBIE TS TIpaK-
TUYECKOTO 3/IpaBOOXPAHEHUS BBIBO/IBI: CKPH-
HHUHTIOBOE VABTPA3BYKOBOE MCCIIeloBaHKe He
[PUBOAUT K YIIYULLIEHHIO MCX0I0B GepemMeH-
HOCTeil B IOHOILIIEHHOM CPOKE, HO SIBIISTETCS
os¢ppekTMBHEIM MeTogoM BeIsBIeHHsS BIIP y
moga. CTex1iop cBoeBpeMeHHAA IMArHOCTH-
Ka BPOXJIEHHBIX MOPOKOB CTAJIa OCHOBHBIM
KpuTepreM 3(ppeKTUBHOCTH YIBTPA3BYKOBO-
ro CKpUHWHTA TIpH GepeMeHHOCTH.

IMTPABUJIA OPTAHU3ALIMU CKPUHUWHI'OBBIX
NMPEHATAJIBHBIX VJIBTPA3BYKOBBIX UCCJIEJIOBAHUM

B ripenbliyIimx riaaBax Mbel yke paccMmar-
pUBATH TIPABIJIA OpPraHW3allii CKPUHWHTO-
BBIX MCCIIeIOBAHII 1 YTIOMITHAIIA O TOM, UTO
B IMpeHATAIBHON JUATHOCTHUKE B HEKOTOPBIX
CIyYasgX CKpUHUHIOBBIE M IMAarHOCTHUYECKME
MeTOJIbI MepeceKaroTesi. OUeBUIHO, YTO CT10-
MOITBIO CAMOTO TIOTTYJISIPHOTO UCCITeIOBAHUS
— sxorpadum, — npu obcnefoBaHuK Oepe-
MEHHBIX B PeXHMe «[TpOoCerBaHUA» (TO eCTh
TNpPH MAacCOBBIX MM 0e3BBIOOPOYHBIX HCCTle-
JIOBAHUSIX) MOXHO KaK JUATHOCTUPOBATH
BITP y topa, Tak ¥ ¢hopMUpPOBATE TPYIIITY

pucka. Takum o6pa3oM, yJIbTPa3BYKOBEIE
HCCTIeIOBAHUS TIOMOTAIOT BPauyy BBITTOTHSTh
JIBe BaKHble 3agaun. Bo-TiepBBIX, MTPH BLISIB-
JIEHWH MOPOKOB pasBUTHA — HAMETUTH JalTb-
HeMIIYIO TAKTUKY BefleHUs OepeMeHHOCTH.
Bo-BTOpEIX, ITpH 00HAPYXKEeHWU OIlpeelieH-
HBIX 3XorpadHuecKix OTKJIOHeHUi — cop-
MHPOBATh Cpeiu MALMeHTOK TPYIITY pHcKa
[0 POXKIECHUIO JIeTel ¢ BPOXIEHHOM M Ha-
crneacTBeHHOM ttatonorueit (BH3) ¢ nesnsio
pactuIipeHus JalbHellero peHaTaJIbHoro
obcnemoBaHust A YTOUHEHWS TUATHO3A.
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Puc. 3.1. IporeHT oxpata GepeMeHHBIX HX0TpadITecKIMH HCCNISTOBAHASIME H CPEHHI NOKA3aTeb IyBCTBHTE h-
HOCTH YIIFTPASBYKOBOTO CKPHHHHTA TI0 BRiipsieHnio BITP (ranibie poccHiicKoro MyIBTHIIEHTPOBOTO MCCIGHOBA-

Hust, 2000 r.).

OCHOBHO€ TPaBUJIO CKPUHMHTA — Opra-
HU3ALM MACCOBBIX MccllefoBaHMid. OQHAKO
OOINBIIOI MpOLIEHT oXBaTa (He MeHee 85%)
CKPUHUPYEMOU TPYMIIEI (B AAHHOM CIydae
OepeMeHHBIX) KOHKPETHEIM HMCCITe IOBAHIEM
(axorpaduyecKrM) He 03HAYaeT aDCOMOTHO-
ro ycriexa (puc. 3.1).

Hanpumep, mo 1aHHBIM pOCCHIICKOTO
MYJIBTHLIEHTpoBOro HccnepoBanus (PM L),
nposeneHHoro B 2000 r. rmo pesynsrataM opra-
HH3AIIHKM YIBTPAa3sBYKOBOIO CKPUHHMHTA B 29
perroHax Poccyi, TOMBEKO B 3 M3 HUX OJHO-
KpaTHOe YIETPa3ByKOBOE UCCIIeIoBaHMe ObLTOo
NpoBefieHO MeHee deM y 85% GepeMeHHBIX,
BCTABIIMX HA yueT. CreftyeT OTMeTHUTb, YTO B
TIOCTIETYIONI e TP rofia 1 B 3TUX PerMoHAaX
OBIJI JOCTUTHYT 3aBeTHHIN pybexk. OgHaKo
cpenHMH rmokasaressb BeisasieHrs BITP B 3ToM
HCCeNOBAHWH, TTOIVTEXALHX JTOPOAOBOM I~
ArHOCTHKeE, He IpeBhICKI 55%, To ecTh 45 BITP
U3 Kaxapix 100 ObLIM IIpOITyIeHbI.

OueBUIHO, YTO ITOHATHE «MACCOBBII OX-
BaT MCCIeOBAHMEM» He SIBJISETCH TOXIE-
CTBOM [MOHATHA «KauyeCTBO MCCIEIOBAHMS»,
MO3TOMY [IPUIILIO BpeMsI PACCMOTPETh BOTI-
pocC O pearTbHOM BKIAIE CKPUHUHTOBBIX YITb-
TPa3BYKOBBIX MCCIIEIOBAHII TIpH OepeMeH-
HocTh B 60pp0y ¢ BH3 1 0 nmpasuiax opra-
HU3ALMN 5X0rpadhUuecKoro CKpUHHHIA.

B TeyeHue oueHb JONTOro BpeMeHH MbI I10
KPYITHLAM COOMPAITH Pe3yIbTATHI OTACTBHBIX
nyOMMKaNMii, BEIXOASIIMX B pa3HBIX CTPaHAX
M TIOCBSIIEHHBIX 3TOI TeMe, YToObI B KOHIIE
KOHILIOB MOITBITATHCSH MPEeACTABUTE SNMHYIO
KapTHHY, OLIEHUTh peaJibHble BO3ZMOXHOCTH
CKPHHMHTA U MPOAHAIM3HPOBATL HAUOONee
TUITAYHbBIE OIITMOKH B €r0 OpraHM3aliiH (Tab-
Jmua 3.1).

CambIii e pBbIi M cCAMbIHA OYE€BUIHBII BbI-
BOJI, KOTOPBI MOXHO ClIeNIaTh, ITISIS HA UTO-
TOBYIO CTPOYKY TAOUIIBI, — CPEJTHSIST YACTO-
Ta BITP cpean Bcex mioaoB, oOcneqoBaHHBIX
€ TIOMONIBIO 3Xorpaduu, He npeBbllnaeT 2%.
Apyrumu cnoBamu, U3 100 6epeMeHHBIX
JIALIIB Y 2 MBI MOXKEM OXW/IATh BBISIBIIEHHE TeX
WA UHBIX TIOPOKOB pa3sBUTHS TUTofa. YeM xe
OOBSCHSIOTCS TAKKE CYLIECTBEHHBIE OTIIMYHS
Bnokazatesix (o1 0,5 no 3,2%), noayyeHHbIX
BXOJIe MCCNeAOBAHMI pa3HbIX IHArHOCTHYEC-
KHX LEHTpOB?

CaMBIi1 TTPOCTO# OTBET, KOTOPHIi HAMpa-
LMBaeTcsd caMm coOoil: MccieIoBaHKA MpoBe-
JIEHBI B pa3HbIX CTpaHaX ¢ pa3HOM BKOJIOTH-
4ecKoit 00CTAaHOBKO# M YPOBHEM KH3HH Ha-
CeJNieHMsI U, COOTBETCTBEHHO, PA3HBIM <«3/10-
pPOBBEM HALlMM», Mo3TOoMY 4vactota BIITP
omyaercs. OIHAKO 3TO MpeIioNioXeH e He
BBIIEPXUBAET KPUTUKU, TAK KaK B JTAHHOM

A4



VABTPABBYKOBOH CKPHHHUHT

Tabnuua 3.1. YyBCTBUTENBHOCTE CKPWHKMHIOBOIO YNLTPasBYKOBOIO MCCNeAoBaHus B NPeHaTansHON OMarHocTy-
ke BINP, no paHHeIM nuTeparypkl B XPOHONOMMYEcKoM nopsigke (MoauguumpoBaHHbie faHHee [16])

ABTOpHI lNogwl n Yactota  YyecTBWM- CTaHpaptu-
npoeeneHns BIP, %  TenbHoCTb, 30BaHHas
% YyYBCTBU-
TenbHOCTL,
%
H. Rosendahl, S. Kivinen, 1980-1988 9012 1,0 58,1 30,0
1989 (PuHnaHaus) [17]
V. Brocks, J. Bang, 1991 (Oanwa) [18] 19841989 14 297 0,5 79,7 20,6
S. Levi 1 coasT., 1991 (Benbrusi) [19] 1984-1989 15 868 2.4 40.4 48,5
G. Macquart-Moulin 1 coasr., 1985-1987 21 061 0,9 75,0 34,9
1989 (dpaHuma) [20]
D. Baronciani u coagsr., 1986-1990 169 157 2,0 28,5 29,1
19956 (Mramnmsa) [21]
R. Ashe 1 coaBT., 1996 (Mpnanovs) [22] 1987-1989 6969 1,0 375 19,4
S. Eik-Nes v coasT., 1987-1990 10317 2,5 44,0 55,0
1992 (Hopeerwa) [23]
B. Ewigman v coasT., 1993 (CLLIA) [24] 1987-1991 7685 2.4 35,7 42,9
B.J. Oy6onazos, 1990 (Poccws) [12] 1987-1988 4304 2,2 66,7 73,4
S. Chambers v coager., 1988-1991 19 497 1,2 515 31,0
1995 (BenvkoGpwranna) [25]
C. Luck, 1992 (Benuko6putaHus) [26] 1988-1991 8523 0,9 65,3 28,7
Z. Papp v coaet., 1995 (BeHrpus) [27] 1988-1990 51675 1,56 36,4 27,7
R. Achiron, O. Tadmor, 1989 800 1,8 57,1 50,0
1991 (Mapaune) [28]
L. Chitty 1 coagr., 1989-1990 8342 1,5 74,4 55,7
1991 (BenvkoBpuranua) [29]
I. Shirley v coaert., 1992 1989-1990 6183 1.4 62,1 43,7
(BenukoOpuTtanus) [30]
C. Stoll u coaet., 1995 (PpaHums) [31] 1989-1992 56 453 2,4 37,8 46,1
E. Zimmer v coaer., 1997 (Mapaunk) [32] 1989 4779 2,3 53,9 61,9
G. Bernaschek v coagr., 1990-1991 25 587 1,3 50,0 32,5
1994 (Aectpus) [33]
S. Levi v coait., 1995 (Benbrung) [34] 1990-1992 9601 2,4 51,1 62,5
Eurofetus (My/bTULIEHTROBOE €BpOrNed- 1990-1993 170 800 22 64,1 69,2
ckoe nccnepoeaHe), 1999 [35]
K. Lee u coaprt., 1998 (Kopes) [36] 1990-1994 3004 0,8 34,8 13,3
A. Queisser-Luft v coaer., 1990-1994 20248 1.6 303 24.2
1998 (I'epmanng) [37]
T. Gillerot, 1995 (Benbrua) [38] 1991-1995 41 074 3,2 23,6 37,8
P. Boyd u coagr., 1991-1996 33375 2,2 54,6 59,3
1998 (BennkobpuraHuns) [39]
G. D'Ottavio 1 coager., 1991-1996 3514 1,5 80.8 59,8
1997 (Uranus) [40]
N. Anderson v coagr., 1992-1993 7880 1.8 58,3 53,3
1995 (Hoeaa 3enaHpys) [41]
E. Zimmer v coaer., 1997 (Mapaunk) [32] 1993 4883 2,2 79,6 87,5
O. Behrens u coasr., 1994-1996 11172 2,5 455 55,9
1999 (Fepmanna) [42]
K. Eurenius v coapT., 1996-1997 8345 1,7 221 19,2
1999 (LLIeeLwn) [43]
T. Stefos u coasrt., 1999 (Mpeuws) [44] 19961997 7236 2,2 80,2 89,8
Beero 761 641 2,0 451 45,0
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clyyae TIpUXOOUTCH CPABHHBATE CTPaHbI
ONMU3KKE IO YPOBHIO KM3HU, Harpumep, Jla-
Huio UM benbruio [18, 38]. CnepoBaTensHo,
MPUIMHBI OTIIMUMIA B TIOKAa3aTessix 6oJiee riry-
OOKM M JIeXaT He B COLIMAJIBHO-3KOHOMUYEC-
KOW TJIOCKOCTH, & B MEIMLIMHCKOM M OpraHu-
3anHoHHOoM. KakoBbl 3Ke oHH?

OueBUIHO, YTO MaKCHMaJIbHOE KOJIde-
ctBo BIIP B yclioBMSIX CKPUHWHTA AOJDKHO
OBITb BEISBJIEHO B TOU KJIMHWKE, IJie YPOBEHb
obGcnegoBaHuA U KBaTU(MUKALMS Bpadeil
BBIIIIE, & YILTPA3BYKOBOE 0O0OpyI0BaHIE OT-
BeuaeT TpeOOBAHMSIM CETOMHSIITHETO THS.
OfHAKO NMPU AHAIU3E Pe3YITETATOB CKPUHHUH-
TOBBIX MCCIEIOBAHHIA ClIENYeT MOMHWUTB, UTO
«DOJTBIIIE» HE O3HAYAET «Tyullie». [ [pu Ge3BbI-
OopouHoM HcceoBaHid (TO eCTh B OTCYT-
CTBHH ¥ GONBIIMHCTBA MATIMEHTOK (PaKTOPOB
pucka 1o BH3) yacToTa BEISIBIEHHBIX ITOPO-
KOB He MoXeT rnpeBbiath 20—25/1000 (mm
2,0-2,5%), MoCcCKONBKY B OCHOBHOM TIPHPO-
Jla fapyeT 4yelloBeKY 3MOpOBBIX JIeTeii 1 Jac-
Tota BH3, Kak yXe yKasblBAIOCH B MpeJibl-
JIYLIMX TJ1aBaX, HeBeJIUKA.

CyuiecTBeHHOe YBeJIMUeHUe 3TOro rnokKa-
3aTels, B IIEPBYIO OUepeib, CBUAETETLCTRYET
OTOM, YTO B JAHHOM AHATHOCTHYECKOM LI€H-
Tpe MPOBOJATCH He CKPHHHUHTOBEIE (Oe3BbI-
OopouHble), a celleKTUBHbIE UCCIEN0BAHUY
(To ecThb HcceoBaHUS TIAIIMEHTOK, OTHOCSI-
LIMXC K rpymnmne pucka mo BH3, B koTopoii
yactora BerpedyaeMocty BITP cylectBeHHO
BBILLE, YeM B CKPMHHMHIOBOI). AHATU3UPYH
coOcTBeHHBIE JaHHbIe, MBI yOeIMIHCh B 3HA-
YUTEJIbHOU pasHUIle TToKasaTeliell B CKpH-
HHHTOBOM M CeJIeKTHBHOM moTokax. YacTo-
Ta BIIP npu obcnenoBaHum OepeMeHHBIX,
OTHOCSIITUXCA K CKPUHUHTOBOM Tpyririe, B
TeueHHe MOCNeAHUX 5 JIeT BapbHpOBaia B
npenenax 1,2—1,7%, a B CeJIeKTUBHOI TpyTI-
ne — 2,3-3,3%.

E1ue ogHol npyYvHOMN yBeIMUeHH Yac-
ToTHI BBIsIBIsIeMocTd BITP mpu ckpuHMHTO-
BOM YJIETPa3BYKOBOM 00CTIeTOBAHWH SIBIISIET-
C$1 TIOCTAHOBKA JIOXKHOTTONIOXKHUTETBHBIX Iar-
HO30B, He MOATBePKAeHHbIX T10C)e poXkKie-
Hud. PasroBop 00 yueTe BBIABICHHOI TIpU
3X0orpauu MATOJIOTUH BITEPE/TH, OTHAKO YXKe
ceiuac XxoTenock Obl OTMETUTE BAXHOCTD CO-

OGmofeHNA TPABMJ OLIEHKH AaHATOMHYECKUX
CTPYKTYP IJIOAA M METOIMYECKUX OCHOB YJIb-
Tpa3BYKOBOTO MCCiefoBaHsI, Hecobmone-
HHe KOTOPBIX TIPUBOJIUT K HeIlpaBUIbHOMY
JIMarHo3y W HepelKo K HeoOGoCHOBAHHBIM
TPEPBIBAHUAM OepeMEHHOCTH MO MEAMLIMH-
CKWM TTOKA3aHUAM.

CHHXeHHe YacTOTH BCTpedaeMOCTH
BITP nopa menee 20/1000 B rpyrmne mamy-
€HTOK, 00CIIe/IOBAHHBIX B peXKMe CKPUHMH-
ra, MOXeT CBHJIETENIbCTBOBATH O HEBBICOKOM
KauyecTBe YJILTPAa3BYKOBOI MHATHOCTHKM U
3HAYWTENTBHOM KOJIMUeCTBE MPOMYIIeHHBIX
BITP.

He MeHee BaXKHBIM IokasatesieM s gek-
TUBHOCTH YJIETPA3BYKOBOTO CKPUHWHTA $IB-
JISIeTCsI €T0 UYBCTBUTEIBHOCTD, TO €CTh JIOJS
BBISIB/IEHHBIX B JoponoBoM nepuone BITP B
obueit crpykType BITP y 110108 1 HOBOPOX-
JIeHHBIX. COorimacHo onyoJMKOBAHHBIM pe-
3yIbTaTaM, YyBCTBUTENILHOCTE 3XoTpaduil B
npeHaTanbHOI quarHoctke BITP B 80—90-
e IT. BapeupoBana ot 22,1 no 80,8%. Hpyru-
MM CJIOBAMH, B OAHUX KJIMHWKAX CIeLMaIu-
CTaM YJIBTPa3BYKOBOIM JUArHOCTUKU yaBa-
JI0CH BBISIBUTE He Gonee 1/5 Bcex BIIP, B ipy-
THX — gonsg guarHocTHpoBaHHBEIX BITP
npesbiiana 4/5. QUeBUIHO, YTO ITOCHeHHIA
rokKasareJib 3Ha4uTesIbHO Jiyuine. OgHaKko,
YYBCTBUTEJILHOCTh 5X0rpaduii — TOHSITHE
O4eHb KOBapHOeE.

Bo mHOrux patorax, coob1aonmx o Bel-
cokoi (bosiee 70%) YyBCTBUTENIBHOCTH YJTb-
TPa3BYKOBOTO CKpUHHUHTA, YacToTa BI1P, BbI-
SIBTIEHHBIX Cpe/Iv BceX 00CmeT0BaHHBIX TI0-
JIOB, ObIITa caMoi HU3KO# (oKoro 1%) | 18, 20,
40]. Kak oOBSICHUTE TAKOe HECOOTBETCTBHE?
[ToueMy OMHOBPEMEHHO TMOKA3ATENN CBUIE-
TENBECTBOBAII O BEJTMKOJIETTHOI paboTe K-
HUKHY (BBIsIBIeHO 70 M3 Kaxasix 100 BITP!) u
0 SIBHO HEIOCTATOYHOM KavyecTBe JHATHOCTH-
KM (yactoTa BeTpevaeMocTd BITP B obiem
MOTOKe OOCIeIOBAHHEIX TLIOAOB B 2—3 pasa
Hioke oxugaemoii!)? Jleno B ToMm, 4TO KOp-
peKTHas OlLIeHKA YyBCTBUTEBHOCTH CKpH-
HUHTA TOJIpasyMeBaeT OuYeHb TIATeIbHbII
cOop pe3yIbTATOB «00PATHOM CBA3H», TO €CTh
CBEeOeHUN 00 Hcxomax OepeMEHHOCTEI ¥ BCEX
ManueHTOoK, TMPOIIeAITnX 5Xorpaduieckoe
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HccreoBaHue B KOHKPEeTHOM LieHTpe. B ToM
clyYae, Korjaa HvHGOpMalMK TaKOoro poja He
CYHIECTBYET W/IH OHA MMeeTCsl B HeTTOMTHOM
obbemMe, MoKazaTelib YYBCTBUTENHLHOCTH
CKPHHMHTA Pe3KO TTOBBIIIIAETCS 33 CHeT OT-
CYTCTBHA CBelleHHI o rponyieHHbx BITP u,
COOTBETCTBEHHO, YMEHbIIIEHH OOIIEero Ymc-
na BITP.

C uenbio 00BeKTUBH3ALMM TAHHBIX O UyB-
CTBUTEJIBHOCTU Y/IBTPa3BYKOBOI'O CKPUHUHTA
npeacTapieHHble B Tabmie 3.1 rmokasaresn
OBLTM TIpUBEJIEHBI K «00IIeMy 3HAMEHATETIO»
M BBEJIEHO TMOHSTHE «CTAHIAPTU30BAHHOMN
YYBCTBUTEIILHOCTH», KOTOpOE ToJpa3yMeBa-
eT TiepepacyueT MokKasatesd YyBCTBUTEIEHOC-
TH TIPU YCITOBUM, UTO YyacToTa BITP 11ipu cKpu-
HUHTOBOM YJBTPA3BYKOBOM MCCTIEIOBAHNH B
cpeiHeM cocTaniseT 2%. JIpyriMu ciioBaMu,
CTAHJAPTH30BAHHAA YYBCTBUTEJILHOCTE JIaeT
OTBET Ha cheayIomuii Borpoc: «Kakopa 6bL1a
OBl YYBCTBUTETEHOCTH CKPUHHUHTA B KOHKPET-
HOM KJIMHUKE, eCITH OBl € CIIe[MaIucTaM yaa-
Jiock BBIABUTE He 0,5—1,5% BIIP, kaxk 3aa8-
JIeHO, a 2%?»

CTaHIapTU30BaHHbIE MOKA3aTeJU Mo~
3BOJIMIIH 60J1ee 00BEKTUBHO CPAaBHUTH pabo-
TY pPasiHYHBIX JHATHOCTHUECKHX LIEHTPOB.
OKaszanock, YTO 9TH MOKA3aTe I BAPEUPYIOT
B ellle OoJiee MMPOKUX Tpeesiax — ot 13,3

Jio 89,8% (36, 44]. B yeM npHUYMHA TAKHUX
paznmauuii?

Ilo HalmeMy MHCHHIO, MOXKHO BBLIICITHUTH
HEeCKOIIBKO (l)aK’ID]_JOB, BITHAKOINHX HA Ka4de-
CTBO VJIbTPa3BYKOBOIC CKpHMHHMHIA M TOY-
HOCTH JUarHosa. OHaKo aHaIu3 3THX (ak-
TOPOB HaM OBl XOTeJIOCh TMpeIBAPUTH JEMOH-
ctpaumeii pesynbtatoB PMIIW, mockonbky
OILIMOKH H TIPOCYETHI B OpTaHM3allMKd CKpH-
HUHTa — 3aKOHOMepHOe sIB/IeHI e, XapaKTep-
HOE Kak JUIA 3apy0eKHON ciyKObl MpeHa-
TaJBHOM JMATHOCTUKH, TAK W I POCCHIIC-
KHX CIICITHA/THUCTOB.

B PMLIM npuHaIM yyacTHe MpeHATAIb-
HbIE LIEHTPRI M3 29 peTHOHOB, OMTHAKO, B aHa-
T3 3G eKTUBHOCTH YNIBTPA3BYKOBOI O CKPH-
HUHTA OBLIM BKJTIOYeHEI JaHHBe 17 KIMHHK,
MpeI0CTaBUBLLIMX TTOJHBIE CBeIeHHs Ha BCe
BOITPOCHI CIEI{UAJIbHOI aHKeThl (Tabn. 3.2).
Yacrora Beiganinend BITP B cpegHeM cocta-
puna 20,4/1000, 4To cOOTBETCTBOBATO MOTY-
JUIITHOHHBIM TAHHBIM, HO pa3JIMHYMHA 3TOIO
nokasaress ObIIH HeEBepOATHBIMU: oT 2,2 (1)
Jio 34,5 (1)/1000 (0,22—3,45%).

He mMeHee vHTepeCHBIMU U IEMOHCTPA-
TUBHBIMM OKa3aJiCh JaHHEIE TI0 YYBCTBU-
TEeJILHOCTH VJIBTPAa3BYKOBOIO CKpPMHWHTA B
pasMYHBIX KJIMHHUKaX Pocclu. BTH MmokKa-
3aTeJIi BapbUpoBaly B ripejienax 20—97%.

Tabnuua 3.2. [laHHble pOCCHIACKOro MyNETULIEHTPOBOro uccnenosadus (2000 r.)

Pervon n Yactora BINP YyBCTBUTENBLHOCTL
Ha 1000 nnopos CKpWHWHIa, %
Apneiren 3996 19,0 55
AcTpaxaHb 4082 34,5 74
BalukopTtocTtan 38700 21,9 20
Benropop, 5667 17,1 78
Braoymup 1331 68,4 84
WpkyTCK 5250 27,6 a7
KagzaHb 8810 12,8 35
Kemepoeckas oGnacts 22 294 20,8 20
Kupoe Qg7 16,0 60
Howkap-Ona 4378 17,4 85
OmMck 16 902 2,2 92
OpeHGyprckas oGnacte 14 031 20,5 58
MNeTtpozaBoack 3025 27,1 62
PoctoB-Ha-[loHy 14 962 8,1 39
Camapa 36 187 2,6 63
Tomck 20 677 4.3 69
Yebokcaphl 1741 25,8 78
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Tak Xe, KaK W MpH MOJABEACHUH UTOTOB
MHOTOJIETHUX €BpONeicKHUX McclegoBa-
HHil, 0Ka3a10ch, YTO MAKCHUMAJIBHO BBICO-
KOMY YPOBHIO UYBCTBHUTEJIBHOCTH CKPU-
HMHTA, KaK TIpaBHJIO, COOTBETCTBOBAIM
HHU3KHe YpoBHH BcTpeuaemoctu BITP, uto
CBUIETEILCTBOBAJIO O IMOTPeIHOCTAX B COO-
pe «0OpaTHOI CBSI3H».

Crienyet noguepKHYTh, 4To MTori PMLIU
Ob11 ronBeneHsl B 2000 r., a vccenegoBaHue
OXBaTRIBAJTO Mepyo padoThi ¢ 1 sHBapd o 31
nekabpst 1998 r. [Nlocnennie 3 roga xapakre-
PH3YIOTCSI TIOJIOXKUTETBHBIMH TeHISHITASIMH B
PAa3BUTHM IMpeHATATHHOM IMArHOCTUKHU B Poc-
CHM, TIOSTOMY TTOKA3aTe T OOJTBILIMHCTBA LIEH-
TPOB, MPUHUMABIIKX yuacTe B PMLIU, cy-
LIECTBEHHO YYULIIKCh. TeM He MeHee, TIpH-
BeZieHHBIEe JaHHbIe OKAa 37T HEOLIEHUMY!O T10-
MOITITH IPU aHATK 3¢ (haKTOPOB, BIMUAIOLINX HA
3¢hdeKTUBHOCTD YIIBTPa3sByKOBOIO CKPUHWH-
ra rnpu OepeMeHHOCTH.

KakoBel 511 (pakTOpbI?

Ilo HalieMy MHEHWIO, TIPUCTYTIAas K opra-
HU3ALMH YJIETPa3BYKOBOI0 CKPUHHMHTA B pe-

THOHE, CIENYeT YUUTBIBATE MHOTOUMCIIEHHEIE
0BCTOATENBCTBA, BIMAIONIME HA KAYeCTBO
UTOTOBBIX MoKa3aTeseii. [ TaBHBIMM U3 HUX
SIBIISTFOTCS:

1) xBamuduKalMs Bpavdeil yIbTpa3sBYyKoO-
BOM TMArHOCTHKH;

2) CPOKH IMpOBedeHUs U KOJIMYECTBO HC-
CJIEIOBAHMWIA;

3) MecTo MpoOBeeHUs HCCIIeTOBAHMIA
(meueOHoe yupexaenue 1 i 11 ypoBHS);

4) OUArHOCTUYECKUE BOZMOXHOCTH Yilb-
Tpa3ByKOBOT0 000pYIOBAHMS;

5) HaIMuMe egMHOrO MPOTOKONA YIbTpa-
3BYKOBOT'O MICCIIEIOBAHU;

6) eNMHBIN yueT BPOXKICHHOW U Hacle-
CTBEHHOM MATOJNIOTMH (HATMYMe HAIIMOHAIh-
HOTO perycTpa BpoXAeHHBIX U HACECTReH-
HBIX 3a00J1eBaHMIN);

7) KauecTBO BepU(PHUKAIIUHN YIIBTPA3BYKO-
BOI0 IMArHO3a (BO3MOXHOCTH MATONIOr0aAHA-
TOMUUECKO# CITyXKOBI peroHa);

8) kauecTBO M 00BEM ODCIeOBaAHUS e~
Tel B HEOHATATBHOM TepUOIe M ITPOAOIIKI -
TeJIBHOCTh HAOMONeHWA.

KBAJTUDOUKAILIUSA BPAYUEM VJIBTPABBYVKOBOM
JTUATHOCTUKUA

Kpamudukaims Bpadeii yIbTpa3zByKOBOM
JMArHOCTHUKM — BaXHeHLIH (pakTop, HErnoc-
PEICTBEHHO BIMAIOLIMI HA TOYHOCTH U CBO-
E€BPEMEHHOCTD 3X0TrpadMuecKoro JUarHosa.
K coxanenuio, B Poccui 1o cHX mop OTcyT-
CTBYET CUCTEMA eTMHOI MOATOTOBKH CTICI{H-
ATACTOB Y/IbTPA3BYKOBOM MPEeHATAIBH O JIU-
arHocTuKK. Crienaiu3upoBaHHble Kade-
pbl — OoNbIIAs PeAKOCTD, TIO3TOMY TTOAABIS-
1o111ee GONBIIMHCTBO Bpaueil yIbTpa3ByKOBOk
JUATHOCTUKH, TMPOBOMAILIMX CKPUHHHIOBBIC
HCCIEIOBAHHA, TTOJTYYMIIM CBOE 00pasoBaHue
Ha pabounx MecTax.

CrniegyeT HOMHUTB, YTO 3Xorpadusi U TeM
Oonee mMpeHaTaNbHAas YIBTPa3ByKOBas JIUAr-
HOCTHKA — 3T0 caMocToATeNbHas obnacTh
MeIUUMHEBL. C OXHOM CTOPOHBI, aKYyILIep-TH-
HEKOJIOT, B3SBIIHII B pYKH YIIBTPA3BYKOBOIA
JATYMK, a priori He SIBIIeTCS CTIeLHMAMCTOM

B 001aCTH MpeHAaTAIbHOM AMArHOCTHKM. OH
HYXKIAaeTcs B JUIMTEJIEHOM M, TJIaBHOE, B CIle-
LHATM3MPOBAaHHOU roaroToBKe. C aIpyroit
CTOPOHBI, IO HAlleMy IImyboKoMy yoexe-
HHIO, CEPBE3HBIX YCIIEXOB B IMPeHATAIBHOM
00macTh MOXeT AOCTHYb TOJTBKO Bpay, XOpo-
110 pa3OMparoLIMiics B aKyllIepcTBe M OCBO-
MBLIMI YIBTPa3sBYKOBYIO JHATHOCTUKY B Ka-
YeCcTBe BTOPOIT CIIeIMaIbHOCTH.
OTcyTCTBHE €IUHOI IITKOJIBI TPEeHATATb-
HOI JTMATHOCTHUKU TIPUBOIHT K pasHOIIacH-
AM B TPAKTOBKE [MOJIyYeHHBIX YJIBTPA3BYKO-
BBIX JJAHHEIX JAXe Y OAHOM U TOI e TaLu-
€HTKH. BTO MarybHoO BIMSET HA TOUYHOCTDh U
0OBeKTHBHOCTD JIMAarHo3a M, COOTBETCTBEH-
HO, Ha TAKTUKY BelleHWs OepeMeHHOCTH, a
IJIABHOE — Ha TCUXOJIOTHYECKOe COCTOAHKE
GepemeHHOI. OTCYTCTBHE eIMHBIX KPUTepH-
€BB OlIeHKe MHOTHUX BHYTPHUYTPOOHBIX COCTO-
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SHUIH, cyOBeKTHBHAA U OUYeHb BOJIEHAS TPaK-
TOBKA 3XorpahMuecKMx rapameTpoB, Heco0-
JMOIeHHe MeTOTUKH 00CIIeIoBaHNS ABIIAIOT-
Csl OCHOBHBIMH ITpHYHMHAMHK IMOCTAHOBKH
JIOKHBIX JHATHO30B, KOTOPBIC HEPEOKO BlIe-
KyT 3a c000i1 abCOMOTHO HEOTpaBIaAHHOE W
HeapdeKTHBHOE JieueHUe, He0DOCHOBAHHbIE
TOCTIMTANN3alli, 4 HHOI'a 1 olHboYHOe
TIpEepBIBAHKE ﬁepeMeHHOCTH Mo MEeOHUIHHC-
KHAM TTOKA3aHHAM.

ITo naHHbeIM paboTHI HALLETO LIEHTPA 34
niocyiegHye 2 roaa, a0 80% (sic!) mpeHaTanib-
HEBIX THATHO30B, ITOCTABICHHBIX CTICTTHATHC-
TAMM TEPBOTO YPOBHA, SBIAIOTCH JIOKHOIO-
JIOXKUTEITBHBIMH. OTH LIHQPEI ABIAIOTCH a0-
COJMIOTHO OOBEKTUBHBIMU, TTOCKOJIBKY TTOM-
TBepPKIeHbI JAHHBIMH «00paTHOIM cBsI3r». M3
octapuxcsi 20% B 6% mardHossl BH3 wapy-
IO MATOJIOTUM TIVIONA CTABATCA B ITpeHATAIb-
HOM 1IeHTpe BIiepBble U Wb B 14% ciyuaeB
JMATHO3BI COBIAIAIOT.

TakuMm obpazom, cozgaHre pOCCHICKON
LIKOJIBI TPEHATATBHOM IHATHOCTUKU SABISAET-
c4 repBooYepeHOM 3a1a4eil paGOTHMKOB
CTeLUATT3UPOBAHHBIX Kade 1p YIIBETpa3ByKO-
BOIl muarHocTHKHU. COBepIlIeHHO OUeBHIHO,
UTO TOJBKO XOPpOIIO IMOATOTOBIEHHBIE CIIE-
ITHATMCTBI MOTYT 3 he KTMBHO paboTaTh B y4-
PeXaeHMAX KakK IepBoro, Tak U BTOPOro
ypoBHeil. CneayeT MOMHUMTD, YTO CKPHMHHH-
TOBBIE YIBTPA3BYKOBBIE UCCENOBAHMS — 3TO
He (GopMabHbIe «ITPUMHUTHBHBIE» HUCCIIEHO-
BaHUA «HU3LIETO» YPOBHA, & OCHOBA paboThI
CIyKOBI MpeHATATLHOM AMArHOCTUKH. OHKM
JOJEKHEI ITPpOBOIWUTECH BpadYaMHK, B COBEpD-
1IEHCTBE BIAJSIOIIMMHA METOOMKOM YIbETpa-
3BYKOBOI'O MCCITeIOBAHMS T11044.

B HacToslee BpeMsA CKPUHUHTOBBIE HC-
CJIe/IOBAHKST COCPe/IOTOUeHE B OCHOBHOM B
JKEHCKHX KOHCYIBTALMAX. DTO CBI3aHO C
OCOOEHHOCTAMM OpraHM3alkKu aKyIIe pCKOoii

oMoy 6epeMeHHBIM B PocCHM M IeKapy-
pPOBAHO B COOTBETCTBYIOLLMX TpHKaszax Mu-
HHCTepcTBa 3apaBooxpaHeHus P@. OnHako
He clenyet 3a0bIBaTh, YTO B XXEHCKUX KOH-
CYNbTALIMAX BpauH YJIBTPa3BYKOBOI JUAarHo-
CTHUKH ABIAIOTCA, KaK ITPABUJIIO, COBMECTUTE-
JIIMH, KOTOpBIE, B OTIIMYME OT Bpauei Iipe-
HATadbHBIX 1IEHTPOB, HE CTAJIKWUBAIOTCS C
OONMBIIMM MTOTOKOM MAI[MEHTOK U TeM DoJiee,
¢ bompimM KomvectsoM BH3 rmona. Bro,
HECOMHEHHO, CKa3bIBAETCH HA KayecTse [0-
POIOBOH YILTPA3BYKOBOM JUATHOCTHUKH.

ITpodeccop M. Hansmann — oguH U3 Be-
JYIUMX W CTapeiunX CrienuajgyucToB MpeHa-
TaJlbHOW OHATHOCTUKH B MHpe — KaK-TO
[MOJICYMTAIT, UTO Bpauy aMOYJIATOPHOTO 3Be-
Ha HeoOxomumo rpopabotats He MeHee 300
JIeT, YTOOBl JUATHOCTHPOBATH HEKOTOPHIE
BUBI CKeJIETHBIX JUCTLIa3uid. JIpyrumMu cjo-
BaAMM, HEPEJIKO MpobieMbl HETOMHOIO MJIH
HETIPABWILHOTO [MPEHATATLHOTO AWAarHo3a,
MOCTABAEHHOTO CTIeLIHATUCTAMM MepBOro
YPOBHS, CBA3aHbI HE CTOJIBKO € HEAOCTATOY-
HOI KBasM(UKaLIMel Bpaya, CKOJIBKO € HA3-
KOM YaCTOTOM BCTPeYaeMOCTH TOM WA HHOI
natonoru. OueBUAHO, UYTO HECTAHTAPTHEIE
CHUTYALIHH CTABAT B TYTTHK OAaXKe MAaCTHTBIX
CrienmanucToB. TeM He MeHee MBI TITYOOKO
yOeXxaeHbl B TOM, UTO Bpay, oOMafaroimit
KPEermKUMHU 3HAHUSIMH OCHOB VJIBTPa3ByKO-
BOi1 IMATHOCTHKH, TOYHO COOMIONAIOIIIIA
MEeTOAMKY MCCIIeJOBAHMS B MOAABISIOLLEM
OONBIIMHCTRE CIYYAEB MOXET 3aTI0003pHTh
HATUuKe y Ma04a TOM WM MHOH MATOJIOTUH
M CBOEBPEMEHHO HATPaBUTh MALMEHTKY HA
KOHCYJIBTAIIUIO B PerHOHAJIBbHBIN THArHOC-
TUYECKUI LIeHTp.

CnepoBaTellbHO, KBaTU(PUKALIUA Bpaya
VIBTPAa3BYKOBOI JUATHOCTHKH — 3TO (pyH-
JAaMEHT, Ha KOTOPOM CTPOMTCS BCE 3OAHHE
[peHaTaNbHON CIYXKOHI.

CPOKU MTPOBEJAEHUSA U KOJIMYECTBO UCCJIEIOBAHUN

B 31011 rmaBe MBI yKe 0OCYKIaIH BOIIPOC
«MacCOBOCTU» YIIBTPA3BYKOBOIO CKpUHHHTA
OepemeHHBIX. HarmoMHWM, YTO CKPUHMHI —

3TO MCCIIeIOBAHMS1, OXBATBIBAOIIIME HE MEHEe
85% w3yyaeMoii rpyriisl naimmeHToB. [lepen
TeM, KaK HAYaTh MpoBeJleHre aKylIepcKoro
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Ta6nuua 3.3. Oco6eHHOCTU HALMOHANBHBIX CKPUHWHIOBLIX NPOrpamMmM NpeHaTansHol YNsTPasByKoBO AMarHoc-

TUKHK, No paHHeiM Euroscan Study 8 1996-1998 rr. [45]

16201 30 Hen

TpexkpartHoe yneTpaspykoeoe obcnepoBaHve
(10-20-30 Hen)

CpoK CKpMHVMHIOBOrO UCCNeAoBaHusa He onpeaeneH
WK CKPWHWHE OTCYTCTBYET

CpoKn yNeTPasByKOBOIO CKPUHUHIA CrtpaHa
OOHOKpaTHOE YNLTRPAa3ByKoBOe MccneaoBaHue B 18-22 Hep, BenvkoGputaHns
JeyKpartHoe yNbTpasByKoBOE WCCNefioBaHue

10w 20 Hep, LLgeiuapmn

10w 16-18 Hen Jutea

AscTpus, HOro-3anagHan YkpanHa

lepmanig, dpanuws, Mitamas,
Wenanusa, Xopeatus

Hanwua, HnoepnaHael

VIBTPa3ByKOBOIO CKPUHWHTA CIIEYET pe-
LIIMTH BOTIPOC O CPOKAaX oOCeaoBaHus 1 KO-
JIMYECTBE MCCIIeHOBAHMIA.

BHyTpuyTpoOHOE pa3BUTHE IUIONA — ITPO-
Lecc JUMHAMUYeCKMid, MmosToMy sxorpadu-
YyecKoe HMCCefloBaHie HeoOXoauMO MpOBO-
JIUTH B CPOKH, JAIOIIHEe MAKCHUMATBHYIO HH-
dopmano o6 aHaToMuM 1ofa. Heemorpy
Ha OYEBUIHOCTB 3TOIO YTBEpXKIeHWA, CPOKU
[POBEJIEHUS U KOJIMUECTBO HeOOXOAUMBIX
CKPUHHHTOBBIX YILTPA3BYKOBHIX HCCTIEIOBA-
HHIT BO BpeMsi GepeMeHHOCTH A0 HACTOSIIIIe-
ro BpEMEHH OCTAIOTCS O KOHLA HE pelleH-
HBIMH BOITPOCAMH.

CornacHo nanHbiM Euroscan Study [45] —
€BpOTIeHCKOro MyJIBTHUIIEHTPOBOTO MCCIE0-
BaHM 110 oLeHKe 3(peKTUBHOCTH CKPUHWH-
TrOBOM IpeHaTaIbHOM YIIBTPA3BYKOBOM AMar-
Hoctuku BIIP, mposenenHoro B 20 perroHax
12 ctpan B 1996—1998 IT., CXeMBI YIBTPa3By-
KOBOT0 ICCTIeIOBaHKSI BO BpeMs OepeMeHHO-
CTH B pa3HbIX CTpaHaX M IaKe B pa3HbIX KJIU-
HUKAX OTHOM CTpaHbl CYIIECTBEHHO pasiik-
yaroTes (Tadn. 3.3).

YeM 0OBSICHAIOTCS OTIHYMS B CXeMax 00-
crenoBaHuAa?

Bo MHOroM CKpMHHMHTOBAg MOJIMTHKA OT1-
penenseTcs MPUHITMITAMY OPTaHW3ALIMH TIpe -
HATAJIBHOI CJTyKObI M XapaKTepoM (PMHAHCH-
poBaHHS 30paBooXpaHeHHs B 1esoM. [ocy-
JapcTBeHHOe (UHAHCHPOBaHME HALMO-
HAJMBHBIX MEeAMIIMHCKKUX TporpaMMm B
OONBIIMHCTRE CTYYAEB ITO3BOJISIET OCYIIECTR-
JIATh TPEXKPAaTHBIN CKPUHWHT, a TAKXKe yBe-

JIMYMBATE KOJIMUECTBO YIIBTPA3BYKOBBIX HC-
CclIeOBAHUN TIpH HAJTHYUM TTOKA3aHMIl.
Crpaxopas MeguuuHa (HarpuMep, B CILA),
KaK MpaBUIIo, Pe3KO OrpaHuvMBaeT norped-
HOCTH aKYILIEPCKOro CKpUHWHTA M BEIHYXK1a-
€T Bpaueil YIETPa3ByKOBOI IUATHOCTHKH WC-
KaTh KOMIIPOMHUCC MEXIY CTOMMOCTBIO MC-
CJIelOBaHMS, ONTUMATBHBIM CPOKOM BH3Ya-
JIM3aUMH CTPYKTYP TUI0JA W KOJIMYECTBOM
UCCIIeIOBAHUIA.

B HEKOTOPBIX CTpaHAX CXeMa YJIBTpa3By-
KOBOIo CKpMHHHTA OoIpenesrIeTcsa BO3MOMK -
HOCTAMM HAITMOHABHBIX AHATH OCTHYECKHX
neHTpoB. Hanpumep, B Mi3panite vcriosns3y-
eTCSI TPEXKPATHOE YJIETPAa3BYKOBOE MCCIIE/I0-
panue B 6—8, 14—16 u 2326 uen [46]. Ilo
mMHeHHI0 M. Bronshtein u E. Zimmer [46],
KOTOPHI€e ABJIAIOTCA OTHUMU M3 Be/IyILIHX CIie-
LHAINUCTOB 3TOM CTPAHbl B MpeHATAILHOM
JIMATHOCTHKE, MEPBOe CKPUHUHTOBOE YIIbT-
pasByKOBoO€e HcclieloBaHie B 6—8 Hel 1mo3Bo-
JIgeT YTOYHUTh CPOK OepeMeHHOCTH, OLIeHUTh
JKU3HECTOCOOHOCTE 3MOPHOHOB M MX KOJTH-
YeCTBO, UCKTIOUUTE 3KTOMUYECKYIO Oepe-
MEHHOCTb, TTy3BIPHBII 3aHOC, 4 TAKIKe TaTo-
JIOTHIO IMMHUKOB MaTepH. B xoze BToporo
YJIBTPA3BYKOBOI0 MCCIJIeOBAHUA B 14— 16 He
BO3MOXHA OI[€HKA OCHOBHBIX AHATOMHYEC-
KHX CTPYKTYD TUIOAA JIST MCKJIIOUEHUS Ipy-
Opix BITP. CnenyeT nomuepKHYTh, YTO, T10
MHEHHIO 3TUX CIEUATMCTOB, BTOPOe CKPH-
HUHTOBOE HCCJeloBaHIe JOJDKHO [MPOBO-
JIUTHECS CUITAMU 5KCTIEPTOB B YCJIOBHSIX TIpe-
HATATBHBIX [[EHTPOB U MPEUMYILECTBEHHO C
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MCITONIb30BAHMEM TpaHCBArMHATBHOM 3X0T-
paduu. Ilpu TpeTheM YNBTPAa3BYKOBOM MC-
CcIeIoBaHUH B 23—26 Hen, COTJIACHO 3TOU
cXeMe CKPHUHUWHTA, OCYIIeCTBISIeTCS] JUarHo-
cTHKa ocHOBHOM Macchl BITP, a Takoke peia-
KOTCH MHOTHE APYTHe BOIMPOCHI, BKITIOYAs
OLIEHKY JIOKAIU3ALUK TUTALEeHTBI, TeMITOB
pocTa TUIoJA M COCTOSTHUS IeHKH MaTKH.
VnbTpassykosbie vccnegoBaHus B 11 Tprme-
cTpe GepeMeHHOCTH IMPOBOAATCS 110 KIMHH-
YECKHUM TIOKA3aHUAM M HE HOCAT CKPUHHH-
TOBOTO TIOAXOA.

AHamM3 cXeMbl CKPUHHWHTA, TIPeUTOXeH-
HBIH M3PaUJIECKUMU CTTELIMATMCTAMH, TTO3BO-
JisieT OOHAPYKUTE clalbble 3BeHEBS STOM LIETTH.
Bo-1iepBBIX, HCCenoBaHye B 6—8 Hel MOXeT
PelIUThL HEKOTOpbIe aKyliiepcKue IpoOIeMEl,
HO He HeceT HUKaKoil 00beKTHBHOI HHpOp-
MALIMH C TOYKW 3peHUS TIPEHATAIBHOM Jiar-
HocTuKu BH3.

Bo-Broperx, uccnenopanne B 14—16 Hen
He TI03BOJIsIeT C(popMUPOBATDH [PYTIITY PHCKA
no BH3 ¢ noMo1bto OleHKH TOMIUHEI BO-
POTHHMKOBOIO IMPOCTPAHCTBA, MOCKONBKY
5TOT IMPUBHAK MOXET OBITE OrpejiefieH TOJb-
Ko B uHTepnane ot 10 no 14 Hep.

B-TpeTbHx, 11e/1ecO00pa3HOCTE OLeHKH
AHATOMMYECKHX CTPYKTYp Itona B 14— 16 Hen
MNpeACTaBISETCH JOCTATOUHO COMHUTENBHOM,
TIOCKOJILKY 5TO UCCliefoBaHue TpebyeT He
TONMBKO BEICOYAIIIE KBAMM(UKALIMH CIIeIA-
ANUCTOB, HO M anmapatypbl 3KCIepTHOro
KJlacca, MosToMy He MoxXeT ObITh pealbHO
BHEJIPeHO BTIPAKTHUECKOe 3[pABOOXpaHeH e,

B-uyeTBepThIX, OTCYTCTBHE CKPUHWHTOBO-
ro uccnegosanus B 111 TpumMecTpe GepeMeH-
HOCTH He MO3BOJIMeT AMAarHOCTUPOBATD 3a-
JIEPKKY BHYTPHYTPOOHOTO pa3sBUTHA ILI0/1A U
BIIP ¢ nmo3aHeil MmaHugecTanyeil (Kucra
SIMUHUWKA, AHEBpH3Ma BeHBI [ anmeHa, apaxHo-
WIATbHBIE W TTOpSHIe(paATHIeCKHE KUCTHI,
HeKoTopele (opMbl rHaporedaIuu, THIPO-
Hedpo3 U T.10.).

Opranuzaiius yIbTpa3ByKOBOTO CKPUHWH-
ra B M3pansie — JIHILb OOUH YacTHBIN ITpUMep
JIEUCTBYIOLLIMX CETOIHS CXeM JOPOIOBOro 00-
clefioBaHus. AHATU3 JAHHBIX JIATEPATypPhI
ToKa3al, UYTO WAealbHO OPTAaHHW30BaHHOTO
VALTPA3BYKOBOTO CKPHHUHTA GepeMeHHBIX

(baKTHUECKH HET HU B OITHOM CTpaHe Mupa. B
[IBermK JOMUHUPYET JBYKpaTHOe 00Cneno-
BaHue B 19 1 32 Hen GepemeHHocTH, B HopBe-
v M BenmikoGpuTaHuy — omHOKpaTHOEe B 18—
20 Hen, B PUHIIHAMK — ABYKpaTHOe, HO 0e3
OIpeeNIeHHBIX CPOKOB.

B CIIIA, Tak xe Kak v B OOJBIIMHCTBE
cTpaH EBporibl, CKpUHUHTOBAS TIONTMTHKA He
orpesnesieHa, ogHako Gonee 80% OepeMeH-
HBIX TpaguIIMOHHO obciienytotres B 16—18
HeJl, COTJIACHO TPOTOKOJTY, perlaMeHTHPO-
BaAHHOMY AMEepPUKAHCKUM MHCTHUTYTOM VYITb-
Tpa3Byka B MemuimHe (AIUM) [47] u Ame-
PHUKAHCKUM OOLIECTBOM aKyIIepoB U T'MHe-
kosoroB (ACOG) |48].

CrieiyeT OTMETUTB, UTO € KAXKIIBIM JTHEM B
MUpe BO3pacTaeT UHTepec K 00CcIefoBaHUsIM
B paHHHE CPOKM OepeMeHHOCTH, MO3TOMY
MpeIPUHUMAIOTCSH TTOTBITKH OpraHU3alui
CKPUHUHTOBBIX HcclieloBaHHi B | TprMecT-
pe GepemeHHOCTH |49).

Tax v uHave, HO Y/IBTPAa3BYKOBOIT aky-
LI PCKHA CKPUHUHT cyliecTByeT. OUeBHIHO,
4TO BHEAPUTH eIMHYIO T BCEX CTPAH CXeMY
€ro OpraHuzalui HEBO3MOKHO, OIHAKO pac-
CMOTpeTh ONMTUMAaNbHBIII BAPHUAHT CTOMT.
MTak, Kakas e cxeMa OpraHH3ai[iH YJIETpa-
3BYKOBOTO CKPHHWHTA CUMUTAETCH CErOaHA
HauOonee a3 hekTHBHOM?

HauGomnbiliieii momyysipHOCTBIO B IOCTIe-
JIHUE TOABI TIONB3YeTCs TpeXKpaTHoe obce-
gosanue B 10—14, 20—24 u 30—34 Hen Gepe-
MeHHOCTH. BriepBEie 5Ta cXeMa, MoyurBLIadg
ycnoBHoe HazBaHue «10—20—30», ObL1a BHe-
npena B [epmanuu u B 1996 1. yTBepxKaeHa B
KauecTBe HaLlMOHAIBHOI mporpaMmbl [50].

OcHOBHa4 11eJIb CKPMHUHTOBOI'O YJIBTpa-
3BYKOBOr0 HccienoBaHud B 10— 14 Hen Oepe-
MEHHOCTH — (pOopMUpOBaHKE TPYIMIIBI pUCKA
IO XpOMOCOMHOI TIATOJIOTHH TUI0AA M HEKO-
TOopbIM BITP Ha OCHOBaHUM OLIEHKU TOJNILIIA-
HbI BOPOTHMKOBOIO TpocTpaHcTra. Yerkasd
CBSI3b MEX/IY YBeJTMUeHeM 3TOTO sXorpadu-
JecKOro Mapkepa M XpOMOCOMHBIMU abeppa-
MMM, & TAKJKE HEKOTOPBIMH (hOpMaMH T10-
POKOB pa3sBMTHA IMO3BOJSET YKe B paHHUe
CPOKM JIETKO BBIIEJIATh U3 OOILEro rmoToka
OepeMeHHBIX TeX MAllMeHTOK. KTO HYXIAeT-
CsI B MpeHaTaTbHOM KAapUOTUTTUPOBAHWH U
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Ta6nuua 3.4. BO3MOXHOCTH ONMTUMANBHOM BU3yannaaLmm (%) aHaToMUHECKIX CTPYKTYP MNojda B 3aBUCHMOCTIA

OT cpoka bepemeHHocTH [52]

MNokazaTenu Cpok GepemMeHHOCTH, Hefl
18-18/6 20-20/6 22-22/6
MNonHan oueHka aHatoMmun Nnoaa 78,3 90,0 88,8
HeBoaMOXHOCTL NONMHOW OLIEHKW MONOBHOTO MO3ra 4.0 2,2 1,0
HeBo3MOXHOCTL NONHON OLEHKW NWLUEBLIX CTRYKTYR 10,5 1,9 3,8
HEeBO3MOXHOCTL NONHON OLEHKW OPraHoB MpyaHon KNeTku 20,2 6,8 53
HeBoamoXHOCTEL NONHOM OLIEHKW TOMBKO YEThIpEXKamMepHoro 18,4 3,9 2,1
Cpesa cepiua
HeBoamoXHOCTL NONHOM OLEHKI ONOPHO-ABUIaTeNbHOro annaparta 4.7 1,2 1,8
HeBoamoXHOCTL NMONHOI OLIEHKW ApYTvX OpraHoB nnoga 3,7 2.4 3,1
HeBoamoXHOCTL MNONHOR OLEHKWM asaTtoMuiK nnoja 23,7 10,0 10,9
HeBOaMOXKHOCTE MONMHOW OLIEHKW aHaToMUK Nnoga 0,5 - -
Mpr NoOBTORHOM ofGCcnenoBaHvK Yepes 2—-3 Hen
HenpaeunsbHOE onpegenede nona nnoaa 3,2 2,2 2,3

TIIATEJIBHOM AMHAMMUYECKOM KOHTpOJIE.
Kpome storo, HekoTophie KpyrnHbie BITP
TakXke MOryT ObITh JHATHOCTUPOBAHBI B 3TH
CpPOKU OepeMeHHOCTH.

Crnenyet nogyepKHyTh, YT0 Haubonee orl-
TUMAJIEHBIMH CPOKAMU 14 [IPOBEJICHUS TTep-
BOTO CKPHMHMHITOBOTO YNBTPA3BYKOBOTO HMC-
cnenoBanus apngiorcs He 10—14, a 12—14
Hen GepeMeHHocTH [51]. Bo-miepBhIX, B 5TH
CpoKu OoJiee TOUHO OLEHWBAETCS TOMIUHA
BOPOTHUKOBOTO MPOCTPAHCTBA. DTOT YJILTpa-
3BYKOBOI MapKep He ABJIACTCH MOCTOAHHBIM
NpU3HAKOM. Ero MOXHO 3aperucTpvpoBaTh
He paHee 10 Hen, HO HAMOOJIBIIMX 3HAYCHMIA
OH mocturaetT K 12— 13 Hen 11 Mcues3aeT roce
14 Hey 6epemeHHocTH. Bo-BTOphIX, B 12—14
HeJI CTAHOBUTCA DoJiee pealTbHOM OLIEHKA pas3-
HbIX OPraHOB U CTPYKTYP ITI0[A, YTO OKA3bI-
BAeT CyIIeCTBEHHOE BIIMSHIE HA TTOBBIIIIEHHE
3(ppeKTUBHOCTH paHHeil IpeHaTaIbHOM J1-
arHocTuku BITP.

OcHOBHa# 1IeJTb BTOPOTO YJIETPa3BYKOBO-
0 UCCIeaoBaHM i, ITpoBoauMoro Bo 11 tpu-
mecTpe GepeMeHHOCTH, 3aKJTIOUAeTCS B TIIA-
TENBHOI O11€HKe AHATOMMH TUTONA JUTH JHUAr-
HOCTHKM Haubonpliero komnuectsa BIIP,
MOMJIEKAITHUX IOPOIIOBOMY BHISBIEHUO. BEI-
60p CPOKOB IPOBEASHUA BTOPOTO CKPUHUH-
TOBOTO UCCIIEAOBAHMS SABJACTCA TIPUHIUATIN-
AJTbHO BaXXHOM 3amaveil. C OIHOI CTOPOHHI,
CPOK HCCHEIOBaHUA JIOJDKEH OIpeenaThes

ONTUMAJIEHOM BH3YATIM3allMell BHYTPEHHUX
OPTAHOB TUTOAA € EJTBIO TOYHOI AUATHOCTH-
ku BITP. C apyroii cTopoHBI, OH periamMeH-
TUpPYeTCs] BO3MOXHOCTBIO IpepbIBaHM S Oepe-
MEHHOCTH 110 MEAHULIMHCKUM [MOKA3AHUAM B
TeX clydasx, Korja BeisBisitorcst BH3, He
COBMECTHUMBIE C XKH3HBIO.

HeJlaBHO aHTITHICKUMHM CIIELMAMUCTAMI
OBLTM MpOBeJleHbl HCCIeNOBAHMS, HAITPAB-
JIleHHbIe Ha oTipefieNieHre Haubosee OTNTH-
MAJTBHBIX CPOKOB CKPHHHUHTOBOTO YJIBTPa3By-
KoBoro uccyienosadud Bo 1l Tpumectpe Ge-
peMeHHOCTH [52]. B KauecTBe OCHOBHOIO
KpuTepus Obl1 BBIOpAH MMPOLIEHT MOJIYYEHMS
ONMTUMATBFHOTO M300pakeHNs pa3sIMUHBIX
AHATOMWYECKUX CTPYKTYp Tutofa (tabn. 3.4).
CornacHo pe3ynbTaTtaM 370l paboThl, B 18—
18/6 Hen HaWIyYIIAas BH3YAIM3aLMsl aHATO-
MIYeCKHX CTPYKTYp TUI0A ObLIA JOCTUTHYTA
TONBKO B 76,3% clydaeB, UTO, TT0 MHEHHUIO
ABTOPOB MCCIIeNoBaHM, ObLTIO 0OYCIOBIEHO
HeOOJIBILMMHK pasMepaMy TUI0a U 3HAYM-
TeJIbHO Ooriee yacThiM (46%) pacriofioXeHW-
€M TUIOJIa B TA30BOM TIpeJIeXXaHUH. ABTOPBI
CTATBM YOEIUTembHO AOKA3AMH, UTO OTTH-
MaJIBHBIMH CPOKaMHU /1A TTPOBEAEHHA BTOPO-
IO CKPUHUHTOBOTO YIIBTPA3BYKOBOTO MCCIIe-
JOBAHHWSA SIBASAETCS MHTepBaa oT 20 1o 22 Hen
GepeMeHHOCTH, MOCKOJNIEKY B 3TH CPOKH YeT-
Kas BU3YalU3alMs BCeX CTPYKTYp TUI04a BO3-
MoxHa B 90% ciyuaes.
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Hauur oneiT paboTsl MOMTHOCTHIO MOATBEPK-
JIaeT 3TOT BbIBOM. B TeueHHe MoCHeHuX JeT
BTOpO€ CKpMHWHTOBOE YJIBTPA3BYKOBOE UCCTie-
JOBAHWE MBI CTApaeMCsl TIPOBOIUTEL He paHee
21 Hep v He mo3AHee 24 Hel OepeMeHHOCTH, MTO
TIO3BOJIUIIO 34 TMOCNEAHIE TPH Fofa YBEJIMUNTh
BeraBsieMoctb BITP B cpenHem no 85—87%
nipu 90% cbope JaHHBIX «00PAaTHOM CBI3M».

[lenb TpeTrero CKpHHUHTOBOTO YIIBTPa3By-
KOBOT0 uccnefgoBaHud — BelgBiieHue BITP ¢
nosaHe mMaHudecTanueil, IMArHOCTHKA
3BPI1, a Takke (QyHKIIMOHATIEHAS OI[EHKA CO-
cTosiHus Tuiofa. CreyeT MogYepKHYTh, YTO
3a/IepKKA pasBUTH, BosHUKarowasg K 11 tpu-
MecTpy OepeMEHHOCTH, BTIOABIAIOLIEM OO0JTh-
LIIMHCTBE CIYYaeB CBI3aHa ¢ (QYHKIMOHATBHBI-
MM HapylIeHWSIMA B MATOYHO-TUIALIEHTaApHO-
TUIOAOBOM KOMITIEKCE, TTIO3TOMY TpeOyeT Ipo-
BeJIeHUA aJeKBATHOUN OI[eHKH KPOBOTOKA €
TIOMOILBIO IOTTIIEpOTrpachy, a TAKKE BbIABRITE-
HU$ TIPU3HAKOB JIMCTPECCA TIIOMA € TIOMOIIBIO
Kapmuotokorpaduu. ObcrneioBaHie B MHTep-
Baste 32—34 Hel TO3BOJISeT HAUDOe e JIETKO pe-
LLMTh MOCTABIEHHEBIE 33Ja4H.

Crenyet MogYepKHYTh, YTO HEe3HAHUE
BpauyoM 0COOeHHOCTEeH BHYTPHUYTPOOHOTO
pocTa 1 pasBuTHA TUioga B Havase |11 tpuve-
CTpa W HEMPAaBUJIbHAA MHTE PIIpeTallvs Moiy-
YeHHBIX (PeTOMETPHYECKHUX JAHHBIX (He MC-
MOB30BAHKE TPOIEHTHILHBIX KPUBBIX 115
Kaxmoro peToMeTpHUeCKOro rnapaMeTpa) He-
PEAKOo TIPUBOANT K JIOKHOMOJIOKHUTEJIBHOMY
JuarHosy 3BPTI. B 32—34 Hen HeOoMnblMe
JIMCIIPOTIOPIIMM B pa3Mmepax Iioaa, HepeaKo
Habmoparoirecs B 28—30 Hen, BEIpaBHUBA-
FOTCS, U KOJTMUECTBO CITY4aeB JIOKHOITONOXKH-
TeJIbHOU arHocTiky 3BPIT yMeHsblnaeTcs.

BTH XKe CpoKH GepeMeHHOCTH (3234
Heq) Ooree TIPeATIOYTUTEIBHEI IJISI TIPOBe/Ie -
HHS KAPAHUOMOHHUTOPHOTO HMCCIIEIOBAHUS B

TeX ClIy4yasdx, Korja B KIHHUKE OTCYTCTBYIOT
(petanbHbIe KAPAMOMOHMTOPBI ¢ aBTOMATH-
YeCKHUM aHATH30M.

Takim o6pazom, HarboIee ONITUMATBH O
CXeMOH YITBTPa3ByKOBOTO CKPHHHHIA BO Bpe-
MA OepeMeHHOCTH CIIeIyeT CUMTATh TPO-
ekpatHoe obcnepoBanue B I, I1 u 111 Tpumec-
Tpax OepeMeHHOCTH B 10—14, 20—24 u 32—
34 nmen. MMeHHO Takasi cxeMa perjaMeHTH-
poBaHa B rpukasze M3 PD Ne 457 «O coBep-
[LI€HCTBOBAHMM NMPeHATATBHOM IMArHOCTUKIA
B MPO(MIAKTHKE HACTEACTBEHHBIX U BPOX-
JeHHBIX 3ab0eBaHuil y geteii» oT 28.12.2000
r. [ToBceMecTHOE COOMIOHEHHE ITHUX MHTEP-
BAJIOB MPH IMPOBEAEHHUU CKpHUHWHTA Be3yc-
JIOBHO TTO3BOJIUT CYIIECTBEHHO YJIYUIIUTH
guarHoctuky BH3 u, B wactHoctu, BIIP 3a
cyeT yJIydllleHUs] BU3YATU3AllMHA CTPYKTYDP
rwiona. I'To JaHHBIM paboThI HALLIETO 1IEHTPA,
33 TPU TOCTIeIHUX TOfA, B cpefHeM 27 % rpo-
mymeHHBIX BITP, momnexanux ymsTpasBy-
KOBOI1 THATHOCTHKE, CBOEBPEMEHHO He BhI-
SABIMIOTCS B yUpesxxaeHUsX | ypoBHA TOJIBEKO B
CBA3H ¢ HecoOJIIOIeHHeM CPOKOB ITpoBejie-
HUS YIBTPA3BYKOBOIO HCCIIEIOBAHKSI.

WUTak, TpexkpaTHbIil CKPUHUHT CErOmIHs
ABIIFETCH 3aKOHOM, 0Ds3aTeNEHBIM K MCTION -
HEHMWIO JUTA BCeX MEMMLIMHCKUX YUPEXXaeHWH,
MPOBOMSIIIMX YIIBTPA3BYKOBbIE MCCIE/IoBA-
HMS BO BpeMs 6epeMeHHOCTH. B 3akmoueHue
XOTeNOCh OBl ITOMUe pPKHYTH, UTO MPHIILTO Bpe-
M1 TTOMEHSITh YCJIOBHOE Ha3BaHHMe TAKOM cXe-
MBI CKpMHMHTA. C JIerkoil pyKH HeMeLKUX
CMEIHATMCTOB B HACTOSIIIIEe BpeMs BO BCEM
Mupe oHa HasbIBaeTcs «10—20—30». Mb1
yOexaeHbl B TOM, YTO ONTHMATBHBIMH CPO-
KaMU IpoBeleHW 9Xorpagmu apingrores 12—
14, 21-24 v 32—34 Hep, MOATOMY JIYUIIIAM
HA3BaHUEM JIJIs1 5TOI CKPUMHHHTOBOM IIpo-
rpaMMBI OBLTO OBl «12—22—32»,

I U1l YPOBHU OBCIIEJTIOBAHUA

B rpebIIynmx pasienax Mbl TIONBITAINCH
APTYMEHTHPOBATH HEOOXOIMMOCTE ITOBCEMECT-
HOTO MPOBEIEHUS TPEXITAITHOTO YIBTPa3ByKO-
BOI0 CKpHMHUHTA GepeMeHHBIX. ONHAKO TpaK-

THKA TIOKA3BIBAET, UTO BHEIpEHME 3TOi1 CXeMbl
00cenoBaHs B 3IpaBoOXpaHeH e He TI03BOJIS-
€T OKOHYATEIBHO PelliTh IpobiieMy CBOEBpe-
MeHHOI1 quarHocTiky BH3.
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1996 T. 1997 r 1998 r.
B [lnarHocTUpoBaHHBIe aHOManumn 71,5% 76,5% 79,5%
u [MponyleHHbe aHoManun B coctaese MBITP 17,1% 18,0% 11,1%
B [TponyleHHBE M30NMPOBaHHEIE aHOMAaNK 8,8% 4.0% T7.7%
(NOTEHUMANBHO HE AWMarHoCTURYEMBIE)
[ponyLeHHBIE M30NWPOBaHHEIE aHOMAaNNK 2,6% 1,4% 1,7%
{NoTEeHUManbHO JuarHoCTUpyeMuie)

Puc. 3.2. YysctBHTenpHoCTH axorpadmn B BeisisireHi BITP B yenopusx 1ieHTpa NpeHaraibHoH THarHOCTHEH [54].

Beitiie MBI yXe yITOMHWHATHA HU3KOE Kaue-
CTBO YIIETPa3BYKOBOM JHATHOCTUKH B yUpeX-
JIeHUSX TaK HaseIBaeMoro | ypoBHS (KeHCKHe
KOHCY/IbTAlMK). OUeBUIHO, UTO 3TO 00BIC-
HeTCsl HaMuIuMeM 00beKTHMBHBIX (PaKTOpOB,
He TIO3BOMSIFONNX OBICTPO MCTIPABWTH MO0~
KeHHMe W IMOAHATH KayecTBO 3xorpaduu Ha
JIOJDKHYIO BBICOTY.

udpsl roBopsiT camu 3a cedsi. B 19981. B
KpyIIHOM peruoHe ['epMaHui GBI IIpoBeeH
OYE€Hb MHTEPECHBIN aHANN3, MOCBAIIEHHBIN
KauecTBY pabOThI CIYKOBI [TpeHATATIBHOIM -
ArHOCTHKH 3a 5 JieT, TOBOAOM K KOTOPOMY
TIOCJIYKHUII HU3KHWM YPOBEHb BBISBIISIEMOCTH
BITP — 30,3% [37]. [logpo6Ho aHATM3UPYS
CcOBCTBEHHEBIE OLIMOKM, HEMELKHE CIieuna-
JIUCTHI IMTPUILLUTH K BBIBOJLY, YTO ITPUYHHOI TAa-
KHX pe3yIBETATOB ABHICS HC,E[OCTaTol]]-lHﬁ
YPOBCHB ITOATOTOBKH CIICITHATMCTOB, ITPOBO-
JSIAX CKPHMHHWHTOBBIE YIbTPA3BYKOBBIE HC-
cnenoBanig I ypoBHA B 19—22 He1 GepeMeH-
HOCTH.
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AHAJIOTHYHEIE JaHHBIE OBITH TTOIYYeHbI
ABCTPHICKHUMU crienyaIvucTamMu [53], Koto-
phle TIPOAEMOHCTPUPOBANH, YTO B JleueGHO-
JTWAarHOCTUUECKUX yupexkaeHusax | ypopHs
TOYHOCTH AMarHoCcTUKM BceX BITP He ripeBbI-
wana 22%, B aKyllepcKUX CTaluoHapax —
40% , a B IEHTpax ITPeHATATBHON IHATHOCTH-
K1 — pocturana 90%.

Hatmi nccnenosanmsa B 1996—1998 1. [54)
MOKA3aIM, UTO YYBCTBUTEIBHOCTE 3XOT padh i
B BeLABIeHHU BIIP B cepenmne 90-X ronos B
YCIIOBMSIX LIEHTpa IMpeHaTaIbHOIM JIMAarHOCTH-
KM, OCHAILICHHOTO YIBTPa3BYKOBOII anmapa-
TYPOU CpeIHEro Knacca, COCTaBidia OKOJIo
80% (puc. 3.2), Torja Kak KauecTBO paboThI
yupexxaeHnii [ ypoBHs OBLTO0 BeCEMA HU3KIM.
V kaxioli BTOpoii TIALIMEHTKH, HAITpABIIeH-
HOIl K HAM B LIEHTP B CBSI3M C BBIABICHHBIM
Ha I yposHe BIIP, nrarnos ropoka y roioga
ObL1 cHAT. M3 octaBmmxcst 50% naumeHToK
y 24% ObL1a YCTAHOBIIEHA IPYTasi HO30JIOTH-
yeckas (popma BITP mmopa wnm gomoiHK-
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TEJIBHO BBIABJIEHE IPYTHE MOPOKH M TOJIBKO
B 26% cnydaeB AUarHo3 Bpava | ypoBHs oKa-
3aJCsl TOUHBIM. AHAIOTHYHbBIE JAHHBIE ObLIN
nipuBenensl B. Benacerraf (CLLIA) B 1994 1.:
TonmbKo y 30% manueHTok auarHos BITP y
Tiosia, yetaHos/leHHBIN Ha | yposHe obcle-
JOBAaHUA, OBUT MOATBEPKICH.

B nocnemHue roabl B Hallleid cTpaHe WH-
Tepec K MpeHaTalbHON MHATHOCTHKE U K
3Xorpadpuu rJiojia 3HaYMTeJIbHO BO3pOC, Of1-
Hako Haum vccnegopanHud 2000—-2001 rr. He
MpOJIEeMOHCTPUPOBAJIM CYIIE€CTBEHHOTO
VAYUIIeHHS MMoKazaTeneil paboTel Bpaden
VABTPA3BYKOBOM AHArHOCTUKH | ypoBHHA,
qTo, Mo-BHIUMOMY, CBA3aHO ¢ OTCYTCTBHEM
peabHOrO VIIYUIIEHHS KayecTBa 00yueHUS
3TUX CITEIMATUCTOB. f pKITM MpHMepOM MO-
XeT CIY>KMTh COCTOSIHUE AOPOIOBOTO BBISIB-
JIECHUS IMOPOKOB cep/lia, KOTOpbIe 3aHUMa-
0T Beaylllee MecTO B CTPYKTYpe NMPpHYMH
MIageHuYecKoii cMepTHOCTH. COTNIacHO MC-
CIeIOBaHKSIM, TIpoBeleHHbIM Poccuiickoii
accolMainmeil Bpaueil yaeTpasByKOBOM 1i-
ArHOCTUKH B IEPUHATOJIOIHHM U THHEKOJIO-
rur B 1999 1., BHIMBISIEMOCTS BPOXKIEHHBIX
TIOPOKOB cep/Iia B Halleil ctpaHe Ha | ypos-
He He gocturana 10% (to ecth 90% mopokon
cepira ObUIH AMATHOCTHPOBAHBI TOJIBKO
rocie pojioB!), TOrAA KaK B peruoHaIbHbIX
LIEHTpax MpeHaTAJIbHOI JUATHOCTUKI OHA
npeseiana 40% [55].

MO3KHO JIM pellyTh ITpodreMy yayulueHUd
KavyecTsa yJIbTpasByKOBOIM AMArHOCTHKH BO-
obure 1 3¢pdeKTUBHOCTH 3XorpahuuecKoro
CKpWUHHHTA OepeMeHHBIX B YACTHOCTH?

AHamM3 NpHMBeAe HHBIX JJaHHBIX, a TaKXKe
MHUPOBOIO OIBITA OpraHu3alyvM CIYKOBI
NpeHATATbHOM JUATHOCTUKK W JIYYILETO
OIBITA POCCHIICKHUX PeTUOHOB MMOKA3BIBAET,
YTO 3HAUUTEIIBHBIH MTOTEHIIHAN CKPHIT B 00-
Jiee MOJIHOM MCITONb30BAHWH, TAK HA3bIBae-
MOT0, JIBYXYPOBHEBOI0 00CIeIOBAHN Oepe-
MEHHBIX.

Pasnenenie neuyeOGHO-IUATHOCTUYECKUX
VUpPEXIeHWH HA YPOBHH 00CIeOBAHIA B HA-
cTosIIIee BpeM4 ABJIIeTCH BECbMa YCIIOBHBIM.
Tem He MeHee, KaX/Iblil perMOH UMEET CUC-
TeMy XXeHCKUX KoHcymbTaiiii (I yporeHb) 1
guarHoctruueckux reHTpoB (I ypoBenn). B

OONBLUIMHCTBE CIYUYaeB AUATHOCTUYECKHUE
LEHTPHl OCHALLIEHBI armapaTypoil bosiee Bbl-
COKOT0 KauecTBa M YKOMIUIEKTOBAHEI CTIeI1-
anuctaMu 6oJiee BBICOKOTO KJIacca.

ZKeHcKHe KOHCYJIbTALMH BHOCAT HEOIe-
HUMBII BKJIA/1 B pa3BHUTHE W €XXeIHEBHYIO pa-
0oty akyuepckoi cnyxxOel. Tem He MeHee,
KauyecTBO TMpeHaTAIbHBIX UCCIIeTOBAHHI B
perioHaIbHOM LIEHTPE BBILIE, YeM B YUPeXK-
JeHugx I ypoBH4Y. BTO CBA3aHO C MEHBIINM
sXorpadMueckKuM OIMTBITOM Bpayeil XXeHCKHUX
KOHCY/IbTALMIA, 0COOEHHOCTSIMW OpraHu3a-
HUH UX padoThl, peAKOIl BCTPeYaeMOCTRIO
BH3 M cJI0KHOCTBIO MHTE PITPETALIAN VIIETPa-
3BYKOBBIX JaHHBIX, MTOIYYeHHBIX Ha armapa-
TaX CpeMHEro Kiacca, KOTOPIMHA B OCHOBHOM
OCHAIIeHHI yupeskaeHus | ypoBHS.

[TepBBIM IIATOM K YJIYYILIEHHIO KayecTBa
npeHaTaJabHOM AuarHocTMku BH3 Mor Obl
CTATh I1epeBOJI BTOPOro CKPMHUHIOBOTO YITb-
TPa3ByKOBOTO HccenoBanmsd (20—24 ven) Ha
11 ypoBeHb B Tex permoHax, rjie reorpaguuec-
KHe YCIIOBHA MO3BOJIAIOT TPUMEHUTH 3TY CXe-
My obcltepoBaHud. [Tpu MoAroToBKe rpuKa-
32 MuHuUcTepCTBa 3apaBooxpaHeHud PO Ne
457 Takas cxeMa opraHU3aIiH YIIbTPa3ByKo-
BOIro CKpMHHHIA IIHPOKO OGCY}K,HBJIEIC]:».
EQMHCTBEHHBIM ApryMeHTOM IPOTHB BHeCe-
HUA ee B MPHKa3 MOCIYXMIM 0COOEHHOCTH
HEKOTOPBIX POCCUICKIX 00nacTeil 1 Kpaes,
B KOTOPHIX YAaNeHHOCTEh yupexmeHuil 11
YPOBH OT HaceJleHUd cleiana Obl HeBBITOI-
HUMBIM HAa MecTax pacriopsAXeHne MHHH-
cTepcTBa.

IlepeHeceHe BTOpPOro CKpMHUHTOBOTO
obcnenoBaHMs B PeTHOHAJIBHBIN 11EHTP, Oe-
3YCJIOBHO, HOCHT peKOMeHIaTeJIbHBIN Xapak-
Tep. YOCUBIINCH HA OTIBITE HALLETO LIEHTPA
MpeHaTaJIbHOI AMATHOCTHKH B 3(peKTUBHO-
CTH 3TOii CXeMBbI 0OCNIeOBAHIS, MBI CTATIA
npeaiarath ee K BHEIPEHHIO Ha 3aHATHAX
KypcaIpeHaTabHON TUATHOCTUKM U KOH(e-
penusax Poccuiickoiil accopualiiy Bpaueit
VJIBTPa3BYKOBOI TMAarHOCTUKU B TIePUHATO-
JIOTMM W TMHeKoNoruu. Pesynbrar He 3acta-
BUJ1 ceOs monro xaatk. Hanmpumep, B OpeH-
Oypre TOJIBKO 33 OUH TOA paboThl [0 HTOI
CXeMe BBISIBISIEMOCTh Hanbosee TPYIHO AU~
ArHOCTHUPYEMBIX AHOMAJHUI pa3sBUTHUS — T10-
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POKORB cepaua — Bozpocna ¢ 29% no 66% [56].
[Mocnepuuit, VII cbesn Acconpanm (AcTpa-
xaHb, 2002 1.) mokasam, 4To ¢ BHeApeHUeM
TPeXKpPaTHOTO 1 ABYXYPOBHEBOTO YJILTPA3BY-
KOBOTO CKpMHHMHTA € MPOBeeHHEM BTOPOTO
HUCCIENOBAHUA B IMATHOCTUYECKOM LIEHTpE
CYIIECTBEHHbIE YCITEXH B IIPeHATAIBHOMN 11-
arHoctuke BH3 ObL11 mocTUTHYTEI B ACTpa-
xanu, OpenoOypre, KpacHosipcke, Kazanu u
MHOI'MX JpPYTrUX peruoHax [57].

Taxas cxeMa opraH13alliK YJIBTPa3ByKOBO-
ro CKpMHHMHIA OepeMeHHBIX He TOJIBKO 00beK-
THBHO YJIyUlIAeT Ka4eCcTBO JuarHocTik BH3
M, BYacTtHoCTH, BITP, HOM yMeHBIIAeT HATpY3-
KY Ha Bpauel yIETpa3sBYKOBOM JIMATHOCTHKH,
PabOTAKOIIHX B XKEHCKUX KOHCYITBTAL X, Bpa-
ui | ypoBHSI TTOMY4ai0T BO3ZMOXKHOCTH CKOHIIEH-
TPUPOBATH BHUMaHue Ha rponeneH | u 111
5TAINoOB CKPMHMWHTA, a TAKXKe PACIIMPHUTH
CIIEKTP TMHEKOJIOTHUYECKUX U aKyLIepCKUX
sxorpauecKux MccreIoBaHWii, MPOBOIK-
MBIX 110 TIOKA3aHUsIM, He perJlaMeHTHpPOBaH-
HBEIM paMKaMu rprkasza M3 PP Ne 457.

3HAUUTEJIBHBIM MPEUMMYILIECTBOM JIBYX-
Y POBHEBOI CXeMbl CKDUMHUHTA SBJISIETCS KOH-

LEHTPALWS CIEIHATH3MPOBAHHON TTOMOIIN
B OIHOM JIMArHOCTHYECKOM IEHTpE U, CJIe10-
BATCNBHO, CYINIECTBEHHAA 3KOHOMMWA CpEACTB
PETrHMOHA Ha OCHAlICHWH YVIBTPA3ZBYKOBBIMH
anmapartaM¥ 3KCTIEPTHOTO Kacca U APYTUM
000OpYIOBAHMEM TOJIBKO OLHOI0 YUpexie-
HUY.

JIByxXypoBHeBasl cXeMa OpraHU3allu1 YiIb-
TPa3BYKOBOH IMOMOILIY OepeMeHHBIM B Teue-
HMe MHOTHX JieT AeicTByeT B OOJBIIMHCTBE
cTpaH EBporibel. 3amnaiHblie CreHaIucTel
IMOACYHTANMM, YTO OpraHU3aluyad JHArHOCTH-
YECKOIo IIEHTpAC MEIHIIMHCKOH M 3KOHOMH-
YecKOo# TOYeK 3peHUs ornpasibiBaeT ceds B
pervoHe ¢ HaceneHueM ot 500 Teic. Ko 1 MITH
YeJNIoBeK. AHAJIOTUYHBIE pacyeThl B pOCCHIA-
CKOM 3paBOOXpaHeHWH OTCYTCTBYIOT, OJTHa-
KO BOJIbHO WJIM HEBOJIbHO, CTUXWITHO WIH
MyTeM ITAHOMEPHOM OpraHu3alui peruo-
HaJIbHBIE IUArHOCTHUYECKHE LIEHTPEI YKe BO3-
HUKIU ¥ paboTaitoT. [1peHaTansHas quarHo-
CTHKA J4€T BEJIMKOJIETTHYHO BO3SMO2KHOCTE pe-
AJTU30BATH MOTEHLIMAT 3TUX LIEHTPOB M peaib-
HO B KOPOTKHE CPOKH YIIYULIUThL JOPOAOBYIO
JuardHoctuky BH3.

JANATHOCTHUYECKHUE BO3ZMOXKHOCTHUN
YJIbTPA3BYKOBOTI'O OBOPY/1IOBAHUA

Pasperaroniasg crocoOHOCTh IMATHOCTH -
YECKOIo YIIBTPa3sByKOBOIo 000pYyHOBAHUA —
OIUH U3 GAKTOPOB, CYIIECTBEHHO BINAIO-
[MX Ha KaueCTBO TMpeHaTaILHOro 00ceno-
BaHus1. OMHAKO BOTIPOC OCHAILEHHS YIbTpa-
3BYKOBBIMM arrapatamMu yupexaeruit 1 v 11
YPOBHEM YacTO JEeXHUT 3a IpeesiaMy KoMI1e-
TeHIWU TJIABHBIX Bpadeii U TeM Oonee crie-
LMATUCTOB YJIBTPA3BYKOBOM JIUATHOCTHUKH.
IMomasnArowee OOMBIIMHCTBO POCCUMCKHUX
JeyeOHO-IUArHOCTUYECKUX YUPEKIeHUil
Kak I, Tak u 11 ypoBHS OCHAIEHB! YIIBTpa-
3BYKOBOM anmnapaTypoii HeBBICOKOTO KJiac-
ca, YTO CylLIeCTBEHHO CHMKAaeT KauyecTBO
npeHaTaabHoW nrarHocTiku BITP.

Hepeaxo KoMIuieKTalus araparoB ocy-
1ecTBIsieTcst 0e3 yuyeTa OCHOBHOI c(pephbl
WCTIONTE30BaHMs (Mccireqopanme muona). Ha-

TMPUMEP, OTCYTCTBHE JATYHKA C YACTOTOMH 3
MI'1y cyliecTBeHHO BIMSIeT HA KA4eCTBO I10-
JIygaeMoro uzoopaxeHus. MzydyeHue cepaua
riona Bo Il TppMecTpe nmpoieMOHCTPUPOBA-
JIO, YTO MOJIyYeHHe KaYyeCTBEHHOIo U300pa-
JKeHMS YeTBhIPEXKAMEPHOTO Cpe3a Ccep/lia C
TTOMOILIBIO JIATYMKA ¢ yacToToil 5 MI'r fnoc-
TUTaeTcs B 93,5% cinyvyaeB, Torga Kaxk rnpu
npuMeHeHuHn aaTurka 3,5 MI'ny — B 73,3%
HaGmoIeHW [58].

bonplinoe BaMsSHME HA KAYECTBO JUATHO-
CTHKH OKa3bIBaeT MpUMeHEeHUe COBPEMEH -
HBIX TEXHOJIOTHI: gorruieporpadyun, 1BeTo-
BOIO M SHEPreTHUECKOro JMOIILIEPOBCKOIO
KApTUPOBAHMSI, TKAHEBOI TAPMOHMKH! M T.A.
OnHako, COrJIACHO JaHHBIM aHAJIN34, ITPOBe-
JeHHoro Poccuiickoii accoumaiyeil Bpaveid
VJIETPa3BYKOBOM JHATHOCTHKH B IepUHATO-
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JIOTMM M TUHEKOJIOTUH, B HACTOSLIEE BpeMA
TONBKO 68% pervoHAIBHBIX [IEHTPOB UMEIOT
BO3MOKHOCTD IIpOBOIWUTEL VIIBTPA3BYKOBOE
HCCIIEA0OBAHUE B PEARMME 11 BETOBOIO JOIIILIC-
POBCKOI'0O KapTHPOBAaHWA, KOTOpOE MMEeT
BaXKHOE 3HAUEHUe 114 TipoBeieHUs Judde-
PEHIHAILHON MPpeHATAIBHOM JUATHOCTUKHY W
TTPOTHOSHPOBAHMWA TICPHUHATATBHBIX HCXOI0B,
ocobeHHO IIpH BBISBICHHHW BPOXKIEHHBIX ITO-
POKOB cepaua.

[ToMuMoO paspernalolieii crocoOHOCTH
aImapaTypbl, OONBIIYIO POb UIpaeT BLIOOP
JOCTyMna K 00beKTy MayueHus. [1pu ucnons-
30BAHMM TPAHCBATMHAJIBHOTO CKAHUPOBAHUA
JHArHOCTUYECKIE BO3MOKHOCTH 3Xorpadun
B I TpuMmecTpe OGepeMEHHOCTUA 3HAYHUTEIBEHO
pacumpsitorest. CrielMaIACThl, paTyiolIKe 3a
nepeHeceHre CKpMHUHTOBOTO 00CTIeIOBAHMS
HEeJTUKOM Ha paHHHEe CPOKH, KakK [paBuiio,
paboTaloT Ha anrapartax SKCIepTHOro Kiac-
ca, OCHAIIEHHBIX COBpeMEHHBIMU TpaHCBa-
THHATbHBIMH OATYHMKAMIL.

[TpoBeneHHBIH HAMMW AHAJIUS TTAPKaA YIIBT-
PasByKOBOTO 0GOpYIOBAHKS, UCTIONB3YEMO-
ro Ha I ypoBHe CKpHHHHIOBOr0 00CienoBa-
Hus B 29 permonax Poccuu, mokasan, 4ro
TOJNBLKO 36% anmapaToB YKOMIUIEKTOBAHEI

TpaHCBAr MHAJIBHBIMUA JaTurKaMu. OTCyT-
CTBHE TPaHCBAr MHATBHBIX JATUMKOB HE B4~
eTCsI TIPerSITCTBUEM JJTS OpTaHU3al[uu CKpU-
HUHTOBOTO YJIbTPA3BYKOBOTO MCCIIeIOBAHMS
B KoHlle | TpumecTpa GepeMeHHOCTH, TIO-
CKOJIBKY OIIEHKY BOPOTHHUKOBOM 30HBI MOXK-
HO [POBOOMTH TpaHcabaoMuHaIBHO. OHA-
KO 00BbeM JOMOMHWTeNbHOM HH(POPMALIUM O
TUTOfie YMEHBIIIAGTCS, 9TO CTABMUT IO, COMHE-
HHUe BO3MOXHOCTE a/IeKBATHOM OLIEHKH aHa-
TOMHYECKUX CTPYKTYP B paHHHe CpoKH Oepe-
MEHHOCTH.

Beicokas cTOMMOCTh AMATHOCTHYECKOTO
0DOpPYIOBAHWS SKCIIEPTHOTO KJlacca He T10-
3BOJIAET OKUWIATE COOTBETCTBYIOLIETO OCHA-
[EHW TpeHATANBHBIX LIEHTPOB B OJKaii-
1ee Bpemsi. XoTenoch Obl MOMYepKHYTH ellle
pa3, YToO KaYeCTBO YAbTPA3BYKOBBIX ATIApa-
TOB BJIMAET HA KAYeCTBO JIOPOIOBOI JIMATrHO-
¢tk BH3, HO KBaMGMKAIMSA CrieLMaIvc-
TOB, IO HAIlIEMY MHEHUIO, UMEET CYIIIeCTREH-
HO Oonblllee 3HAYCHUE OIS [MpeHATAIbHOMN
JUArHOCTUKU. K coxaneHU10, He TaK YK pel-
KO BCTPEYAIoTCs CUTYALIMW, OTTMCAHHBIE MHO-
rosnerHazan M.A. KpeuioBsiM B 6acHe «KBap-
TeT»: «A BBI, JIpY3bs1, KAK HU CAIMTECh, BCE B
MY3BIKAHTEI HE I'OOHTECH...»

IMPOTOKOJIBI VIIBTPASBYKOBOI'O UCCJIEJTOBAHUA

Pycckag marepatypa XIX—XX BB. 6orara
UCTOPUSIMM U3 KU3HU U paboThl 3¢ MCKMX
Bpaueii. [1pouszsegenus A.I1. Yexosa, B.B.
Bepecaesa, M.A. bynrakosa npouto cgop-
MUPOBAJIA ¥ Hac 0bpas THXOTo, He3aMeTHOTo
M SHIMKJIOTeHYeCKH 00pasoBaHHOTO JIOK-
TOpa, KOTOPKIi He 0O BeCTH HCTOpUH 60~
JIE3HH, a4 BCE HASHAYCHMWA ITMCAT alTTCKAPHO HA
KJIouKe 6yMakKKH. MOXKeT IoKas3aThcs CTpaH-
HBIM, HO Bee 20 JieT aKTUBHOI O IIpUMeHEHUA
sxorpaduu B aKylepcKou MpakTHKe B HA-
ey CTpaHe CIIELMAMCTHI YIbTPA3BYKOBOMN
JUATHOCTHUKH OTHAJIEHHO HAITOMMHAIM 3€M-
CKHX Bpayeil, MOCKOJNBKY KaxkKIbIi M3 HUX ca-
MOCTOATENTEHO M B aOCOMOTHO TMPOU3BONE-
Ho# (opMe maBan 3aKTIOUeHHUs O pa3sBUTUM
T11onAa. Ka)l(,[[blﬁ CIienaaTicT CAaMONMMYHO pe-

mas, Kakie ¢peToMeTpruIecKre rmapaMeTpbl
ClielyeT OLIEHUBATH W BKJTIOYATH B [TPOTOKOJT
YALTPA3BYKOBOTO MCCIIEI0BAHMS. DTOTIIepe-
yeHb 3aBHCeN OT 3HAHHWI1 Bpaya, €ro rnpaxKTH-
YeCKHUX HABBIKOB, & TAKXKe OT JUarHoCTHYeC-
KMX BO3MOXHOCTEH HCIONb3YeMOM YIbTpa-
3BYKOBOI1 armapaTyphbl.

Bce ronpl cyiiecTBOBaHMS MPeHATAIBEHOI
YIIbTPA3BYKOBOM JMArHOCTUKU OTCYTCTBHE
eJIMHOTO [TPOTOKOMA 3X0TrpahUuecKoro Mc-
CHeIOBAHUA TUTOHA 3ATPYAHAIO B3aUMOTIO-
HUMaHWe Bpadyeil pasHBIX KJIMHWUK, JTHIIAI0
CIIeMaIHuCTOB BO3MOKHOCTH KDppGK‘IHDfI
CTATHCTHYECKOI 00pabOTKH JAHHBIX, BHOCH-
JIO AMCCOHAHC BO B3aUMOOTHOILIEHH JOKTO-
pa ¥ malkeHTKu. PernreHue npobneMsl cTaH-
JapTH3a1 iK1 EIXOl"pa(I)I{'-IeCKOFO HCccnenoBa-
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HHWS B Halllel cTpaHe B3s/1a Ha cebst PoccHii-
CKag accormaimsa Bpaveil yIbTpas3sByKOBO#
JHUATHOCTHUKH B ITEPpHHATONIOTMH M THHEKONO-
T'HH.

Ilpomoxoa ckpurunz06020 yabmpaseykoeo-
20 uccaedosanus 6 10— 14 neod Gepemennocmu

BOTOT POTOKOJ OBLT pa3paboTaH ACCOLIM-
aryeil HeCKOJILKO IT03Xe MPOTOKOMNA CKPH-
HUHTOBOIO YJIBTPA3BYKOBOIO MCCIeIOBAHUS

Bo 11 u 111 TpuMecTpax, KOTOpeIi OBLT yTBep-
XKJIEH B KavecTse ouipaneHoi opMbel Mu-
HHCTepCTBOM 3paBooxpaneHus PO . I1poro-
KOJI CKpMHHMHTOBOTO uccnegoBanus B 10—14
Hen 0epeMeHHOCTH ITOCIE JOTHX JMCKYCCHIA
YTBEPXKIeH H peKOMEHIOBAH K IMPUMEHEHHIO
YYAaCTHUKAMU CIELHATH3UPOBAHHOTO CEMM--
Hapa «YIbTpa3ByKoBasi TUATHOCTUKA BPOX-
JEeHHOI M HACHEICTBEHHOH MATOIOTAM TUO-
Jla B paHHHe CPOKH OepeMeHHOCTH», KOTO-

Haspanue neueGHOro yupexneHus, TeledoH

[NPOTOKOJI CKPHMHUHIOBOI'O VJ/IbTPA3BYKOBOIO HUCCIENOBAHMA
B 10-14 HEA BEPEMEHHOCTH

« » 200__r. Ne viccneoBaHus

@ .M.0. marmeHTKI BO3pacT JeT
[NepBrIii 1eHb ITOCTIETHEH MEHCTPYALIMK CpOK OepeMeHHOCTH HeJl JTH
[Ipenmnonaraemas gaTa poJoB « » 200 r.

Bun viccnepoBaHus: TpaHcabIOMWHAIBHBLN, TpAHCBATUHAIBHBII

B 11o10cTi MATKH BU3YATH3UPYETCS, He BU3YATH3HPYeTCs Tiom(a)
KOImImKo-TeMeHHO# pasMep TIofa MM, COOTBETCTBYET, HE COOTBETCTBYET MEHCTPY-

AbHOMY CPOKY GepeMEHHOCTH

yoapoB B 1 MyuH

YacTora cepeuHbIX COKpallieH i rmiona

Tomira BOpOTHUKOBOIO MPOCTPAHCTBA

MM

ZKenTOuHEIA MeIIOK: BU3YAIM3UpPYeTCs, He BUBYATU3HpYeTCs

CpemHuii BHyTpeHHUN AUAMETp KeNTOYHOTO MEIKa MM

[IperMyliecTBEHHAS JIOKAIM3ALMA XOpPHMOHA: TlepeHasd, 3aH44, rpasasd, JeBad bokoBad

CTEHKHM, THO MaTKH, 00JIaCTh BHYTPEHHEIO 3eBa

CTpyKTypa XOpHOHA:

He

HN3MEHEHA, H3MEHEHa

Oco0eHHOCTH NPUJIATKOB MAaTKH

OCOBGEHHOCTH CTPOEHUS CTEHOK MaTKH!

Busyamiszaims: yIOBICTBOPUTENBHAA, 3aTPYIHEHA

OcobeHHOCTH:

3akinoyeHue:

PexkoMeHalmH:

VIbTpa3ByKOBOM KOHTPOIH B HeJl

®.1.0. Bpaua, Nommick
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Pue. 3.3, bepemennocts 9 e 3 mHst. OnipeneneHme Kor-
YHKO-TEMEHHOTO pasmepa — 24,9 Mm.

peIit poxoau B pamkax 111 Beepoccuiickoi
3UMHEN LIKOJIBI Bpaueil yJIbTPa3BYKOBOM I1-
arHoctuku 20—27 smpapst 2001 r. [59].
bricTpoe mornonHeHue 3HAHMIT O pa3BU-
THH TI0AA B [ TpriMecTpe OepeMEHHOCTH Tpe-
OyeT BHECEHMA HEKOTOPHIX U3MEHEHUIT B
3TOT JoKyMeHT. [locne nopaboTKi OH TaKKe
OyneT npeacTaBiaeH Ha yTBepxK1eHe MuHu-
CTepcTBOM 3paBooxpaneHnsa PA, Ho 1o Toro
MOMEHTA HOCHUT PEKOMEHIATENIHBIN XapaK-
Tep. ClieyeT OTMETUTD, UTO PE3YJIBTATHI YJib-
Tpa3BYKOBBIX HCCJIC,[I,OBaI-l]‘l]?l, IMpOBOAMMBIX
o TeM HJIHM MHBIM IIPpHUYHHAM B Oonee paH-
HHe CPOKH OepeMeHHOCTH, MOTYT OBITH OIMH-
CaHBbI B ITPOM3BOJIBHOM (PopMe, TOCKOJIEKY B

Puc. 3.4. bepementocts 13 nen. Jlpoitns. Orgeriso
BHTHEI JIBA ILJIOJTA.

Havyase 1 TpumecTpa 00beM OOBEKTHBHOMN
HH{opMaIH 00 SMOPHOHE U TIIOIMHOM Hiilie
HEBEJIHK.

[pemmaraemMerii TIPOTOKOM CKPHUHUHTOBO-
ro obcneloBaHMA BKITIOUAET OTMHUCaHME 3X0T-
padHUUeCKHUX IMapaMeTpoOB, JOCTYITHBIX IS
u3yueHus B cpoku [0—14 Hen, KoTopbie MMe-
10T 3HA4YeHNe TS MPOTHOCTUYECKHX OLEHOK
pasBUTHA TUIoAa M (popMHUpPOBaHMS TTOKAa3a-
HUIA K IpYTUM BHIIAM ITpeHATABHOro obce-
JoBaHus. [ToapoGHoe 006CYyKIeHUe IIPOTOKO-
J1a OBLTO TIPOBEAEHO B MPeIBIAYIIEM TOME 3H-
LUKJIONENNH, MOCBIIIIEHHOM TpeHATATbHON
JIMArHOCTHUKE BPOXAEHHBIX TMOPOKOB pa3BH-
TUY B paHHHe cpoKM OepeMeHHocTH [60].

TaGnuua 3.5. HopMarveHele Nnokazareni KoNYWuko-TeMeHHoro paamepa smeproHa,/nnoaa B 3aeMcMMocT OT Cpoka

GepemMeHHoCTH
Cpok Gepe- [MpoueHTUNEHBEIE  Cpok Gepe- lNpoueHTUABHEIE Cpok Bepe- [NpoueHTUAEHLIE
MEHHOCTH, aHadeHws KTP, MM mMeHHocTy,  3HadeHust KTP, MM mMeHHoCTH, aHaueHus KTP, mm
Hen/aHu 5 50 95 HeL/AHn 5 50 95 He//AHU 5 50 95
7/0 5 8 11 9/3 19 25 31 11/6 40 49 58
7/ 6 9 12 9/4 20 26 32 12/0 42 51 59
/2 7 10 13 9/5 21 27 34 12/1 44 53 62
7/3 8 11 14 9/6 22 29 36 12/2 45 55 65
/4 9 12 15 10/0 24 31 38 12/3 47 57 67
e 9 13 16 10/1 25 33 4 12/4 49 59 &9
7/6 10 13 17 10/2 26 34 42 12/5 50 61 72
8/0 10 14 18 10/3 2 35 43 12/6 59 62 73
8/1 11 15 19 10/4 29 37 45 13/0 51 63 75
8/2 11 16 21 10/5 31 39 47 13/1 53 65 77
8/3 12 17 22 10/6 3 41 49 13/2 54 66 T8
8/4 13 18 23 1170 34 42 50 13/3 56 68 80
8/5 14 19 24 11/1 3 43 51 13/4 58 70 82
8/6 15 20 25 1172 3 44 52 13/5 50 72 85
g/0 16 22 27 11/3 37 45 54 13/6 61 74 87
9/1 17 23 29 11/4 38 47 56 14/0 63 76 89
g/2 18 24 30 11/5 39 48 57 14/1 64 78 92
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LU LR

Puc. 3.5. bepemennocts 9 Hert 3 nus. 2KenroqaHeIil Me-
IIOK YKasaH CTpelIKoil.

deToMeTpUUECKHE MTAPAMETPHI TPOTOKO-
Jla BKJIIOYAIOT TOMBKO KOIMYMKO-TEMEHHOM
pasMep M ero COOTBETCTBHE MEHCTPYAIBHO-
MY CpOKy OepeMeHHOCTH, BEIPAXEHHOMY B
TOJTHBIX HeAelIax v JHIX (puc. 3.3, Tab. 3.5)
[61]. B ciyuasx oGHApYKeHUsI MHOTOILION-
HO¥ OepeMeHHOCTH IMPOBOAUTCH Ol€HKA
Kaxmaoro rorona (puc. 3.4). Msmepenue cpejl-
HETro BHYTPEHHETO TUAMETPA XKEeITOUHOTO
MeLIKA MMeeT TPUHITUIIUATLHOE 3HAYEHUE
JUTA COCTaBJIeHHUS TPOTHOCTUYECKOI OTI€H-
KU TeueHuq GepeMeHHOCTH (puc. 3.5). Cne-
oyeT [MOMHHUThL, YTCO B HOPMEe 3Ta CTPYKTYpa
BU3yATM3UpYeTCs: 10 12 Hel, a 3aTeM Mcue-
3aeT. Mi3BecTHO, YTO TIpU AHOMAJIEHBIX pa3-
Mepax KeITOYHOI O MEIIKa, H3MEeHEHUH ero
CTPYKTYPBI ¥ 3XOT€HHOCTH BEpPOATHOCTD He-
pasBHBawolleiicsi 6epeMeHHOCTH BO3pacTa-
€T, CIeIOBATENILHO, OTKIOHEHHSA OT HOpMA-
THBHBIX 3HAYEHHI MPH OLIEHKE XeJITOUHO-
ro Melrka TpeOyroT IHHAMUYECKOr o YIIbTpa-
3BYKOBOI'0 M KJIMHUYECKOTI0 KOHTPOMS 3a
TAHEHTKOI.

PIBTANOE
12

Puc. 3.6. bepemennoctre 12 ven. OnpeneneHue ToImi-
HBI BOPOTHHKOBOTO TIpOCTpatcTBa mioga — 1,5 Mm.

HeoOxoaumo moauyepKHyTh, YTO TaKHe
rapaMeTphl, KAk A0COMIOTHBIE pa3Mephl MaT-
KM, a TaKxe JUaMeTp IUIOJHOro diina, He
UMEROT OONBIITOrO KIMHUYECKOTO 3HAYCHUS,
ITO3TOMY OHH He OBLIM BKIIOUEHBI B IPOTO-
KOIJI.

MsMepeHHe TONIIWHE BOPOTHHKOBOIO
MPOCTPAHCTBA HOCHUT ITPHUHIAMTHAIBHBIN Xa-
paxKTep W JOIKHO TIPOBOIUTHCS BO BCEX CITY-
Yasx COrJIACHO OOILIETIPMHATHIM TpaBHIIAM
(puc. 3.6) |62]: 1) B 10—14 Heq GepeMeHHOC-
TH TIPU YHUCTIEHHBIX SHAUEHHAX KOIMTUMKO-Te-
MEHHOI'0 pasMepa ruioga oT 45 no 84 mm; 2)
TMIPU CTPOTO CATUTTAIIBHOM CKAHWPOBAHWA
TUIoAa. 3a OTKJIOHEHHE OT HOPMbI TIPUHHUMA-
eTcd 3HaueHue, MpesBpilawllee 95-i npo-
LeHT b (puc. 3.7, tabm. 3.6) |61].

O1eHKa cepieqHO AesITeIbHOCTH TUTona
BBEZICHA B TIPOTOKOI B KAUECTBE KOCBEHHOTO
KpuTepHs oTOOpa B IPYIIITY PHCKA ITO XpOMO-
COMHOM TIMATOJOTHH TIIO/A, IO3TOMY MPH
KaXXJIOM YJIBTPA3BYKOBOM MCCJIEIOBAHUHA
cJIelyeT OTMEUATh YACTOTY CEPIeYHBIX COKpa-

Tabnuua 3.6. HopmatueHele nokasarteny (5-i, 50-il 1 95-i NpoueHTIN) TONLWMHLL BOPOTHUKOBOIO MPOoCcTpaH-

CTBa Nnoga B 3aBUCUMOCTU OT cpoka GepemMeHHOCTH

Cpok GepemeHHoCTH TonwmHa BOpOTHWKOBOIO NPOCTRaHCTBa, MM
5-i npougHTUNL 50-i npousHTUAL 95-i NpouUeHTUIL
10 Hep 0 pHelt — 10 Hep, 6 aHeil 0.8 1,5 2.2
11 Hep 0 pHeit - 11 Hep 6 aHell 0,8 1,6 2,4
12 Hep O aHeil — 12 Hep, 6 aHelt 0,7 1,6 25
13 Hepn O pHell — 13 Hep 6 pHel 0,7 1,7 2,7
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Puc. 3.7. bepemernocts 13 ven. Pacrmipertoe BOpOTHH-
KOBOE MPOCTpaHCTRO (7 MM) ¥ TUIONA ¢ cHHIpoMoM JlayHa,

Pue. 3.9. bepemenrocts 10 11 vem. DxrssHiedarms.

llleH[rlﬁ. HOpMa'I'HBHBIe TTOKA3aTEeJ I YACTOTHI
cepleYHbIX coKpaleHui rnoga B 10— 14 Hen
OepeMeHHOCTH, paspaboTaHHBIE B HallleM
LIEHTpe TIPpeHATANBHON TUATHOCTUKH, TIpe/l-
CTABJIEHE B Tabmie 3.7.

B ommume o1 npoToKosia CKpHHHHIOBO-
ro obcneroBaluA Bo I TprMecTpe, TIPOTOKON
PAHHMX CPOKOB COAEPKUT 00SI3aTeIbHYIO pe-
KOMEHIAIIHWID O IMpOBCIeHWW CICAVIOIIETO
YJIBTPa3BYKOBOTO MCCIEA0BAHMS C YKa3aHU-

Tabnuua 3.7. YactoTa cepaeyHbX COKpalleHuii nno-
Aa G YHETOM MHAMBUAOYankHLIX KonetaHuii B 3aBMCHMO-
CTW OT cpoka 6epemeHHocTH [63]

Cpok 6epeMeHHOCTH, HactoTa cepaeqHbIx
Hen COKpalLeHnid, yo,/MmnH
10 170 (161-179)
11 165 (153-177)
12 162 (150-174)
13 159 (147-171)
14 157 (146-168)

1, ] o
PHR® 100

Puc. 3.8. bepemennocts 13 nen. Kucrosnas rurpoma
men ¥y oA ¢ cHHiapoMonm TepHepa.

Pic. 3.10. bBepemennoctns 14 nem, OMmdanoriene (cTpeka).

€M KOHKPeTHOM JAThI WU CpoKa bepeMeHHO-
cTU. DT1a rpada ABIIeTcs JUIHUM HAITOMM-
HaHWEM MALMEHTKE U JIEYALLIEMY Bpauy O TOM,
gyTo 3xorpagus B I TpUMecTpe He 3aMeHsIeT
KOMTIIEKCHOE TIpeHATaNbHOe 00CIenoBaHIe
B Oonee mo3aHue cpokM. Kak yxke ykasbisa-
JIOCH BBILIE, TTALMEHTKH TOJDKHBI OBITH TIOI-
pobHo mMHGpopMHpOBaHLL O TOM, YTo I 3Tan
CKPUHWHTOBOTO O0C/eJOBaHMS HAITpaBIeH
He CTOJIBKO Ha BBIABICHHUE MOPOKOB pa3BH-
THA TTOA, CKONEKO HA (hOPMHUPOBAHHE TPYIT-
el pricka rnmo BH3.

B nocnenHee BpeMsi pe3ynbTaThl paboThI
MHOTUX LIEHTPOB TPeHATATBHON JTUATHOCTH-
KM HAIlel CTpaHbl YOSIUTENBHO MPOAEMOH-
CTPHUPOBAJIHN pea/IbHbIe JOCTHEKEHWA IPAKTH-
JeCcKHUX Bpaueil B UarHOCTUKE pa3IMUHbIX
MOPOKOB B paHHUE CPOKU OepeMeHHOCTH
(puc. 3.8—3.11). D10 mMKTYeT HEOOXOAN-
MOCTb BHECEH WS OTIpe/IENIEHHBIX H3MEHEHWIA
B MPOTOKOJI U BKIIOUEHHE B 00fA3aTENBHYIO
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Puc. 3.12. bepemennocts 1213 nen. Hopmanehoe
H300paKEHHE CTPYKTYP TOJIOBHOTO MOSIA, IPE/ICTABICH-
HOE COCYTHCTBIMH CIUIETCHHAME OOKOBBIX XETYIOUKOE
H M-ax0 («babodkar).

OLIEHKY HEKOTOPBLIX AHATOMHWYECKHX CTPYK-
TYp 1oga [64]. IlepeueHb 3TUX CTPYKTYP
MOMMIEXUT JambHeHIeMy 0OCYKIEHUIO, Ofl-
HAKO, AHAJIN3 ONYyOJIMKOBAHHBIX Pe3yJIETATOB
M coOCTBeHHBIX HaOMIONeHHIT TT0O3BONIHI U
HaM CeNIaThk BEIBOI O HeOOXOIUMOCTH OLIeH -
KW CJIEAYIOIIMX aHATOMHWYeCKHUX oOpasoBa-
HUI M OPraHoB TUIoAA:

— KOCTH CBOJA Yeperna;

— «babouka»;

— TIO3BOHOYHMK;

— JKENVIOK;

— TIepenHss OpIoIIHAS CTeHKA;

— MOYEBOM IY3BIPE;

— KOCTH KOHEYHOCTEH.

[1pu oLieHKe KOCTel CBOJIA Yeperia yke B
KoHLe I TpuMecTpa IOABIASTCH BO3MOX-
HOCTEH BBEISIBICHHS TAKUX MOPOKOB PAa3BUTHS
KakK akpaHusl/3K33H11egamis/aHaHiedanis,
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a TaK:Ke yBeJTMIMBAeTCs BEPOSITHOCTh pAHHEH
JIMarHOCTHUKH YEePIIeHO-MO3TOBOM TPHIKH.

[TpennoxeHHOe HAMM paHee MOHATHE
«babouyka» BKIIOYaeT B ce0s HOpMalbHOe
u3o0paxkeHWe CTPYKTYp TOMOBHOTO MO3Ta,
Mpe/ICTABIEHHOE COCYAMCTHIMU CIUIeTeHUS -
MM OOKOBBIX XeNyJI0ukKoB U M-3x0 (pMc.
3.12) [64]. YeTKad Bu3yamzanus M-3xo mo-
3BOJISIET YK€ B paHHHWE CPOKM 3aTlOI03pUTh
MHOT M€ TSDKeJTble TIOPOKH TOJIOBHOTO MO3ra,
HArpuMep, TOJOIPO33HLIe(QATHIO.

IT03BOHOYHMK, XKeNYIOK, MOUYEBOM ITy3bIph
U KOCTU KOHEUHOCTEH TUIoA OLeHUBAIOTCS
TaK Xxe, Kak v Bo I TprimMecTpe OepeMeHHOC-
TU. Bpauy, mpoBoasiieMy ucciegoBaHue, He-
00XOIMMO KOHCTATHPOBATh HATTHUHE BCEX T1e-
peuMcleHHBIX CTPYKTYP, U B CJIyYae HeTHITHY-
HOH YIETPAa3BYKOBOW KapTHHEL peKOMEHIO-
BaTh AMHAMWYECKHIT KOHTPOJb.

XoTtenock OBl ellle pa3 MoAYepKHYTh, YTO
OCHOBHa# 33ja4ya | CKpHHUHIOBOTO YJIBTpa-
3BYKOBOT'O UCCJIEIOBAHUS COCTOMT B (hopMU-
poBaHuU Tpynns pucka mo BH3. Panusig
muarHoctuka BITP — sTo cBepx3agava, Koto-
pas rMoka He MoxeT ObITh 3(MpeKTUBHO pelle-
Ha B paMKax IMpakTHYeCcKOro 3paBooxpaHe-
Hus. be3ycnoBHO, Kaxaomy Bpady cleayeT
CTPEMUTHCS K COBEPIIIEHCTROBAHMIO 00CTIe-
JIOBaHHUA B paHHMe cpoku. Ho cnenyer mo-
MHHTb, YTO TEXHHUYECKAA CIIOKHOCTH OLIEH-
KM CTPYKTYp IUIO/Ia B pAHHUE CPOKH, TOCTO-
STHHO MEHSIOIIAsACs sXorpadrueckast KapTu-
Ha, HeOomblIMe pasMepbl BHYTPEHHMX
OpPraHoB He TO3BOJIAOT B MOAABIAIOLIEM
GoybIMHCTBE cnydaeB B I TpuMecTpe bepe-
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MEHHOCTH TOYHO JIHArHOCTUPOBATE TTOPOKH
pasButHs. OOBEKTUBHBIE TPYAHOCTH BU3Yya-
JIN3alMU B paHHHE CPOKU OepeMeHHOCTH
JUKTYIOT HEOOXOIUMOCTD 3aIl[UTUTH Bpaya OT
He0OOCHOBAHHONW IOpHMINYECKOMH OTBET-
CTBEHHOCTH. «HarmicaHHoe nepoM He BBIpY-
OUlLIb TOIMOPOM» — 3Ta HApOAHad MYNIPOCTh
JIerJia B OCHOBY pellieH!s WieHOB Accolua-
1MW He BKJIIOYATb B MPOTOKOJT CKPUHUHTO-
Boro obcnepoBaHud B I TpuMectpe o0s3a-
TEJTBHYIO AHATOMHYECKYIO OLIEHKY BCEX Opra-
HOB M CHCTEM TUIOJIA M OTPAHUYUTHCS JIUIITh
TMpUBeIEHHBIM BhITIe nepeuHeM. [1py BeisSB-
JeHUH TOM MM MHOW aHOMANWW pasBUTHAI
noJipoOHOe OrMmUcaHue THArHOCTUPOBAHHBIX
H3MEHEHUN MOXET OBITH TIPEJICTABIIEHO B
pasnene «OcobeHHOCTH».

Ilpomoxoa ckpununeocozo yavmpaseyxoeo-
20 uccaedoganua eo Il u Il mpumecmpax be-
DPEMEHHOCHU

DTOT MPOTOKOI B HACTOSIIEE BpeMs SIB-
JsleTCH YTBepXKIeHHOH (popMOit U J0JIKeH
ObITh 3aI0JIHEH B KOHIIE KaXKJIOro YJIbTpa3By-
KOBOro UCCiIegoBaHus, IpoBegeHHoro Bo 11
TpuMecTpe OepeMeHHOCTH.

Co:%,umme STOrO IpoTOKOJIA HMEET CBOKD
ucToputo. BriepBeie OH OBLT IpeTOXEH BHU-
MaHHIO YYACTHHKOB V cbhe3fga PoccHiickoi
ACCOLMALIMM Bpayeii yIBTPa3ByKOBOI JHUATHO-
CTUKM B M€ PHHATONIOTHHM U THHEKOJIOTUM B
uioHe 1998 1., HO «0OCyXIeH e ITPOTOKOJIa HA
chesfie ObLIO OOJBILE SMOIMOHATBHEIM, YeM
OCMBICTIEHHBIM» ¥ OBLIIO TIe peHeceHo Ha CTpa-

HMLIBI XKypHaia Accoarivi. TobKo crycrs
O/l COCTOSIOCH MTPUHATHE TTPOTOKOJIA WIeHA-
vy McnomHurenbHOro KoMmureTa Accora-
LMK, KOTOpPbIi 3acegan B paMkax I Bcepoccuii-
CKOI 3MMHeH 1LIKOJIBI CTIELMAIMCTOR YIIETpa-
3BYKOBOM JIMArHOCTUKM [65]. MUHHCTEPCTRO
3npaBooxpaHeHuss PO yTBepIuiIo MpOTOKOI
0e3 U3MeHeHHIT 1 BKJTIOUW/IO er0 B KauecTne
COCTABHOI YacTH TpHKasza Ne 457,

Kak u rnporokosn I TprMecTpa 31oT IMpoTo-
KOJT paspabarbIBaJICA [T CKPHHUHTOBOTO YJTb-
TPa3BYKOBOTO HCCIIeIOBAHMsI, TIPOBOIUMOTO B
HaCTosITIee BpeMsi B HALLIel CTpaHe MperMyIIie-
CTBEHHO B XXEHCKMX KOHCYJIbTAUMAX. TeM He
MEHee OH, Ha HALIl B3IJIA IOCTATOUHO YHUBE P~
CANeH Y MOXKET HMCTIONB30BATECS B IMATHOCTH-
YeCKUX I[EHTpaXx, IJIe OCYIIeCTRISIIOTCS YIbTpa-
3ByKOBbIe McclienoBaHus I1 ypoBHsL.

CrnenyeT nmoayepKHyTh, UTO BCe Iepe-
qUCJieHHbBIEe MapaMeTphl ABIAIOTCS 00s3a-
TeNLHBIMU TS OIIEHKHW Ha JII0OOM YpOBHE
obcnenoBanusi. B ciyyae HEBO3MOXHOCTH
CymUTh O KaKUX-JTMOO CTPYKTYpax IJI04a B
rpade «Busyanuzanua» clefyeT OTMETUTh
MPpUUMHY (OXXHpeHWe MaTepu, MOJIOKeHUe
Ioja, MaJoBOAMeE M T.A.) A priori MOXHO
MoJIaTaTh, YTO AUATHOCTHYECKHE LeHTPHI
BKJIIOUAKOT BECh MepevyeHb MapamMeTpos B
CBOM [MPOTOKOJIBI, TIO3TOMY CHELIMAIHUCTHI
LEHTPOB UMEIOT MPaBO He MpUIePXKHUBATE-
CsT yTBepXAeHHOM (POpMBI, JlaBaTh 3aKJIO-
qeHue 00 yIbTpasByKOBOM HCCIIeJOBAHUA B
MPOM3BOJIEHON (hopMe M BKIIIOYATH B HUX
JIOTIOTHUTENIbHEIE TIApAMEeTPHL.

TR e

3t B

Pue. 3.13. bepemennocts 21 nen. [onepeanoe cedeHite ToJIoBEL IUIOTA. a — cXeMarHieckoe H3o0paieHie; 6 — axor-
pamma. Onpenenerie OHITApHETATEHOIO H JIOOHO-3aTEIIOMHOTO pasMepoB — 50,7 1 69,9 MM, | — nojiocts npospad-

HOI TIeperopeiki; 2 — 9eTBepoXoiIMHe.
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Haspanue JieuebHoOro yupexmeHus, TenedoH

[MPOTOKOJI CKPHHUHI'OBOI'O VIIbTPA3BBYKOBOI'O UCCIIEJOBAHUA
B 20-24 HEJI BEPEMEHHOCTH

Jara vcenenoBaHua Ne vcenepoBaHus

O .N.0. Bospact

[lepBrlii geHb MoceaHei MeHCTPyallun Cpok 6epeMeHHOCTH HeJl
HNmeetcsi K1BoI(ble) T10A(bI) B FOIOBHOM,/TA30BOM IIpeI/IesXaHun
GETOMETPHUA:

bunapueraabHBIN pasMep TOMOBBI MM OKpYyXHOCTH IOJIOBBI MM
JIoBHO-3aTHIIOUHBIN pa3Mep MM JlmameTp/oKpyXKHOCTEH XMBOTA MM
JHa GeipeHHOM KOCTH: JIEBOIl MM [IpaBoii MM
JTHHa KOCTeN TOJIeHW: JIEBOI MM  [paBoit MM
JUTHHA TUIe4eBOi KOCTU: JIEBOIA MM  [IpaBoit MM
Jlmina KocTeii TIpeArieybs: JIEBOTO MM  [IpaBorQ MM
Pazmepsl TU10Aa: COOTBETCTBYIOT HeJl

HETMPOITOPLIMOHAIILHEL M He TTO3BOJIAIOT CYANTh O CPOKe BepeMEHHOCTH

AHATOMMA TTITOJA:
bokoBbie XenyAouKH MO3Ta Mozxeuok
bonbiag mcrepHa

JIuueBble CTPYKTYPHI: TIpohUITE

HocoryOHBIA TpeyroJIbHUK [ masHUIBL
[TozBoHOUHMK Jlerkue
4-KaMepHBIii cpe3 cepaua Cpez yepes 3 cocyna
Kenynok KueyHuk

[Touku MoueBoi nmy3sipb

MecTo TipHKpervieH s MyTIOBUHEI K repeiHel GproliHoil cTeHKe

ITJTALLIEHTA, TTYITOBHUHA, OKOJIOTUIOJIHBIE BOJIHI:

[TnameHTa pacrionoxeHa 1o nepeaHeid, 3aaHel cTeHKe Marku, OONELLe CIipaBa/clieBa, B IHe,
Ha CM BHIIIE BHYTPEHHETO 3€BA, obmacTb BHYTPCHHETO 3€Ba
TomumHa NaaneHTs: HOpMATbHASA, YMEHBIIIEHa/YBelM4YeHa 10 MM
CTpyKTypa 11aneHThl
Crenens 3penoctu: 0, I, 11, 111, yTo cooTBeTCTBYET/He COOTBETCTBYET CPOKY OepeMeHHOCTH
KouyecTBO OKOJIOTUTIOMHBIX BOMI: HOPMAIBHOE, MHOTOBO/IHE /MATTOBOIHE

HMHaekc aMHHUOTIIECKOI XUIKOCTH cM
[lynoBuHa umMeet cocyna

BPOXIEHHBIE ITOPOKH PASBHUTHA: nanHbIx He oOHApYKeHO
OBHapyKeHbI:
ITENKA U CTEHKU MATKW: ocobeHHOCTH CTpOEHUSI
OBJIACTDb INMPHIOATKOB
BU3VAIIU3ALIWA: yonosieTBOpUTeNIbHAL /3aTpyIHEHA
SAKJIDYEHUE:

@.1.0. Bpaua, noAmch
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[TpoTOKOI CKPUHUHTOBOIO YIIBETPA3BYKO-
BOI'0 MCCJIEIOBAHUSA COCTOMUT U3 HECKOJIBKMX
yacteii: 1) cBeileHNs O MHAlHeHTKe; 2) U3Me-
peHue OCHOBHBIX (peTOMeTpuUecKUX Tapa-
MEeTpPOB TII011a; 3) OLIeHKAa aHATOMMYEeCKHX
CTPYKTYD; 4) OITMcaHue MPOBH30PHBIX Opra-
HOB M OLIEHKA KOJIMYeCTBA OKOJIOTIOAHBIX
BOM; 5) 3aK/MoueHHe U peKOMeH JALIHM.

Ceedenus 0 nayuennrke JOJDKHBL 00s13a-
TeNBHO CO/IepKaTh JaHHbIE O ToceIHeid
MEHCTpyaIu U4 pacueta cpoka OepeMeH-
HOCTH ¥ TIpeATioiaraeMoro cpoka pomaos. B
Xo/e YIbTPasByKOBOTO MCCIEIOBAHUS BCe
TNoJTyYeHHbIe JJAHHBIE clieflyeT CPAaBHUBATE C
HOPMATUBHBEIMH TS CpoKa GepeMeHHOCTH
3HAUE HUSMU.

Hzmepenue ocHoeHbIX (hemomempudeckux
napamempos nioda BKIIOYAeT OLIeHKY OMIia-
PHETATIBHOIO M JIOOHO-3aTBIIOYHOI'O pasme-
pos (BITP, JI3P), 0KpyXHOCTH FOJIOBbI M XKH-
BOTATUIONA, INTUHBI TPYOUATHIX KocTek. MHO-
TOoJIeTHUE HCCeloBaHMs, TIPOBeieHHEIe B
PpasHBIX KIIMHUKAX MUpa, YOeIUTeTbHO TOKA-
3aJI4, YTO 3TH IMapaMeTphl MOJHOCTHIO OTpa-
KAKOT TeMIThI pOCTA TUT0/1A, TTO3TOMY MX MOXK-
HO MCTIONB30BATh /11 YCTAHOBIEHUS CpPOKa
OepeMeHHOCTH, a TAKXkKe [AJIs OTIpeesieHuUs
COOTBETCTBHA TTOJIYYEHHBIX TIPH YIIbTpasBy-
KOBOM MCCHIEIOBAHUM JJAHHBIX OXWIAEMOMY
MEHCTpPYalIbHOMY CpOKy GepeMeHHOCTH.

BITP, JI3P 1 oKpyXHOCTH TOJIOBHI TLI10JA
CJIelyeT OLLeHUBATH ITPU CTPOIO MOMNepeuHoM

Piic. 3.14. bepemennocts 21 nen. Ilonepedtoe cedeHie
FOJIOBHI ITOMTA. OTpefeieHIie OKPYKHOCTH TOJIOBBL IO~
Jia — 198 Mm.

CKAHUPOBAaHWK HA YPOBHE MOJIOCTH TTpO3pau-
HO¥ e peropofku, 3puTeJIbHLIX OyTpoB 1 HO-
XeK Moara (yeTtBepoxonmus). MamepeHue
BITP ocyuecTriagercsa oT HApYy:KHOI noBep-
XHOCTH BEPXHEro KOHTYpa JI0 BHYTpeHHE
MOBEPXHOCTH HIDKHETO KOHTYpa TeéMEeHHBIX
KOCTel meprieHAMKYyIsipHo M-3x0 (puc.
3.13). I'lpu sTOM CIlenyeT CTpeMUTHCH K YeT-
KO BU3yaM3aumu M-3X0 Ha OJMHAKOBOM
paccTOSHUMA OT BHYTPEHHUX MOBEPXHOCTEI
TeMeHHBIX KocTel. JI3P mpencrapnseT coboit
paccTOHME MEXAY HAPYKHBIMU KOHTY paMH
JIOOHOM M 3aTBUIOYHOM KOCTAMM (CM. PUC.
3.13), a OKPYKHOCTbH T'OJIOBBI — JUTUHY OKPYXK-
HOCTH 0 HAPYKHOMY KOHTYpY (puc. 3.14).
JL1s1 KpaTKOCTH YIIOTPeOISIOT TePMUHBI «OK-
PYKHOCTB»,, «M3MepeHHe OKPYKHOCTHU», ITOJ1-

Puc. 3.15. bepemennocts 21 venr. Lonepednoe cedeHne x1BoTa ITIONA. a — cXeMaTHIecKoe H3o0pakeHHe; § — axor-
panvma. OnpeneneHie MepefHe3aTHETO H NONepeIHOro THaMeTpoB — 55,4 u 43,8 MM, Crpenkoil ykazaHa IyTiouHAst

BEHa.

65




3 riaaBa

Puc. 3.16. bepemennocts 23 Hep. [lomepeyHoe cedyeHie
AHBOTA oA, OnpeneneHHe OKPYHHOCTH XKHBOTA TUI0-
ma — 180 MM,

pasyMeBasi, pasymMeeTcsi, U3MepeHue JTHHEL
OKPYKHOCTH.

OreHKY pasMepoB XUBOTa clielyer 11po-
BOJIMTH IIPU [OTIEPeYHOM CKAHWPOBAHWH TY-
JIOBMIIIA B JIBYX B3aMMHO IeplieHIMKYISPHBIX
HalpapieHUsIX. OCHOBHEIM OPHEHTHPOM
IMpaBUJILHO BLIGpEII—IHOﬁ INTOCKOCTH CKaHM-
POBaHUSI SIBISIETCSI CPe3 ITYTIOYHOH BEeHBI, BH-
SYATH3HPYIONIMHCH KaK OKPYIIIOe aHaX0reH-
Hoe oOpazopadve HeOOJBIIHUX pasMepoB,
pacrojloxeHHoe Ha 1/3 paccrossHus o 11e-
pemHeit OpIoNIHON cTeHKH 110/1a. CpenHui
AUaMeTp XKHUBOTa MpejicTariser coboii cpeli-
HeapudMeTHIeCKoe TiepeiHe3aIHero U I10-
repevyHoro JuamMeTpor (puc. 3.13), a oKpyx-
HOCTB — JUTHHY OKPYXHOCTH I10 HapyXXKHOMY
KOHTYpY (pHc. 3.16). B nioBcelHeBHOM NTpak-
THKE BO3MOXHO HCITOIR30BaHUE 060MX T1a-

smauh .

Puc. 3.17. bepeMertocTs 21 Heyr, TpomonsHoe CKaHHpoBaHie Oefpa IUofa. a — CxeMarHIeckoe H3obpakenie; 0 —
axorpaMMa. OnpereneHHe JUTHHRE GenpeHHoi KooTH Torona — 34,4 M.

.ONSAYN

Puc. 3.18. bepeMenHocTs 23 Hen. TTpomonbHoe CKaHm-
POBaHHE KOCTel I'oneHH IUiona.
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Puc. 3.19. bepementocTs 21 e, [IpononsHOe CKAHH-
POBaHHE KOCTei Ipeleybs TUIoIA.
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Puc. 3.20. bepementocts 24—25 Hen. PenykiiMoHHoe nopaKeHe npapoii epeHHoll KocTi. a - JieBast OeipeHHAs

KocTh (47 mm); © - npapas GefipeHHast KocTk (23 MM).
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HEASURENENT 1

Puc. 3.21. DxorpaMMa rofeHedl TUIoaa mps KaMTIOMETH-
gecKoil muciniasun. OTIeTIHEO BIITHO YKOPOJEHHE H HC-
KPHBIICHHE KOCTEH ToJIeHH.

pamMeTpoB, OIHAKO OONBIIMHCTBO 3apyOek-
HBIX X OTeYECTREHHBIX CIELMATTACTOR ITpefl-
TMOYHUTAIOT U3MepeHKe OKPYKHOCTH.
JlnirensHoe BpeMst obsizaTenbHas (eTo-
METpHA 3aBeplianach U3MepeHHeM IJTUHbI
ofHoM OegpeHHOM KOocTH. B rmocneaHie romsl
TPOTOKOJ MCCINedOBAHWA 3HAYUTENBHO pac-
LIWPUHICS 3a CUET BKIOUYEHHA B HETO CBeJe-
HHii 00 00erX OeipeHHBIX M IIeYeBbIX KOC-
TSX, a TAKXKE O KOCTIX rOJIeHel W MpeaIve-
yuid Tutoga. OneHKa 3THX MapaMeTpoB 1o~
paszyMeBaeT He TONBKO U3MepeHue JUTHHEL, HO
M OLIeHKY MX (POPMBI M 3XOT€HHOCTU (pPHC.
3.17, 3.18, 3.19). D11 cBegeHUss HeoOX0oH-
MBI B IIEPBYIO OUepelb 114 IpeHATAIBHON IH1-
ArHOCTUKY CKEJNETHBIX AUCTLIA3HIA, THArHO-
CTHKA KOTOPBIX, 110 JTaHHBIM PMIIM, BBIZbI-
BaeT CYIIeCTBEHHbIE TPYAHOCTH Y CIIel[Ma -
cToB (puc. 3.20, 3.21). CrienyeT HOmMIe pKHYTh,

4TO MPOTOKOJ UCCIEeMOBAHWS IOJKeH COfep-
XaTh CBeIeHW O YMCIEHHBIX 3HAYEHHAX
JUTMHBI BCEX TIEpeYHUCIIEHHBIX KOCTEM, UTO
ABISETCS TAPAHTUEHM OT MPOIMYCKA PeayKIin-
OHHBIX IMTOpAXKeHWI KOHEUHOCTEM.

Ouenka (peTOMETPUUECKHX TIOKA3ATENei
Mo pasyMeBaeT He TOJIEKO BHeCeHHe B ITPOTO-
KOJT YMCIIEHHBIX 3HAUEHMI TOrO MM MHOTO Ia-
pamMeTpa, HO U MHTePIIPETALIAIO MMOJIyYeHHBIX
JaHHBIX. O4eBUIHO, UYTO COOTBETCTBHE BCEX
(peToMeTpHIECKHX ITapaMeTPOB HOPMATUBHBIM
3HAYEHHAM O3HAYAET, YTO ITI0L pa3BUBaeTCH
MPOTIOPLIMOHAIBEHO W COOTBETCTBYET PACCUM-
TAHHOMY paHee MeHCTPYyaIbHOMY CpoKy Gepe-
MEHHOCTH. BO3HMKaeT BOIIPOC: YTO CIEAYET
CUWTATh HOPMOM M KaKHe HOPMATHBHBIE TTOKA-
3aTeJIM MOXXHO HCTIONB30BATH B ITOBCETHEBHON
pabote? [1pocTad noruka IoacKasbIBaeT, YTo
(peromeTpiisi B ATIOHMA AOJDKHA OTITMYATLCS OT
JIAHHBIX B cTpaHax CKaHAWHABUM, 8 KOHCTH-
TYLHOHATBHBIE OCOOEHHOCTH POIUTENEH HEW3-
GeXHO BIIMSIOT HA BECOPOCTOBBIE TMOKA3ATENTA
[I0/1A.

BONbIIMHCTBO COBpeMEHHBIX VIIBTPa3By-
KOBBIX aInapaToB COAepat JaHHbIe O HaW-
Oollee U3BeCTHBIX (peToOMETpHUYECKHX ITpO-
rpamMax. Hame gpyrux B ctpaHax EBpons u
OONBIIMHCTRE perHoHOB Poccuu MCIonb3y-
totes nporpammel F. Hadlock, M. Hansmann
u S. Campbell. OreuecTBeHHBIE heTOMETPH-
geckue nnporpaMmel (B.H. JleMHUI0OB H COABT..
M.B. MeapeaeB 1 coanT.), 6e3yCI0OBHO, X0~
POLLHN JUTA TTOAABIIAIONIEro OOIBIITMHCTBEA pe-
ruoHoB Poccyi, oIHAKO HX HEOOXOIMMO 10~
MOJTHUTETbHO BBOIIUTE B NAMYTh YJIBTPA3RBY-
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KOBBIX anmaparoB. HeobxomuMo MOMHWTS,
YTO JUIA TIOBBILLIEHWS KavyecTBa MpeHaTalb-
HOI TMATHOCTUKW M TOYHOCTH pacueToB pe-
THOHBI, HMEIOIIHe STHHYeCKe ocobeHHOC-
TH, JOJDKHBI pa3pabaThiBaTh U BHEAPSITH B
MPaKTHUKY COOCTBEHHBIC HOPMATUBHBIE 3HA-
yeHud [63]. Hampumep, UCITONb30BaHUE pe-
TMOHATBLHBIX HOPMATHUBOB, pa3paboTaHHBIX
M.A. BceToBbM B pecrybmike JlarectaH,
IPUBEJIO K TTOBBIILIEHUIO YYBCTBUTEIBHOCTH
sxorpa¢mu B NMpeHaTalbHON AMArHOCTHKE
3a/IePXKKN BHYTPUYTPOOHOTO pa3sBUTHS IO~
nmac 67 go 83%, a cieruduaHocT! — ¢ 72 10
89% [06]. B Tabmuiie 3.8 rpencTaBieHb HOp-
MaTHUBHBIE 3HAYECHUA QeTOMETPHUECKHUX T10-
Kazateneil, pa3zpaboTaHHBIX B HAILIEM LIEHT-
pe TpeHaTaTbHOM TUArHOCTHKNA.

B mo6oii peromeTpruyecKkoii mporpaMmme
JIAHHBIE O JIMHAMHUYECKOM M3MEHEHWH TOTro
WJTH MHOT O TTapaMeTpa IpeJICTABIECHb B BHIe
MpOLIEHTHIBHEIX KPUBBIX, KOTOPBIE OTpaHK-
YHBAIOT 001acTh HOPMBEL. JIpyrumMu cJioBaMu,
IPOBOIA MCCIIEAOBAHMA HECKOJIBKUM Mali-
eHTKaM Mpu (PU3HOJIOTMYECKH MpOoTeKaro-
X GepeMeHHOCTSIX, HArpuMep, B 20 Hel
MBI BITpaBe 0XWAATh, UTO M000i (heToMeTpHU-
YyecKHil mapaMeTp OyzeT BapeHponaTts. Ha-
rpyMep, JUTHHA OeIpeHHOM KOCTH MOXKeT Ha-
XOAUTBCH B Mpefenax UHIMBUAYATEHBIX KO-
nieGanuii oT 29 10 37 MM M OTIIMYATHCS OT 33
MM, KOTOpPBIE SIBISIOTCS «30JIOTOM Cepeu-
HOWM» T4 3TOro cpokKa bepeMeHHOCTH.

OrnrruManeHoi peToMeTpHUYECKOM Mpo-
rpaMMOFi, YUMTBIBAIOI e MHOTHE HIOAHCHI
OILIeHKH TIapaMeTpOoB II0AA, CleyeT TIph-
3HATh pa3paboTKy, peKOMEeHAOBAHHYIO B
cepeguHe 90-x rr. AMepukaHcKUM MHCTH-
TYTOM YIbTpa3Byka B MeaunuHe (AIUM)
[47]. OHa He TONBKO MpeayCMAaTPHBAET aB-
TOMATHUYECKOE CPpABHMBAHHUE MOIMYUeHHBIX
JIAHHBIX ¢ HOPMATUBHBIMHU TTOKA3ATEIAMM €
yueTOM MHIMBUAYAJIBHBIX KoJleOaHWil 1
OXHMIAEMOTO CpoKa OepeMeHHOCTH, HO U
CAMOCTOSITEIbHO PACCUUTBIBAET pa3IMIHbBIE
MHAeKCHl (uedaludyecKndii HHAeKC, OTHO-
LIeHKe [UTHHBI U3MepeHHOM KOCTH K JUTHHE
OXUIaeMOM U T.11.), KOTOPEIE TTOMOTaloT
OILIEHUTH TIPOMOPIHMOHATHLHOCTL pasBUTHS
roaa.
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Ouenka anamomMuveckKux cCmpyKkmyp niooa —
5TO caMas CJIOXKHAY YacThb YJIBTPA3BYKOBOIO
CKpUHUHTOBOTO uccheqoBanus. MUsyuenue
aHATOMMH 1ieJiecooOpa3Ho IMPOBOINTD ITOCITe-
JIOBaTeJIBHO T10 eIMHOM cxeMe (roJioBa, JIMILIO,
IMO3BOHOYHMK, JIETKHE, CcepaLe, OpraHbl
OpIOLIHOI IMOJIOCTH, TTOYKH U MOYEBOM I1y-
3bIpb, KOHEUHOCTH) MrddepeHIINATEHO-T1-
arHOCTUYECKHM MEeTOIO0M, OCHOBHAS 1eNb
KOTOPOI'0 — YCTAHOBUTH HOPMY, TO €CTh COOT-
BETCTBUE AHATOMMYECKON CTPYKTYPEI KOHK-
PeTHOT 0 OpraHa orpeieieHHbIM HOPMATHUBAM.
Hanpumep, yeTkasi BU3yaamzaiys 60KOBBIX
JKeNY0UKOB, IIMPHHA KOTOPHIX B HOpMe He
npepeiiaer 10 MM, TIO3BOJIAET HCKITIOUUTE
Hauue ruapoiieaini y roga B MOMEHT
HCCIIeIOBAH M.

AHaIU3 AHATOMIWM TJIOJIA HAYMHAETCSI YKe
B XoJie M3MepeHus (peToMETPUUECKHX Tapa-
MEeTPOB M ITPOIoIIKAaeTCA J10 TeX ToP, IMOKA BCe
TYHKTH CKPUHUHTOBOTO TIPOTOKOTIA He OymyT
MOMHOCTHIO olleHeHBl. Bpau, npoBoasiuii
UCCIIeIOBAHUE, He JOJDKeH OO4ThCS TMPOITyC-
TUTH TOT WJIM HHOI MOPOK pasBUTH4, HO J0JI-
KeH CTPEMMTBLCS K TOUHOMY COOJIONeHUIO
BCEX METOMTIECKHX TIPABUI M peKOMEHIAIIMIA
TIO BH3YAITH3Al[AHU AHATOMHWYECKHX CTPYKTVP.

MeToar4ecKHU NMpaBHIIBHOE U3MEpeHHe
BITP m JI3P — niepBbIX (heTOMETPHUUECKHUX
rapaMeTpoB — TMO3BOJISIET OLIEHUTh TTPAKTH-
YeCKH BCe CTPYKTYPHI TOJIOBHOTO MO3Ta, BXO-
Jere B mpotokoll. OueBraHo, uyto BIIP u
JI3P HeBO3MOXHO OLIEHWTh, HE YBUIEB T10-
JIOCTh TIPO3PAYHOL TIEPETOPOAKHU M 3PHUTEITh-
Hele Oyrpel. [pu mornepeuHoM cKaHUpOBa-
HHH TOJIOBBI TUIO/IA YeTKO BU3YATM3HPYIOTCS
M JIETKO M3MePSIIoTCsl DOKOBBIE JKeJyI0UKH (B
HOpMe UX IIIUPUHA He OJDKHA MpeBbliath 10
MM) (puc 3.22), a He3HAYMTENBHBII HAKIOH
JATYHKa B CTOPOHY 3aThLIKA TUTOAA CIIOoCcO0-
CTBYET OLIEHKe aHATOMUM MO3XKeuKa (YepBb
M 00a roJTyIuapusi) M nepejiHe3aiHero pasme-
pa GOJIBIION MCTEPHBI (B HOpME He [JOJKeH
npeBbiaTh 10 MuM) (puc. 3.23).

Pezyneratel uamepenuit BITP u JI3P no-
3BOJIAIOT PACCUMTATH LedaTuyecKii MHIEKC
(BITP/JI3P x 100%) 11 06beKTUBHO OLIEHWUTh
¢dopmy ronossl. [1pu 3HaUYeHIAX UHAEKCA
<71% n >87% ¢opma TOJIOBBI [UIOA paciie-
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Puc. 3.22. lloniepeanoe ceuenne roiosrl moopa. MzobpaxkeHie 3aHero pora npaporo 60KOBOIO KEIyIoduKka (Crpeii-
Ka) TOJIOBHOTO MO3Ta TUIONA B HOPME — 7 MM (a) M 1IpH BeHTpHKynoMeratan — 12 mM (6).

HEaSUg® .‘:P.U-_

FRGE -1

Puc. 3.23. lonepeuHoe cedeHHe TOJIOBRL ITToMa. FlsoGpaxkeHie CrpyKTyp 3aIHeli 9epeltHoi SSMKH B HopMe (a) | IIpH

cuHapoMe Jlermn

HHUBaeTCsl Kak nonuxoredaniueckast U opa-
xulledannueckasi, COOTBETCTBEHHO.

[Tpu ismeperu BITP 1 JI3P Bpad Bomb-
HO WJIM HEBOJIBHO OLIEHWBAeT M LIeJIOCTHOCTD
KOCTHOIO KOHTYpa, HApYLIeHHe KOTOPOro
HabmoaaeTcs Ipy HEKOTOPBIX TIOPOKAX pa3-
BHTHA LIEHTPaNAbHOM HePBHOM CUCTEMEI ITJIO-
na. Hamuuue WHTpa- M napakpaHUabHBIX
oOpaszoBaHMA TaKXkKe MOXHO 3arof03pHTh
MpH U3yUYeHWH CTAHIAPTHOM TJIOCKOCTH CKa-
HupoBaHus a1 uzmepenus: bITP.

Takum oOpaszom, U3yyeHHe CTPYKTYpP ro-
JIOBHOTO MO3ra IUto/ia Tpy CKpPHUHWUHT OBOM
obcnenoBaHHUN — 3T0 METOIMYECKH He CIIOX-
HEII TIpoliecc, KOTOphIi TpeOyeT NMUIlbL BHU-
MAaHMs M COCPeIOTOYeHHOCTH Bpaua, a Takke
3HAHWI 00 YNBTPA3BYKOBOM AHATOMUM psa
CTPYKTYP LEHTPAIbHON HEPBHON CUCTEMBI.
CrneayeT TIOMHUTL U O COOMOAeHNH CPOKOB
poBeJieHNs 3xXorpaduii, MOCKOMEKY B Ha4a-

Vokepa B coueTaHHH ¢ areHe3Hell Mo3oJHeToro Teia (0).

ge I1 TppMecTpa MHOTHE TIOPOKM pasBHUTHA
TOMIOBHOIO MO3ra (Harpumep, CMHApoM JleH-
o — Yokepa, HEKOTopEIle GOpMEI THAPOLIE-
¢danmnu U T.4.) eliie He TposiBsiioT cebst. He-
KOTOpPBEIE AHOMATHH LIeHTPATBHOM HePBHOM
cUCTeMBI (aHeBpH3Ma BeHbI [aneHa, apaxHo-
UIATBHBIE U TIOpsHIledaTnyecKie KUCTH U
JIp.) MOTyT MaHudecTHpOBaTh TOMBEKO B 111
TPUMECTpE, TIO3TOMY TPETHIi 3Tl CKPUHHH-
ra spnsgeTcs obszarenbHbiM (puc. 3.24, 3.25).

Jluo roiopga — 310 BTopoit 00BeKT 114 M3y-
YeHUs B XO[ie CKPMHUHTOBOTO 3XOrpauyec-
KOTO HWCCIeIOBAHUS, KOTOPBIH BKIKOYAET
OLIeHKY MpodMIIs, TIa3HUIL 1 HOCOIYOHOro
TPeYroJibHUKA W HAaUMHAETCH € TONYyYeHUA
CATUTTAILHOIO cedeHUs ronosbl (puc. 3.26).
Hzygenuie mpoduiisi o3BoaseT fMarHOCTHPO-
BATH Psifl TIOPOKOB pa3BUTHA (HAITpUMEp, «BbI-
NAYMBaHHE» BepXHEH YeJFOCTH TIPH JBYCTO-
POHHEHN WK GOJIBIIOH CpeITMHHON paciieu-
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10-360
&=

w358

Puc. 3.24. Tonepedroe cedieHHe TOIOBHI TUTONA. ApaxHo-
MIATBEHAS KHeTa (eTperika). Thpy uerrons3oBaHHH pexHMa

IBETOBOTO IOMIIEPOBCKOTO KApTHPOBATHS OTIETIIHBO
BHIHO OTCYTCTBHE COCYITHCTOTO TeHE3a OOpasoBaHsl.

""Eiz-'m
PIEE * cbee tPer o

Puc. 3.28. DxorpaMma mpoduIist TUIONA TTpH JTMMpaHTH-
OME JIMIIA (CTpesKa).

He JIMIIA), a4 TAKXe OLIeHUTh HATWYHe 3X0-
rpadguIecKix MapKepoB XPOMOCOMHBIX aHO-
MAJTHI (CIIakeHHBI TTpod b, yMeHBIIeHIe

IUTMHBI KOCTeli Hoca, MUKPOTeHUS M T.J1.) ( pHC.
3.27, 3.28, 3.29).

Pue. 3.25. TonepeuHoe cedeHiie roJIoBH 1004, AHEB-
pusma seHbl [anena (crpenka). Ilpu nenonszosannmu
pesIMa IBETOBOTO HOIMILTEPOBCKOTO KapTHPOBAHHS OT—
YETIIHBO BHIEH COCYIMCTEIH TeHes o0pa3oBaHHS.

Puc. 3.27. Dxorpamma npodpiis IWIoga ¢ apuHHeld
(cTperka) IpH CHHIpoMe DBapica.

Puc. 3.29. Dxorpamma npodpuist TUTONA TTPH CPEIHHHO
pacimesiHe. BHIHO «BBIsMUBAHHE» BEPXHEH YEITIOCTH.

[ ma3HULIBI TIOOA BU3YATM3UPYHOTCS B KO-
POHAPHOM CeUeHHWH B BHU/IE AH3XOTeHHBIX OK-
PYTILIX CTPYKTYP (pric. 3.30). B pamkax ckpur-
HUHTOBOTO MCCEI0BAHUS HeOOXOIUMO TIPO-
BOIWTH OOIIYI0 OLIEHKY OpraHOB 3peHUS TII0-

71



3 riraBa

Puc. 3.30. bepemennocts 23 Hen. OTYSTIMBO BMITHBI
TIAZHHUITET TUTOMA (CTPEJTKH).

Puc. 3.31. DxorpaMma HOPMAaIBHOTO H300PaKeHMS HO-
COTYOHOTO TPEYTONBHHKA TUTOJTA.

Puec. 3.32. DxorpavMma HoCOTyOHOTO TREYTONBHHKA TUTO-
Jia TIpH CPeIHHHON paciigliiHe (CTpelika).

Jla ISl UCKITKoUeHUsl TpyOoii maTonoruu
(aHodTambMUA, LIMKIIOIHUI, HOBOOOpa3oBa-
HUs). He crnemyer 3abbIBATh 0 BO3MOXKHOCTH
H3yYeHH XPYCTATUKOB, KOTOpPBIE B HOpME
MpeACTaBJIEHB B BHIE THITEP3IXOTeHHOTO
KOJIBLIA, PACITOJIOKEHHOTO BHYTPH TJIa3HH-
IIbl, ¢ AHBXOTeHHOM LIEHTPAIBHOM CTPYKTY-
poii. ITpy BpoX 1eHHOM KaTapaKTe XpyCTalHK
CTAHOBHUTCS THIIEP3XOT¢HHEBIM.
HocoryOGHOM TpeyroJlbHMK — BaXHBIH
OOBEKT [T UCCIEIOBAHUA B XO/le CKPUMHWH-
TrOBOTO YJIBTPa3sBYKOBOIO HccheioBaHus. Ero
OLIEHUBAIOT, MCTIONBL3Ys MTPeHMYIIeCTBeHHO
(POHTATBHYIO ITUIOCKOCTB, KOTOpAs TIPOXO-
JIUT Yepe3 KpbLIbsl HOCA, BEPXHIOK I'Y0y U
MepeIHIOI YacThk Heba (puc. 3.31).
H3ayuenre HOCOryOHOTO TpeyroJibHHKA
MO3BOJIAET TIPEXK/Ie BCETO 3aTI0N03PUTE HAlu-
Yylie pacIIeNIMH TYOBl M Heba — JOCTATOYHO
YACTBIX B IIPEHATAIIBHOM TTEPHOJIE TIOPOKOB
Pa3BUTHUS, — KOTOPbIe BU3YAIIM3UPYIOTCS KaK

Puc. 3.33. bepemennocts 21 Heyr. TTo3BOHOIHHK IIONA.
Ilpoponshoe ckaHHpOBAHHE.

TUIO- WM AH3XOTreHHbIe HedeKThl (puc.
3.32).

B ommidie oT CTPYKTYp TOOBHOTO MO3Ta
sxorpaguyeckas OLleHKa CTPYKTYp JIMUa B
psie cJIydaeB MOXKeT OBITh 3aTpyIHeHA B CBS -
34 C TIOJIOXKEeHUeM TUIoAa, yMeHbIIIeHUeM KO-
miyecTBa Boa W T.4. [1pH oTcyTcTBHM BO3-
MOXKHOCTH YETKO BU3YAIHM3aLMH HE 00OX0I1-
MO CHeJIATh COOTBETCTBYIOLLYIO OTMETKY B
rpade «Buzyaruzamusi».

Crnenyionmii 00beKT CKpUHHHTOBOTO HC-
CIIeIOBAHKUA — TTO3BOHOYHHK I1J10JA4, KOTO-
pBIil HEeOOXOIMMO OLIEHHMBATL HA BCEM TTPO-
TSKeHHMM Kak B ITpooibHOI (puc. 3.33), TaK
U B ITOMNepevHoil TrockocTu (prc. 3.34). IMpu
MpOAOJBHOM CKAHUPOBAHUHU TIOSBISIETCS
BO3MOXXHOCTBh BU3yaIU3aliuy OONbIIHX Tpbl-
JKeBBIX 00pa30BaHUIA, COMPOBOXKIAIOLIMX HA-
Jvue oTKpeIToi spina bifida, a Takke Kpec-
THOBO-KOITIMKOBO#M TepaToMbl (prc 3.35), a
MpHU MOMepevyHOM — OILIEHUTb 3aMKHYTOCTh
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nig-aef c2

Pue. 3.34. bepemennocts 21 ven. [lospoHoaHnk mioma.
TonepeaHoe cKAHHPOBAHHE.

ZAHe !&Jﬂlgh

Puc. 3.36. bepemennocts 24 wen. Spina bifida (crpen-
Ka). TonepeaHoe CKaHHpOBaHHAE.

TMO3BOHOYHBIX KOJIELl, KOTOpas HapyluaeTcs
TIpU 3aKpHITOl spina bifida (puc. 3.36).

[Tpu M3ydeHMM NeTKuX TI10/1a HeoOXomm-
MO OLIEHHUTb MX 3XOIeHHOCTh, pa3Mepbl, Ha-
JIMYHE B TPYIAHOM MOJIOCTH CBOOOIHOMN XKU/I-
KOCTH WIH TNaToJornyeckux obpazopanuii. B
HOpMe JIeTKHe BU3YaTU3UPYIOTCS B BUIE TO-
MOTE€HHBIX CTPYKTYp cpeHeil 3XOreHHOCTH,
Kax[oe U3 KOTOPBIX 3aHMMaeT B cpefnHeM 1/
3 TIOTMEepEevYHOTO CEYEHHA IPYIHON KIETKH
(puc. 3.37).

Cpenu BpoXKIeHHBIX ITOPOKOB JIETKHUX
HauboJee YacTo B MpeHATAIEHOM MepHroie
JIMarHOCTUPYeTCS KHCTO3HO-a1eHOMATO3-
HBIH TTOPOK, KOTOPBII B 3aBUCUMOCTH OT
(hbopMBI MOXeT TIPOSIBISTLCS Pa3IUYHBIMU
axorpadpyecKMMHM MpU3HaAKaMHu (puc. 3.38).

HccnenoBanue cepaua roga — ofiMH U3
Haubosee CJIOKHBIX 3TATOB CKPUHWUHTOBOTO
VABTPAa3BYKOBOTO MccneaoBaHus. OmeHKa
5TOTO OpraHa BBI3LIBAET HAUOONBIIINE TPYI-

Puc. 3.35. DxorpaMMa NMO3HOYHHKA TUIONA TPH KPecT-
LOBO-KOITYHKOBOH TepartoMe (CTpeliKa).

ROEIBYE e

Puc. 3.37. BepemenHocTs 23 Hell. BDXorpaMMa JIETKHX
TUIO/A.

HOCTH Y Bpaueii yIIETpa3ByKOBOM AHATHOCTH-
KW, paboTaoIMX B yupexxaeHuax I ypoBHA 1
He TTPOLIeIIHX CIELHATH3HPOBAHHOTO 00y-
JeHUS.

B Hactosiniee Bpemsi B 00si3aTe NbHBII
CKPUHUHTOBBEIM IMPOTOKOJI BXOJWT TOJIEKO
OLIEHKA YeThbipexKaMepHoro cpesa cepjia.
HMccenenopanve aHATOMUU MarucTpalbHbIX
COCYIOB — TIPepOTaTUBa TUATHOCTHUECKUX
1eHTpoB. M3yueHue YeTbIpexKaMepHOTo cpe-
3a CIIe/yeT MPOBOAMTH ITPH MOTNEePeYHOM CKa-
HHPOBaHWH I'PYIHON KJIETKH IJI0A HA YPOB-
HE ATPUOBEHTPUKYJISPHBIX KJIAAHOB, IS
JEeTO JIATYMK YCTAHABIMBAKOT TEPTICHIUKY-
JIIPHO MO3BOHOYHHUKY T1oaa. I1py nmpaBmiib-
HOM [TOJIYUEHMH UYEThIpeXKaMepHOro cpesa
YEeTKO BHU3YATU3HUPYIOTCS ITPaBblidi U SIeBbII
XKeJIyI0OUKH, TPAaBoe U JieBoe Tpeacepauns,
MEXKKETYIOUKOBas W MeXIIpeacepaHasn rme-
peropoikH, CTBOPKH MUTPATBHOTO M TPUKYC-
MUIATBHOTO KiaraHa (puc. 3.39).
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Puc. 3.38. Tlonepednoe cedeHHE OPTaHOR IPYITHOM KITeT-
KM TUTOMA TIPH KHCTOZHO-A/TEHOMATO3HOM TIOPOKE pas-
BMTILS JIEBOTO Jierkoro | Tina (cTpenka).

Puc. 3.40. AnomanpHoe H300paXkeHHe YCTRIPECXKaMEp-
HOTO cpesa ceplila IUTona TpH aTpesHd MHTPAIBHOTO
knanaHa. JIeBHIi KemyToueK YMEHBINCH B pasMepax,
JABIZKEHIE CTBOPOK MHTPAJIBHOTO KIAaIlaHa OTCYTCTBYET.

CobiosieH1e OIpeIeIeHHOM OYEPEHOCTI
BOTAINAX OLIEHKH CepILA 71014 IO3BOJI4eT Bpa-
Yy IPOBECTH KAYECTBEHHOE SX0KApAUOrpau-
YecKoe HCCIIefoBaHNe U UCKIIIOUNTE 10 80%
BPOXAEHHBIX TIOPOKOB cepatia. [pu kaxkmaom
VIIBTPa3BYKOBOM CKPHUHWHIOBOM HCCIIEI0BA-
HUU TIPH U3YYeHUH CepIlia IUiofa 1esecoon-
PasHO OTBeYATh HA CIeIVIOIINe BOMpock [67]:

1. 3anuMmaeT N cepale MJIoga HOpMaib-
HO€ pacIioioxeHHe?

2. HopMasIEHBIE JIU pasMephl cepaua?

3. Kak pacrioyiaraercsi och cepia?

4. OnMHAKOBEIE JTM pa3Mephl Ipecepamii
M XKeJTyTOUKOB?

5. Het mu nepeKToB MEXIKeJTYIOUYKOBOM
Neperoponku?

6. 3aHMMAIOT JTM ATPUOBEHTPUKYJISIPHBIE
KJIalTaHbl HOPMAJIEHOE MOJIOXKeHHe?

Puc. 3.39. bepemennocts 22 ven. HopMansnoe msobpa-
HKEHIE YCTHIPEXKAMEPHOTO CPE3a CepIIa TITCONA.

Puc. 3.41. AnoMaipHOE H300PaXKCHHE YCTRIPEXKAMEP-
HOTO CPe3a cepiia Iona npu ub poasiactose 9HI0Kap-
Jia. DHIOKAPI JIEBOTO KEIYIOYKa 3SHAMMTEILHO TTOBBI-
ITIeH H cpaBHHM ¢ 3XOTeHHOCTBIO KOCTEIL.

7. Het v M3MeHeHMI SHI0KAapaa, MUO-
Kap/Ja v rnmepukapaa?

B HopMe cep/ilie ¥ TUTONA pacTioNiaraeTcst
TIPEUMYIIECTBeHHO B IIepeIHEM JICBOM KBa-
paHTe ¥ 3aHMaeT He Gonee 1/3 morepeyHo-
ro cpe3a IpyIHOM KJIETKH. ¥YTOJI MEKAY OChIO
ceplla v CAaruTTATLHBIM HAIlpaBlieHUeM B
cpeiHeM COCTaBisieT 45° (MHAUBHUAYATbHBIE
KoneGanus — 30—60°). Ipencepas 1 XKey-
JIOYKH cep/ilia BBIMAIAT NPHOIU3ZUTENBHO
PABHBIMH T10 pa3MepamM, MUOKapl KeJyao4-
KOB MMeeT OJUHAKOBYIO TOJIIIUHY, a Me3XKe-
JIYIOYKORBAsl TIEPEropojika BU3YanHu3nupyeTcst
Ha BceM MpoTsokeHH. CTBOPKHM aTPHOBEHT-
PUKYJIAPHBIX KJIATTAHOB HAXOAATCSH MPaKTH-
YeCKH Ha OJTHOM YPOBHE M OTKPBIBAIOTCH C
KaXIBIM CcepeUHbIM LIUKJIoM. B 3axmouenHue
sXoKapauorpaguu creayeT oOpailath BHU-
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Puc. 3.42. AnoManbHoe M300PaKEHHE JETBIPEXKAMEP-
HOTO cpe3a cepiiia mpH ofImeM aTpHOBEHTPHKYIBIPHOM
KaHajle B cCOYeTAHUH ¢ NMEePHKAPIUATEHBIM BHIIIOTOM
{cTpeika). OTIeTIMBO BUITHEI JeeKThl MEXKITPEICepil-
HOI 1 MEXCKEJTYIOYKOBOH TIEPEropoiKi.

MaHIe Ha 3X0TeHHOCTh SHAOKapaa (B HopMe
BXOreHHOCTh CPe/IHAA) W HAIUYKe NepuKap-
JIMAITBHOTO BBITIOTA OoNee 2 MM.

JIroboe OTKIIOHEHME OT «KJIACCHIeCKOTro»
H300pakeHUsI YeTHpeXKaMepHOTO cpesa cep-
JIA JOJKHO OBITH IMOBOAOM K HallpaBIeHHIO
NALMEHTKH B perHOHANIbHBIA LIEHTP MpeHa-
TaIbHOU prarHocTUku (11 ypoBeHb) A pac-
LIMPEHHOH 3X0Kapauorpadguu ¢ LeJIb KC-
KIIOUEeHMS BPOXIEeHHBIX TTOPOKOB Cepilia
WK APYroi IIATOJIOr MK (HATIpHUMEp, U3MeHe-
HUe TTONIOKEHUSA Ceplilia MOXeT OBITh TPOsIB-
JIeHWeM HAIW4YUS Y TU10/a guadgparMaabHoi
rpeiku) (puc. 3.40, 3.41, 3.42).

HecMmotps Ha TO, YTO YeThIpeXKaMe pHbIiA
cpe3 B HACTOsIlee BpeMs SABIAeTCs eH-
CTBEHHBIM per/IaMeHTHPOBAHHBIM O0BEKTOM
CKPMHHUHTOBOTO YIBTPA3BYKOBOTO MCCIIEIO-

Pue. 3.43. bepemennocts 23 nen. Hopmanshoe mzofipa-
JKEHHE CpPesa Jepes TPH coCyIa.

BAHUA Ceplilia IU1ona, Bpayuu, XealoLue 1o-
JIVUMUTH JOTOIHUTENBHYIO MH(pOpMALAIO 00
AHATOMMH MaruCTPalbHBIX COCYIOB, MOTYT
JIETKO MCTIONIb30BATh B TIOBCEIHEBHOM MpaK-
THKE cpe3 Yepe3 TpH cocyaa [67].

VneTpaszByKoBoe M300paxeHue Tpex
[JIABHBIX COCYJIOB cep/Iia (Jero4Hblit CTBOJI,
BOCXOJIS1Iasi a0pTa, BepXHssl T10JIasl BeHa)
MOXKHO MOJIYYHUTh BCJIEM 3a M300pakeHueM
YyeThIpeXKaMepHOIo cpesa IMyTeM CMeleHHs
JIATYHUKA B CTOPOHY TOJIOBEI TIONA P CO-
XpaHeHWU MOTepevyHOol MIOCKOCTH CKaHW-
poBaHus (puc. 3.43). JlomonHHUTEILHO B
3TOM TUIOCKOCTH BU3YAIU3UPYETCH MECTO
JelleHUs OCHOBHOWM JIETOYHOM apTepHH HA
JIEBYIO UM TIPABYIO BETBH, a TAKXKE TpyaHad
aopra.

I1py M3yyeHUH cpe3a Yyepe3 TPU cocyda
ocoboe BHUMaHUe CllefyeT YAeNATh OLIEHKE
pasMepoB COCYIIOB M MX B3BAMMHOI'O pacIiofo-
KeHud. JIiobast IUCIpornopIs pa3sMepoB CO-
CY/IOB MOXET CBUIIETEJILCTBOBATH O MATONO-
ruv. Hanpumep, BeIpaKeHHOe pacllHpeHe
JIETOYHOM apTepUM IPY HOPMAaJIbHBIX pa3sMe-
pax BOCXOJISIIEN A0pThl Yallle BCEro orMeyva-
eTCs Ipy 00LEMHOM MEPerpy3Ke IMPaBoro Xe-
JIYIOUKA M CTeHO3e KJIaTlaHa JIETOUHOI apTe-
pyH; pacliMpeHHe JIErOYHOM apTepHH U OT-
CYTCTBHE HM300pakeHUS BOCXOAMLIENH a0OpThl
— TIpH aTpe3rH A0PThI, TUTOTLIA3MU IYTH a0p-
THI U/WJIM JIEBOTO KeNYIOUKA; paclliupeHue
BOCXOJIALIEH A0pTHI TPH HOPMAJIBHBIX pasMe-
pax JIETOYHOM apTepvH — MPH MBIILIEYHBIX
HedekTax MexCKeIyI0UKOBOM MeperopoakH,
MOCTCTEHOTHYECKOM paclIUpeHUU B CIyda-

Puc. 3.44. AnoManbHoe H3obpaieHHe cpesa Yepes TpH
cocyia TIpH TPaHCTIO3HITHH TJIaBHBIX apTepPHiL.
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Puc. 3.45. bepemennocts 22 vern. Ilonepeyroe cedeHie
OpIoIITHOH TTONMoCTH. ZKENYIOK IUIona (CTPeKa).

SIX CTeHO03a A0PTAJLHOT O KJIarNaHa; pacirpe-
HHEe BOCXOJISIIIEI A0PTHI M OTCYTCTBIE U300-
pakeHus1 JTerOYHOM apTepHy — MpU aTpe3uu
JIeroYHoi apTepuu, olIIeM apTepHalbHOM
CTBOJIE; paclIipeHue BOCXOJSIIEei a0pThl U
CYXKeHHe JIErOYHOM apTepuu — IIpH TMITOIT-
JIJa3uu JieroyHoi aprepuu, Terpaje Panno;
M3MeHeHHe pacIioNOKeHW [TIABHBIX apre-
pHii — IMPH MOJHOM TPAHCTIOZULIMA TIIABHBIX
aprepuii (puc. 3.44).

ITpocTtoTa ronyyeHUs cpesa yepes TpH Co-
CyJla, JIeTKOCTH MPH UHTEPIIPETALIUU Pe3yiib-
TATOB ero UCCJIeIOBaHUS U MTH(POPMATHBHOCTD
B IMATHOCTHKE TPYTHO BHISBIISIEMBIX TIOPOKOB
MATHUCTPATEHBIX COCYIOB TIOCITY KT OCHOBA-
HYeM JJTs1 PeKOMEH JALIMM 110 €70 BKIIIOYEHUIO
B CKPMHWHIOBOE MPeHATATLHOE UCCIeIoBa-
HHMe cepiua IUiofa. BTo peleHue 0610 IMpy-
HATO YYACTHUKAMM CIIELHATM3HPOBAHHOIO
ceMuHapa «Jlonruieporpadusd B aKyLepeTse.
Oxokapauorpadud Ioia», KOTopblii IIpoxo-

Puc. 3.46. KpyIHbIi OIMHOYHEE TIe9eHOYHBIH KaJIbIH-
dmkar (crpenka).
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Jui B pamkax IV Becepoccuiickoil 3uMHeln
LIKOJIBI Bpadel yIBTPAa3ByKOBOH IMATHOCTH-
ki ¢ 13 mo 20 oktsi6pst 2001 1. [68]. Ilpenpa-
PUTEbHBIE Pe3yibTaThl paboThI TeX yUpesKie-
HHIA, KOTOpPBIE TIPHCIYIIAINCH K 3TO peKo-
MEHAAIMH, CBUAETEeNbCTBYIOT O pealbHOM
TMOBBILIIEHWM KAYeCcTBa AUATHOCTHKU BPOXK-
JIeHHBIX TTOPOKOB cepaua |69, 70].

ITonyuenre uzobpaxkeHusd cpesa yepes
TPH cOCYHA YBeJIMUMBAET MPOJOIIKHUTEN -
HOCTB YJIBTPa3ByKOBOIO HCCIeIOBaHM TUIO-
J1a He Oonee, yeM Ha 40—50 cekyna. TexHuka
nonayvyeHus H300pakeHWs STOM IIOCKOCTH
OUeHb IpocTa, HeOOXOAUM JTAIIL KOPOTKHA
TPEHWHT CITeLHAaTNCTOB, OpraHU3al1g KOTO-
pOTO BO3MOXHA Ha 6a3e peTHOHANBHBIX TTpe-
HATANBHBIX TUATHOCTUYECKUX LIEHTPOB CHJIA-
MW MEeCTHBIX BEAYIIUX CrielHaTicToB. Yme-
HHl Poccuiickoil accolMaiiiy Bpaveil yibT-
Pa3BYKOBOM TUATHOCTUKH B T1e pMHATOJIOTHH
M TMHEKOJIOTUU HAJEIOTCH, YTO Cpe3 Yyepes
TpH cocya OyaeT B OmokaifiieM OyayLeM o
JIOCTOMHCTBY OLIEHEH OTe4yeCTBEHHBIMH CIle-
LIAATTHCTAMH M IOJIYYUT IIHPOKOE PACIIPOC-
TpaHeHHe B IOBCeIHEBHOM ITpakTHKe Bpaveil
TIpEHATATBHON THArHOCTUKH.

OueHKa opraHoB OpIOUIHON TOJIOCTH
IJI04A B peXXUMe CKPUHHHTA, HA TePBBIi
B3IJIA A, JOCTATOUHO MPOCTA W 3aKTHOYASTCS
B TOJIy4eHUM H300pakeHHs XeJIyaKa U Ku-
1euyHrKa. BKmoueHre B MPOTOKON OITica-
HHS UMEHHO STUX OPTaHOB CBA3ZAHO C TEM,
YTO TMOPOKH WX pasBUTHA BCTPeUAIOTCH B
MpakTHKe HauboJee yacto. KpoMe Toro, M3-
MeHeHHe CTPYKTYPHI, TIOJIOXeHU, pa3MepoB

ROB_BA] E3

dEN-BYN

Puc. 3.47. TlpomoiibHoe cKaHHPOBAHHE TYJIOBHINA TUTO-
Ja. | - xenymok; 2 — KHeTa CEIIe3eHKH.
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Puc. 3.48. bepemennocts 22 ven. [lonepeanoe cedgeHme
GpionTHoi nonocty. KHimeyHNK miofa (cTpelika).

Pue. 3.50. Arpesust nmpeHamaTHIEPCTHON KiK. 1
JKEJYHOK; 2 — JIBeHATUATHIICPCTHAA KIIIKA.

5TUX OPraHOB MOXeT KOCBEHHO CBU1eTelb-
CTBOBAaTb O HATHYMM TATOMOTHU JIPYTHX Op-
TaHOB OPIOIIHOI MOJIOCTH.

ZKenynok rorofia B HopMe BU3YATU3HPYeT-
€4 KaK aHsXoreHHoe obpazoBaHHe OKPYTIIOi
WM OBOMIHOM (GOPMBI, PACIIOJIOKEHHOE
MpeuMYLIeCTBEHHO B 3aJHeM JIEBOM KBajl-
PaHTe MOTEPeYHOrO CeYeHH OPIOIITHONM [M0-
JIOCTH ¥ 3aHUMarolee He Oonee 1/4 mmoma-
Jin 31010 ceveHus (puc. 3.45). Peskoe paciiu-
peHue XeJyaKa WIM BU3YATH3AIAs PSIOM C
HHM JIOTIOJIHUTEILHOT 0 AaH3X0reHHOro obpa-
30BaHMS JOJDKHO CITY KW TD [TOBOJOM TSI KOH-
CYJIBTALMH MAIHEHTKH B IMArHOCTHYECKOM
LIEHTpe, MOCKOJIbKY MOXeT OBITh CBI3aHO C
OOCTPYKIIMOHHBIM IOpakKeHHeM BepXHHX OT-
JEeNOB TOHKOTo KUIlleyHUKa. CMelleHe Xxe-
JIyaKa K 00KOBOH CTEHKE MIIH B LIEHTP MOXeT
OTPpAXKATH IATOJIOTHYeCKHe TTPOLIeCCHl B ce-
Jie3eHKe WIH Tteyend (puc. 3.46, 3.47) [71].

Puc. 3.49. bepementocts 19 Hel. OT9eTI11BO BUAEH TH-
NMEPIXOTSHHBIA KHIMCYHHK (CTREITKA).

Puc. 3.51. Kocoe cedenme OpIoNTHOI TIOIOCTH TUIONE.
Crpenxoil ykazaHa aGIoMHHATIBHAs JIMQaHTHOMA.

ITpu vccnenoBaniii Bo I1 TprmecTpe Oe-
peMeHHOCTH KULIEYHHUK TT10/1a B HOpMe BbIT-
JISITAT KaK CTPYKTYPa CpeHe 3X0TeHHOCTH,
CXOXasl 0 3XOTeHHOCTH ¢ TieUeHbIO U He
MMeIoLasg YeTKUX KOHTYPOB (puc. 3.48). Oc-
HOBHOe BHUMaHUe MpH OLIeHKe KWLIeYHHUKa
CHieyeT YIIeJITh ero SX0reHHOCTH U COCTOS -
HUIO TIeTeNb. [ MMepaXoreHHBI KUIIeTHUK
(TO ecThb CXOXKUIi 10 3XOT€HHOCTH € KOCTHOM
TKaHbIO) MOXeT ObITh MAPKEPOM BPOXIEH-
HBIX M HACJIEACTBEHHBIX 3a00JIeBaHMi, HH-
(beKITMOHHOTO TIOpAXEeHUS, a TAKXKe APYTUX
MATONIOTHYECKUX COCTOSTHUI (puc. 3.49) [72].
BeipaxxeHHOe pacluMpeHHe reTeslb KHIIKKA
qaiie Bcero OeiBaeT o0yCIOBIEHO 00CTPYK-
TUBHBIMH TIOpAXeHUSIMH Pa3IMIHOIO reHe-
3a (puc. 3.50).

JonomHuTensHY0 MH(POPMALIMIO O pa3Bh-
THH OpPraHoB OPIOLIHON TTOJIOCTH TTI01A MO-
KT IaTh M3MepeHHe (heTOMeTPUYeCKUX TTApa-
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Puc. 3.52. bepemennocts 23 e, LHonepeanoe ckanu-
poBanre. HopMajsHoe NpHKpeIUieHie MTyTOBHHEL

Puc. 3.54. bepementocts 22 Hemn. lonepednoe cedeHme
OPIONTHOI MOJIOCTH. ZKelTIHEL Ty 3BIpE IUTONA {(CTpelKa).

METPOB, TO €CTh JUAMETPOB M JIJTMHBI OKPYXK-
HoCTH OproliHoi ronoctyd. Harpumep, 3Ha-
YUTENbHOE YBeJIMUYeHHEe pasMepoB XXKUBOTA
BCTpeYaeTcs IMpH rernaro- u CIuieHoOMeraaiu
PANMUYHOI 3TUONOTUH, HOBOOOPAZOBAHUAX
OPpIOIITHOIT TTOJIOCTH, A4 TAKKEe MMPH HEUMMYH-
HOI BOJISTHKE (ACIIUT, TIOMKOXHBII OTEK TKA-
Heit) (puc. 3.51). VMeHbllIeHHe pasMepoB KH-
BOTa MOXKeT OBITh IMPOSBIEHUEM 3a]1e PXKKHA
BHYTPUYTPOOHOTO pa3sBUTHSI, 4 TAKXKe ObITh
CBSI3AHHBIM C TAKMM MTOPOKOM Pa3BUTHSI, KaK
TacTpOIIM3KC, KOra MeTiy KHILeYHHUKA Bbl-
XOMAT B AMHHUOTHYECKYIO TTONIOCTh Yepes je-
(hexT nepeaHeii OPIOIIHON CTeHKH.

Kak yxe yka3sIBaIoCh BBIIIIE, TTpaBAILHAS
MeTOAMKA M3MepeHMs] XKHUBOTA 11oa Tpedy-
€T BU3YaIM3allMy BHYTPHOPIOLITHOTO OT/ena
IMyIOYHOM BeHbl Ha paccTosHUM 1/3 oT me-
penHeii OproirHoi cTeHKH. ClleaoBaTeIbHO,
yKe Ha ITepBOM 5Tare CKpUHWHTOBOTO MCCITe-

Puc. 3.53. bepemennocts 24 men. IlynosiHa npukpert-
JieHa K oMaioniesne (cTpenka).

] P H M e
Fa/ B 7j/M sid pep+M meneann-m9c — #1Hpeo—11 4e
ACaCvpaBan

JIOBaHHSI, TO €CTh TIPU MpOBeieHUH (heToMeT-
pHH, Bpa4 00s3aTeNIbHO JOJIKEH OLIEHWUTH
MECTO BXOXAEHH MYIOBUHBI B OPIOILIHYIO
nonocTs (puc. 3.52), a Takxke nuddepeHI-
POBAaTh Cpe3 IMYTMOYHOU BEHBI C APYTUMHU aH3-
XOreHHBIMH 00paz0BaHMMM, HAXOMSIIIMMH-
CS1 pSLIOM (HATIpUMED, C XKeJTUHBIM IY3BIPeM ).

Pacurpenye rmyrmnoyHoro KoJela ¢ obpa-
30BaHWEM PhIKEBOro MellIKa, comepxallle-
ro opraHbl OprOIIHOI TToJTocTH (puc. 3.53),
HabmogaeTcs rpu oMdQanoLene.

ZKeTYHBIH IMTy3BIph TTPH MOTepeuHOM CKa-
HUPOBAHMH OPIOLIHOM ITOJIOCTH IO/ BBIAB-
JiieTesl B BUJIE MPOAOJTOBATOro AHSX0reHHO-
T0 00pa30BaHusI, PACTIONOXEHHOTO CITpaBa OT
MyMoOYHOM BeHbl (pHc. 3.54). HenpaBunsHast
¢opMa XeJTuYHOro ITy3bIpsl UM OTCYTCTBHE
ero nsxorpaguyeckoro u3odpakeHus 1Mo3Bo-
JISIeT BBISIBUTD pasIMYHbIe AHOMATIN XeJde-
BBIBOMIAIIMX MTyTeii (puc. 3.55).
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Puc. 3.56. Bepemennocts 22 nen. TlonepeyHoe ckaHH-
posanue. Iloukn rona (crpesnki).

Puc. 3.57. bepemennocts 23 e, [lonepeanoe ckaHu-
popaH#e. OTIETIIHBO BHIHBL PacIHPEHHBIE JIOXaHKH.

Puc. 3.58. BepemenHoers 24 ven. [lonepeuroe ckaHn-
posaxue. MHQaHTHIBHBIIT THIT NOJIHKHCTO38 TIOYCK.

I1p1 CKPUHUHTOBOM MCCIIEOBAHUH [TO-
YyeK TUToAa ClefiyeT OLleHUTh X hopMy, pas-
Mepbl, JIOKAJTM3AIHIO, COCTOSTHUE TApeHXH-
MBI M Yallle YHO-JTOXaHOYHOI0 KOMITIeKca
(puc. 3.56). B HopMe TpU NonepeyHoM CKa-
HHUPOBAHUH TIOYKHU BU3YATU3UPYIOTCS KaK
OKPYTJIbIe 00pa30BaHUS CpeIHEH SX0TeHHO-
CTH, 3aHUMalolMe He Oosee 1/3 romanm
u3y4daemoro cpesa. IlepeaHesaaHuil pasmep
TMOYeYHBIX JIOXaHOK Ijoga B 20—24 Hen B
HOpMeE He JIOJIKeH IMPeBLIIIATL 4 MM. VBeln-
YEeHUE 3TOro MoKasatessd CBUAETENbCTBYET O
TTUENTSKTA3HM MUK 00 ICTUHHBIX OOCTPYKTHB-
HBIX ITOPAXeHUSIX MOYEBBIBOSIIEI CHCTEMBI
(puc. 3.57). [1oBeIlIeHKE 3XOTEHHOCTH MOYEK
MOKeT HabmoaaThCsi TIPM MHOTHX BPOXIeH-
HBIX M HACJIeICTBEHHBIX 3a00/eBaHMAX (PHC.
3.58).

Busyanusaiis MOYeBOTO ITY3BIPS SIBJISIET-
c$1 00SI3aTeIEHBIM KOMITOHEHTOM YJILTPA3BY-

Puc. 3.59. bepemennocts 23 ney. onepeqnoe ckaHu-
posanune. ModeBoil TyssIpE IUIOHA (CTPEIKa).

KOBOI'0O HMccliefoBaHus 1toga (puc. 3.59).
Pazmepel my3bIpsi HE UMEIOT ITPUHLAITHAb-
HOTO 3HAYEHHW, YUUTHIBASA €r0 CIIOCOOHOCTh
K pPeryJsipHOMY OINOPOXHEHHIO, a TAKXKE K
FHAUUTEITEHOMY pacTsikeHUio. MckimoueHue
COCTABJISIOT VYA BEIPAXKEHHOTO YMEHBILIe -
HUWA WA YBEITMUEHU pa3MepoB ITY3BIpsT, KOT-
Ja OHH OCTAIKOTCH HEM3MEHHBIMW B XOIe OH-
HAMMYECKOro 3xorpadguyeckoro Hadmome-
HUA.

CrneyiolmM pa3aesioM MpoTOKOJa CKpU-
HUHTOBOTO YJIBTPa3BYKOBOIO HUCCIEI0BAHUA
Bo Il TpriMecTpe OepeMeHHOCTH SBIAETCH
OLIEHKA TUTALEHTHI, ITYTIOBUHBI K OKOJIOIUIO/N -
HBIX Bofi. MccnemoBaHue ruialieHThl MpoBO-
JMATCH IO OOLIETPUHATOM CXeMe U BKIIIOUAeT
OLIEHKY €€ JIOKAIM3alllH, TOJMIHHbBI, CTPYK-
TYPBI M CTETIEHU 3PEJIOCTH.

OtnuunTebHONM 0c00eHHOCTEIO HOBOTO
MPOTOKOJIA SBIAeTCH 00s3aTenbHas OleHKA
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Puc. 3.60. DxorpamMmva HOpMAIBHOM MYIOBHHEL OT4eT-
JIMBO BHJIHEL 3 COCYAIA — OJIHA BEHA M JIBC APTCPHH.

Puc. 3.62. DxorpaMmMa IyIOBHHBL [IPH €IHMHCTBEHHOMN
aprepii 1 MHOXKEeCTBEHHBIX KHCTAX (CTPEIIKH).

KOJIMYECTBA COCYJIOB MYTMOBUHEL. B HOpMe
MYTIOBHHA COIAEPXKUT TPH COCYIA — OJTHY BEHY
U niBe apTepuu (puc. 3.60), B HEKOTOPBIX CITy-
Yasgx — TOJBKO ABa: BeHY (OOJBIIEro [uaMeT-
pa) ¥ apTepyio (MeHbIIero guaMeTpa) (puc.
3.61). EquHcTBeHHAS ApTepUs TYTTOBUHEI,
TAK e KaK M KUCTHI (pHc. 3.62), MoXeT OBITh
MpOsIBIEHWEM BPOXAEHHBIX M HACIEACTBEH-
HBIX 3a00JI€BaHHIA.

Ha npotsokeHUM MHOTHX JIeT TpM VIIbT-
Pa3BYKOBOM HCCIeJOBaHUH KOJMHYECTBO
OKOJIOTUTOAHBIX BOJI OLIEHHUBANOCH CyOBheK-
TUBHO, YTO MPUBOJMUIO K JIOKHOIOJIOXHU-
TeJIbHBIM AHArHO3aM MaJIOBOJIMS U MHOTO-
Boaus. JLJsi MOBBIIIEHW ST TOUHOCTH AUATHO-
CTUKHM AaHOMAJILHOTO KOJIMUeCTBA BOJ B HO-
BEIF MPOTOKOJ OBINIa BBEIEHA OLleHKA
WHIEKCA aMHHOTHYECKOH XMIKOCTH. TTo-
3TOMY €ro clielyeT oIpeesTh TOJBKO B TeX
clIyvasix, KOrjia 3arof03peH0 MAajlo- WIIH
MHOTOBOJIHE.

Puc. 3.61. DxorpaMma IyIOBHHE TIPH €IHHCTBEHHOMH
ApPTEPHH.

JLnd orpeenieHH s 3Toro MHAEKC A MoJIoCTh
MATKH HeOOXOMHMMO YCIIOBHO pa3MIe/iuTh Ha
YeTHIpe KBaJpaHTa: BepPTUKAIEHO 10 Oeloii
JIMHWUHK XWBOTA W TOPU3OHTAIBHO MO JTMHUH
Ha ypoBHe myrnika (puc. 3.63). [lajee B Kax-
JIOM KBaJIpaHTe orpeenseTcs ImyorHa (Bep-
THUKAJIBHBIN pasMep) HauOONBIIErO KapMaHa
AMHUOTHYECKOM XXWIKOCTH, CBOOOTHOTO OT
yactei miona. CyMMa YyeTblpex 3HAYeHUH,
BBIPAXKE€HHAA B CAHTUMETpaX, IpeicTaBiger
c000¥ MHAEKC AMHUOTUYECKOI XXKHIKOCTH.
HopmaTtuBHBIE 3HAYEHUS MHIEKCA ITPEe/ICTAB-
JieHBI B Tabmuie 3.9.

JlMarHo3 MaJoBOAMA YCTAHABIUBAIOT B
clIyvyasx, Korja YUCIeHHbIE 3HAYE HUA MHIEK-
ca HaxomsITcst Hke 5 mpoueHTw . ['mybuHa
HauOOoJbIIero KapMaHa aMHMOTUYECKOM
JKUIKOCTH IMPH 3TOM COCTABIISET MEHEe 2 CM.
Ocoboro BHUMaHWA 3aCITyKHBAIOT CIIYyYau, B
KOTOPBIX YHCJIeHHBIE 3HAYeHUST MHAEKCa CO-
CTaBJISIIOT MeHee 2,5 rpoleHTIs1. MHOroBO-
JIe XapaKTepu3yeTcs yBeNrMYeHMeM YHCIIeH-
HBIX 3HAYEHW WHIeKCca aMHHOTHYECKOM
KUIKOCTH OoJtiee 97,5 rporeHTH 1A, a riyou-
Hbl HAMOOJMBIIIEro KapMaHa OKOJIOTUTOAHBIX
BOI — cBBILIE 8 cM [73].

CoBeplIeHHO OYE€BMIHO, YTO CAMBIM
CJIOXKHBIM pasfesioM B YJIbTPa3BYKOBOM 3aK-
JIOUeHWH SIBISIETCS] Pe3IOMMPYIONIAs YacTh,
TMIONBOMSIIIIAS UTOT YIIBTPa3BYKOBOMY HCCIIe-
JioBaHu1o. [pexe Bcero, CnelraiucT, Mmpo-
BOJALIMK CKPUHWHIOBOE HCCIelOBAHWE,
00s13aH cienaTh BBIBOJ O COOTBETCTBUMN WITH
HECOOTBETCTBHMU Pa3MepoB TUI0/Ia MEHCTPY-
aTbHOMY CpoKy OepeMeHHOCTH. B Tex cmyua-
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Pue. 3.63. Cxemarnueckoe u sxorpadgmueckoe H3obpaxeHe KBAIPAHTOB IS BEMUCICHUSI AMHHOTHYECKOTO MH-
Jekca. AMHHOTHYECKHH MHaeke coctasnser (27,047 1+37,9+36,6) 148,06 .

TaGnuua 3.9. MNokazateny MHAEKCa aMHWOTVHECKON XUAKCCTY B pasHble cpokk GepemeHHocTH [73]

Cpok GepemeHHOCTI, WMHasKe aMmHUMOTMHNECKOR XMUAKOCTH, MM
Hen,
MPOLEHTIANA

25 5 50 a5 97,5
16 73 79 121 185 201
17 77 83 127 194 211
18 80 87 133 202 220
19 83 90 137 207 225
20 86 a3 141 212 230
21 88 95 143 214 233
22 B9 a7 145 216 235
23 90 98 146 218 237
24 90 98 147 219 238
25 89 97 147 221 240
26 89 97 147 223 242
27 85 95 156 226 245
28 86 94 146 228 249
29 84 g2 145 231 254
30 82 a0 145 234 258
31 79 88 144 238 263
32 77 86 144 242 269
33 74 83 143 245 274
34 72 81 142 248 278
35 70 79 140 249 279
36 c8 77 138 249 279
2T 66 75 135 244 275
38 65 i3 132 239 269
39 64 72 127 226 255
40 63 71 123 214 240
a1 63 70 116 194 216
42 63 69 110 175 192
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AX, KOrJia pasMephl IIofia MporopuHoHab-
HBI, COOTBETCTBYIOT MEHCTPYAIEHOMY CPOKY
GepeMeHHOCTH, a CTPYKTYPhl, BKIIOUeHHBIE
B MPOTOKON M MOJJIeXAlle OlleHKe, HOp-
MalbHBI, OUepeHas siBKa MalMeHTKH Ha
IMpHEM HAZHAYAETCH B CPOK, PErNIAMEHTHPO-
BaHHBII{ CKPUHWHIOM.

Ecm pazme prl rofa HENMPOTIOPITHOHATb-
HBI WK He COOTBeTCTBYIOT TIpeArioNiaraeMo-
My cpoKy bepemeHHOCTH (< 10 1um > 90 ripo-
LIEHTIIS HOPMATUBHBIX 3HAYEHHIA), B pasie-
7ie «OcobeHHOCTH» WK «3aKITIoueHHe» CIie-
JIyeT OTMETUTH BOZMOXHYIO TIPUUHMHY 3TOTO
HeCOOTBETCTBHA (3a1epXKKa BHYTPUYTPOOHO-
IO pasBUTHA TLTONA, HAPYILIEHHE MEHCTpYallb-
HOT'O IIMKJ1a, KOHCTUTYLIHOHANIBHBIE OCOOEH-
HOCTH poauTeneii ¥ T.4.). BuisiBneHue aucr-
POTIOPLIMIA B pa3BUTHM TUIOAA JIaKe MpH OT-
CYTCTBHUM AHATOMMYECKMX HapylleHUN
ABIIAETCS OCHOBAHUEM JIUISL YIIBTPAa3BYKOBO-
T0 KOHTPOJS B YCTIOBHSIX LIEHTpa MpeHaTalb-
HOIl AUATHOCTUKHU He TI03/IHee, YeM uepes 2—
3 Hell ¢ MOMeHTa BXorpadMueCcKoro ucceto-
BaHud. T1py HATUYKWHK MTOPOKOB pa3BUTHA,

VJIBETPA3BYKOBBIX MAPKEPOB BPOXKIAEHHBIX W
HACJIeJICTBEHHBIX 3a00JIeBAHWIT MM APYTroii
MAaTOJIOTHH TUI0/1A, & TAKXKe [MPU TMTOA03pEHHH
HA AHOMAJIMM pa3BUTHS MAl[HeHTKA JOJIKHA
OBITE HATIpaBIeHA B pETMOHANBHBII IHATHO-
CTUYECKHI LIeHTp. Jlaxke B TeX cilyyadx, Kor-
J1a TMpeHATATbHBIN JHATHO3 HE BBI3BIBAET CO-
MHEeHHI1, Oe peMeHHY10 HATIPABIISIIOT HA KOH-
CynbTalmio B yupexxaeHue 11 ypoBHs pnst on-
penesieHUd TAKTHUKH BelleHHUSd U o0bema
JIOPOIMOBOM H ITOCTIEPOIOBOM TTOMOILLIH.

I1poTOKOJI CKPpUHWHTOBOTO YIBTPAa3ByKO-
BOTO MCCJIEIOBAHUS SIBISETCS OMHUM U3 OC-
HOBOIOJIATAIOLIMX JOKYMEHTOB IMpeHaTalb-
Horo obcnemopaHmd. Crporoe cobmoaeHue
METOMUUECKHX peKOMEHIALIMI M TTOCTIEIOBA-
TeJIbHOE 3aTI0THEHHE BCeX ITyHKTOB MPOTOKO-
J1a crocoOCTBYET NMOBBILLIEHHIO KAYecTBa JI0-
POAOBOM AMATHOCTUKM, YIIyYIlaeT rpeeM-
CTBeHHOCTh MeXAy yupexaeHuaAMu I u 11
YPOBHS Y TIO3BOMSIET TIOYYATh IOCTOBEpPHEIE
CTAaTUCTUYECKHE JaHHbIE O CTPYKTYPe BPOX-
JeHHBIX U HACNeJICTBEHHBIX 3a00JIeBaHUI Y
noja.

EJIUHBbIN YVYET BPOXXJIEHHOM U HACJIEZICTBEHHOM
MATOJIOTUNU. BEPUDPUKAILINS YIIBTPABBYKOBOTI'O
JUATHO3A. KAYECTBO, OFbEM U JUVIUTEJIBHOCTD
OBCJIEJIOBAHUS JIETEM C BH3 B HEOHATAJIbBHOM

IMEPUO/IE

TouHblil yyeT MaToNnoruu, BEISBICHHOH B
XOJIe CKPMHHUHIOBOIO MCCHEIOBAHMA, ABIIeT-
Csl BAXKHOM COCTABIISIONIE YacThiO paboThl
Bpaya yasTpa3ByKOBOM TMarHOCTUKN. OUeBUI-
HO, 4TO OOBEKTUBHO OLleHMBaTh 3PPeKTUB-
HOCTB 5X0rpahii MOXKHO TOJTBKO BTOM CITy4ae,
Korga ecTb BO3MOXHOCTE OecIpHcTpacTHO
CpPaBHMBATL JAHHBIE, TTOYYeHHbIE B MTPeHA-
TATLHOM TIEPUOIE, C Pe3YIETATAMM TMATONOTO-
AHATOMMYECKHX HCCIEIOBAHWI WIH C TIOJTHBI-
MH JJAHHBIMH HHCTPYMEHTAIBHOTO 00CIIe10Ba-
HHs1 HOBOPOXKAEHHBIX. [ToBceTHeBHAs IPAKTH-
KA TIOCTOSIHHO JIOKA3BIBAET, UYTO HACTOSIIIEeE
TIOJIOJKEHVE BEIEi JaNeKo OT MIeaTbHOTO.

Bo-nepBbIx, 10 CUX TTOp efMHag KJIaccu-
¢uxans BH3 B Haleit cTpaHe OTCYTCTRY-

er. MexnyHapoiHasg knaccubUuKaiyg ropo-
KOB pasBuTud, npuHgaTags BO3, MexayHa-
poIHAasi CTATUCTHYECKas KJiacCupUKAIMs
OomesHel U MPUUYKMH, CBI3aHHBIX CO 310pO-
BbeM, kKinaccugukanmu BI TP, npennaraembie
B Pa3JIMYHBIX PYKOBOACTBAX IO YJIbTPAa3BY-
KOBOI TMAarHOCTHKE, a TAKXKe CHCTeMa yue-
TAa TIOPOKOB Pa3BUTHS Y HOBOPOXIEHHBIX,
CYHIECTBEHHO Pa3IMYAIOTCS MeXIy cOOOii.
O4eBUIHO, UYTO B TAKHUX YCITOBUSX CPABHHTh
roKasare/id paboThl pazIAYHbIX MeIHILIHH-
CKMX yUpeXIeHHH, 3aHUMAIOLIUXCS TIepH-
HaTanlsHON quardoctrkoit BH3, a, cienona-
TeJIbHO, W OLIEHHWBATh TOUHOCTb YJIbTPA3BYy-
KOBOM TMArHOCTUKM, MPAKTUYECKH HEBO3-
MOXHO.
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Bo-BTOpBIX, OQUUMAIEHO CYILECTBYIO-
il B Poccnu pervctp BH3 [74] y HOBOpoXK-
JeHHBIX BKIIOYaeT B cebsi KpaiiHe orpaHu-
YeHHBII ¥ HeCMCTEeMATH3UPOBAHHEIIH Tepe-
YyeHb Ho30mM0ruuYecKux opm. OmHOBpeMeH-
HO B HETO BXOJAAT MOPOKH, OJHO3ZHAUHO
MOUIEXAIIHE BBIABJIEHHUIO B TPEHATATBHOM
niepyoze (HarpuMep, aHaH1eams), U aHO-
MaJIMK pa3BUTHS He AOCTYITHBIE 3XOrpaduu
(Harpumep, MUKpooTH4). Ellle ofHo nmpoTH-
BOpeUMe 3aKII0YaeTCs BTOM, YTO KOJIMYECTBO
BuoB BITP, koTopbie MOXHO AUATHOCTHPO-
BaTh MpH YIBTPA3BYKOBOM CKPUHUHTE, 3HA-
YKWTEJIBHO LIKpE, YeM perJlaMeHTUPOBAHHBII
nepedeHsb. CleooBaTeIbHO, OLIEHNTE 3¢ deK-
TUBHOCTH YJIBTPa3BYKOBOTO CKPUHWHIA. VIC-
TOJB3Y$ 3TOT PETUCTpP, HEBO3MOXHO.

B-TpeTsux, o0si3aTesIbHBIN 00BeM 06cIe-
JIOBaHW{ HOBOpOXIeHHBIX ¢ BH3 He onpelie-
JIEH, TTO3TOMY psif 3a00JIeBAHUIA, TUATHOCTHU-
POBAHHBIXTIPEHATATLHO, HE YIAeTCs MTOTReP-
JIWTh TIOCJIE POAIOB. DTO He TONBKO BIIUsET Ha
nokasatenu 3¢pPeKTUHBHOCTH CKPUHUHTA, HO
M CHMIKAeT KayeCTBO JIeYeHWs HOBOPOXKIEH-
HBIX.

ApxuM mpuMepoM MOXeT CITYKUTh KHC-
TO3HO-3J€HOMATO3HBII TIOPOK Pa3BUTHSI JIeT-
KHX, KOTOPBII OCTATOMHO JIETKO JHATHOCTH-
pyercs B ripeHataibHOM repuoze. [Tocie po-
OB 370 3a00NieBaHUE MOXKET UMeTh Pa3HYIo
CTETeHb BBIPAXKEHHOCTH KIUHWYECKUX CUM-
IITOMOB: OT IOJIHOTO UX OTCYTCTBUA 1O TTOCTe-
MEHHOrO pasBUTHA CTOMKOM JIErOYHOM CUMIT-
ToMaTUKH |75]. [1pu peHTTeHOBCKOM HcCIie-
JIOBAHUM JIETKUX HOBOPOXIEHHOTO MpeHa-
TabHbIH IMATHO3 KHCTO3HO-a1€HOMATO3HOT O
TMOPOKa IMOATBEPAMTE HEBO3MOXHO. Hamiuue
oyararopaxeH!s JIETOYHOM TKAHU MOXET 10-
Ka3aTh TOJIEKO MATHUTHO-PEe30HAHCHAS WIK
KOMIIBIOTepHasl TOMOTpadiisl. KOTOpbIe TIPH
OTCYTCTBHH KIIMHHYECKHUX CUMITTOMOB Y HO-
BOPOXJIEHHOI0, KaK IMPABUJIO, He TTPOBOIAT-
C$1, HECMOTPSI HA peKOMEeHIAITAM IMTPeHATONO-
roB. B 3Tux ciyuasix TopofaoBbIii IHATHO3 CHU-
MaeTcsl M MoKa3aTeJM YMyBCTBUTEJIbHOCTH
3X0rpa@puuecKoro CKpMHHHIA, COOTBETCTBEH-
HO, CHUZKAIOTCH.

JAncKkyTabembHBIM OCTAETCH BOMIPOC O
JUIMTEJIbBHOCTH HAOMIOIeHUSI 32 HOBO POXKIEH -

HBIMH € 1ieJTbI0 BeIABAeHNA BH3. [To JaHHBIM
BEAYLLETO MTATbSIHCKOrO InpeHatonora G.
Pilu, BeicTynubiero ¢ gokaagom <[ IpoGne-
MBI Y/IBTPa3BYKOBOTO JIMATHO3A4 BPOXKIeHHBIX
MOPOKOB pa3sBUTHA roga» Ha | MexnyHa-
pPOJHOM KOHI'pecce 1Mo MeAMLMHEe IJ1oa
(Adunbl, vroHb 2002 1.), yactota BIIP y HO-
BOPOXIEHHBIX He npesbinaet 1,5—2,0%. B 2
rofia 5TOT TOKA3aTe]lb CTAHOBUTCSI PAaBHBIM
2,5-3,0%, nockonbKy HauMHaloT MaHugec-
THUPOBATH «MaJibie» (POPMBI ITOPOKOB (HATTpH-
Mep, medeKThl MEXCKETYI0UKOBO Mepero-
ponki). K 14 romam yactotra BH3 nocturaet
13%, TaK KaK pasBUBAeTCH TMONHAA KJIMHW-
qecKas KapTHHa MOHOTeHHBIX 3a001eBaHMIA,
(hepMeHTONATHIA U T.J.

[To Halemy MHeHHIO, IPHU OLieHKe 3¢-
(beKTHBHOCTH YJIETPAa3BYKOBOTO CKPUHIHTA,
Lesleco0Opa3sHo OrpaHUUMBATE MEePHOM Ha-
OIoIeHIA 3a JeThbMU OJHHM FOIOM, B Teye-
HMe KOTOPOT0 MOXHO I0KA3ATh HAJTUIME WIN
orcyrctBue BITP v ppyrux rpyobix gopm
BH3, ninarHo3 KoTopbIiX NOTEHILUAIBHO BO3-
MOXeH B [MPeHATAILHOM IepHoje.

B-ueTBepThIX, MATONOr0AHATOMKWYECKIE
uccnenopauus rmmonoB ¢ BH3 B HacTosee
BpeM BO MHOT'HX pEIrHOHAX He OCYIIEeCTBIIA-
FOTCH BOOOLIE MIIM ITPOBOJAATCS B HEMOJHOM
obweme. 1o 2000 r. B Poccum cylecTBoBaI
eJMHCTBeHHbII JOKYMeHT (IpHKa3 MuHu-
cTepcTha 3apapooxpaHenus PO Ne 318 or
04.12.92), pernaMeHTHpPYIOLLUI MTpoBeaeHK e
BCKPBITHI MAJTOBECHBIX UIOIOB Maccoi OT
500 mo 1000 r. HecmoTpst HA TO, YTO HOBBII
npukas Ne 457 BMeHWI B 00513aHHOCTU MTATO-
JIOTOAHATOMWYECKOI CIyX0e IMmpoBeneHMe
BCKPBITHIA TIJIONOB BO BCEX CIyvasx MpeHa-
TalbHOTro 00Hapy:xeHud BH3 u npepuiBaHud
OepeMeHHOCTElH 110 MeIMLIMHCKUM TIOKA3a-
HHUSAM HE3aBHCHUMO OT MACCHI, 10 CHX TOp
AJIeKBaTHBIE MCCITEIOBAHUS He ITPOBOIATCS.
CrietyeT yYUTHIBATh, YTO HEKOTOPBIE 3X0rpa-
(hrueckue HaxXOOKH TPeOYIOT CHelMANTLHOI
MOJITOTOBKM MaTepHaa K CeKIIHH 1 MprMe-
HEHMS OTpeeIeHHBIX METOIWK BCKPBITHA.
[Tpexe Bcero 3To Kacaercs U3MeHeHW,
HalIeHHBIX TPH SXO0rpapUyecKOM UCCIeIo-
BAHUM B TOJIOBHOM Mo3Te 11oaa. CTpyKTYphl
MO3Ta OJJHUMH M3 TEePBBIX TOABEPraroTcs
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AyTOJU3Y, MOSTOMY IMPH HEMPABMIBHOM IO/ -
rOTOBKE MaTepuasia MoATBepAUTb WA OITpo-
BEPrHYTH 3aKJIIOUeHWe Bpada YIbTpa3ByKo-
BO¥ IMATHOCTUKU U, COOTBETCTBEHHO, OKOH-
YaTeJIbHO OIMpeIe/TTh HATHYME TeX MJTA MHBIX
M3MEHEHUH ¥ T710/1a HEBO3MOXHO.

QOueBHIHO, YTO oLieHKa 3(hGeKTUBHOCTH
YIBTPA3BYKOBOTO CKPHUHHWHTA, a Takxke 3¢~
(heKTUBHOCTB pabOThI BCei ITpeHATATLHOM [~
ArHOCTHKH B LIEJIOM HEBO3MOXKHa Oe3 MHTer-
parM NMaToJIoroaHaTOMHUYeCKOI CIyXObl B
9Ty 0bmacTh MemuIMHLL [lo mannbm N. Sebire
(I MexnyHapooHBIi KOHTpecC 110 MeIHULIMHE
naoga, AQuHEL, MIoHb 2002 T.), KOTOPBIA Ipo-
AHATU3MPOBAIT OIBIT pabOTHI MATONIOT0AHATO-
MUYecKoit ciykOr Benmukobpuranum, 95%
MPUIMH TIepUHATATLHOM CMePTHOCTH MOTYT
OBITh YCTAHOBJIEHBI MJIH TTOATBEPX AEHBI € T10-
MOUIBIO IEKBATHOI O CEKIIHOHHOTO KCCIIENIO-
BaHUA. OfHAKO 35% NMArHO30B, MOCTAB/IEH-
HBIX C TIOMOIITBIO BX0Tpadiiv, JOKA3ATh HEBO3-
MOKHO (BEeHTPHKYJIOMETaIHsI, ITMeJI0SKTa3Hsl,
HavanbHble GOpMBI HEMMMYHHOI BOASHKU
riofa v T.n). B 5—10% cityvaes B xozie nato-
JIOrOAHATOMUYECKX UCCIIEIOBAHUIA BBISIBIISI-
totcs BITP, KoTopble He TTofiexXar yIETpasBy-
KOBOI JHUATHOCTHEKE. B IHEJIOM ITaTONMOrOaHa-
TOMBI JIAIOT IOTOIHUTETBHY O K VIIbTPa3ByKO-
BBIM 3aKIIOYEHUSIM HHpopManmio o0
AHOMAMSX Pa3BUTHS BHYTPEHHWX OPraHOB
wiona B 41-50% ciydaes.

Takum oOpaszoM, MocTaHOBKA JIOPOAOBOTO
VIBTPa3BYKOBOI'O MAATHO3a — 9TO JIMIIE BEp-
Xylika aicoepra. Hambonee TpynHas yacTb
paboThl — MOATBE PXKIeHIE AUarHo3a U MHTep-
TIpeTALS TTONTYIeHHBIX JAHHBIX. CaMbIM ITpo-
CTBIM MPUMEPOM SBIAETCH AMATHOCTHKA U
BepU(pUKALIMK BEHTPUKYJIOMeTaMK. B ripe-
HaTATEHOM ITepHoJIe TIOHSTHE BEHTPHKYIOMe-
rajquu MoapaszyMeBaeT U30JMPOBAHHOE pac-
LIUpeHe 3aIHHUX POroB OOKOBBIX KeyIoy-
KOB. COIJlacHO CYIIeCTBYIOLUM HOPMAaTHB-
HBIM 3HAYEHMSIM 3TOTO TapamMeTpa, IIHPUHA
Gonee 10 MM B moboM cpoke GepeMeHHOCTH
SIBJISIETCS TIPEBBIILIEHHeM HOopMBL. Ha mepBbiii
B3IJ151, TOCTAHOBKA MPEHATATLHOTO JIMArHO-
34 BEHTPUKYJIOMETAIMU He COCTABIISET TPY/A.
[NpobGnema 3akarOUAETCS B TOM, YTO HU B OfI-
HOM PYKOBOJCTBe He IMpoBefieHA YeTKasi Tpa-
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HHLA MEXY BEHTPHUKYIOMETATUEN U THIPO-
nedanueii. HecMoTps Ha TO, YTO HEKOTOpPBIE
aBTOPBI CUUTAIOT, YTO S3TOM TpaHMLIei SIBIs-
1oTcs 15 MM, TPYIHO OTBETUTE HA BOIIPOC, KAK
MOXeT ObITh KJacCHM(PUIIMPOBAHO pacilirpe-
HMe GOKOBOro kenyouka 1o 13—14 mM B 20
HeJll GepeMeHHOCTH [1PH YCJIOBUM, YTO Bpay
YIBTPA3ByKOBOI AMATHOCTUKH He KOHCTATH-
pyeT (W11 He BUANUT?) H3MEeHEeHHWIA B CTPYKTY-
pax roJIOBHOIO MJIM CITIMHHOIO MO3ra, B TOM
YHcHe B APYTrHX OTHeNax Xeay1ouKoBOM CHC-
TeMbl? Takum obpasomM, yxke HA 3Tare yabT-
Pa3sBYKOBOTO CKPMHWHTA HECOBEpIIeHHAas
KJIAcCHM(pHKALIAA co3maeT IMpodneMbl B CHCTe-
M€ yyeTa TeX MW WHBIX OTKJIOHEHHW, BhISB-
JIEHHBIX B [IPEHATAIIBHOM TIEPUOIIE.

B cimyuae nipepbiBaHus OepeMeHHOCTH 10
METALIMHCKHAM TTIOKa3aHUIM, 0COOeHHO TP
COYEeTAHWH BEHTPUKYJIIOMETAINHU ¢ JPYTUMU
IPYOBIMH AHATOMHUYECKUMH HAPYILIEHWAMKA
TOJIOBHOTO MO3Ta, TIATONIOr0AHATOMMUECKOe
TIOATBe P AeHKe 3TOTO JUATHO3A, KAK yKe YKa-
3bIBAJIOCH BBILIE, MOXET OBITh 3aTPyIHEHO U
CTATHUCTHYEeCKHE JIAHHbIe, COOTBETCTBEHHO,
UCKaxeHbl. KpoMe Toro, rmatojioroaHATOMBEI,
HEeOHATOJIOTHU M Bpaul MpeHAaTaNbHOM YIETpa-
3BYKOBO# AMATHOCTHKH He MCTIONB3YIOT €11 -
Hble KPUTEPHH B OLIEHKE CTPYKTYP, B YaCTHO-
CTH TOJIOBHOI'O MO3ra, IO3TOMY MpPH MocTa-
HOBKe KJIMHUYeCKOTO JUarHo3a YacTo roBo-
PAT Ha pa3HBIX sizbiKax. Cre/loBaTenbHO,
MoCHeIHAS JUArHOCTHYeCKAad MHCTAHLIUY —
MATOJIOrOAHATOMUYECKOE UCCNEIOBAHHE — B
HEKOTOPBIX CITYUASIX ITPeHATATLHOTO HCCIeo-
BaHUsI OKa3bIBaeTcsl 6eCCITHHOIA.

I1py nponoHrrpoBaHHK OepeMeHHOCTH
MpeHaTaIbHbIi AIHarHo3 BeHTPUKYIOMera-
JIMHM TaKKe TMOATBEPKIAETCA HE BO BCEX CITy-
yasix. Bo-TiepBBIX, 3TO U3MEHEHNUE MOXET
OBITE MpexXoaaImM U Hcue3HyTh K [11 Tprve-
cTpy OepeMeHHOCTH WJIH, HA00OpOoT, OKa-
3aTHCH TSKEJIBIM MTOPOKOM pasBUTHA (HATPH-
Mep, cuHApoMoM ApHonkia — Kuapu) B 60-
Jiee To3nHie cpoku GepemeHHocTH. [1pu co-
XpaHeHUM BeHTpHKyloMmeramuu B Il
TPUMeCTpe, HECMOTPS HA peKoMeHJaluu
Bpaydeil yIIsTpa3sByKOBOM AMATHOCTUKH I10 I10-
CTHATATbHOMY HAOMIONEHWIO, MHOTHE HOBO-
POXIeHHbBIe He MOTAAAIOT B IT0Je 3peHUsI He-
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BponaTosiorop U He obcneayioted. Kpome
TOr0, 3HAYUTENIbHAA YACTh BEHTPHKY/JIOMera-
JINH, BBISIBISIEMBIX [TOCTHATATIBHO, SBISETCSH
CIEJICTBHEM ITPeXIeBPeMeHHbIX WJIA TPaBMa-
TUYHBIX POAOB WIHA pasBUBaeTCH KakK CIefl-
CTBHE KAKMX-ITHOO JAPYTUX MPUUMH U HE UMe-
€T NPAMOro OTHOIIEHHSA K MpeHATAIbHOMY
TIepUOLY.

Taxkum obpa3zomM, B HacTosIIIIEe BpeMs BO
MHOT'HX CJIYUYadgX Bpa4H yJAbTPasBYKOBOM qu-
ArHOCTHKH, MPOBOMMIIHE KaK CKPUHHUHIO-
BbI€, TAK U CEJIEKTUBHBIE UCCIICIOBAHUS, JT-
1I€HBI BO3MOXHOCTH BepU(HITMPOBATH TIpe-
HATAJBLHBIA TUATHO3 U COTIOCTABIATE IOPO-
JOBBIe axorpapUueckKHe HaXOOKH C
TMOCTHATANIBHBIMH IposBiIcHIMU BH3. He-
CMOTPS Ha KAXYIIYIOCS MPOCTOTY, Mpobe-
Ma ouleHKH 3G PeKTHUBHOCTH YIIbTPa3BYKO-
BOTO CKpPHHMHIA 10 CHX TIOp He pelleHa.
KoHcoymmpanms Bpaveil pasHbIX CIeIUaIb-
HOCTEMH, TaK WK MHAUYEe paboTalomux B IIpe-
HATAJIbHOM IMarHOCTUKE, TIOCTEIEHHO JI0JI-
XHa IMPUBECTH K pa3paboTKe eIUHBIX KpH-
TEPHEB, MO3BOJIOIIMX OLEHUTh Ka4YeCTBO
paboTHl pa3HEIX 3BEHBEB IPEeHATAIBHON
cinyx0e1. Jlo Tex mop, MoKa 3TOro He mpo-
H301ILJTIO, BpadM, MpoBOOdIINEe CKPHHHHIO-
Bble UCCIEAOBAHNA, JOJLKHBI CTPEMMTBCS K
TOYHOMY COOIIONEHHUIO METOAUKHU YIIbTpa-
3BYKOBOTO 00CIeqOBaHUs IJIOAA BO BCEX
ciyuasax, YTo0bl MUHUMHA3HPOBATE CYOLEK-
TUBHOCTb 3XOrpa)M U CHU3UTH KOJWYe-
CTBO KakK JIOXKHOOTPHUIIATENBHBIX, TaK M JIOXK-
HOITONMOXUTENLHBIX quarHo3zoB BH3.
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HHBAS3HUBHDBIE METO/JbI
HCCAEJOBAHHA B
IPEHATAABHOHN JUATHOCTHRE

E.B. IOzuna

OnHoli U3 OCHOBHBIX 337a4 MpeHaTalb-
HOM IMArHOCTUKH SIBJISETCS CBOEBpEeMeHHOe
BBISIBIIEHHE BPOXIEHHBIX W HACJEJICTBEH -
HBIX 3a001eBanuii (BH3) — ropokos pasBu-
TH$, XPOMOCOMHBIX aHOMaNui (XA) U MO-
HOTeHHBIX 3aboneBaHuil. Ha mnepsriit
B3, BH3 Henmb3g Ha3BaTh 4acTo BCTpe-
yaplmMuca. HanpumMep., 1o DaHHBIM
EUROCAT (EBporeiickuii pericTp BpOX-
JEHHBIX MTOPOKOB Pa3BMTHA), YaCTOTA aHO-
MaJUi pasBUTHA B MPEHATAIBHOM TepHOLLe
He npeBsiaer 2,5—3,0% [1]. XA y HOBO-
POXIEHHBIX PerUCTPUPYKOTCS TONBKO B 7—8
cnygasx Ha 1000, 1. e. MmeHee ueM B | %. Yac-
TOTa IPy00i ITATONIOTMA XPOMOCOM — XpPOMO-
COMHBIX CHHIPOMOB (B OCHOBHOM TPHMCO-
MWI1) — 1 TOrO MeHbllle — 2—3 ciydyaqd Ha
1000 [2—4]. Cpenu neTeil, pOOUBIIMXCS CO
CTUTMaMH JIN33MOpHoreHesa, 3TOT MoKasza-
Telb, pasyMeeTcs, BhIlle U COCTABIIET OKO-
Jio 12% [5]. MoHoreHHbie 3a00yieBaHus pe-
TUCTPUPYIOTCS He vaile, yeMm B 0,5—1,4%
cnyuaen [6]. [To gannsiM I.I. I'yzeena [7], B
80-x rogax B MockBe yacToTa BPOXIEHHBIX
TMOPOKOB CpeIy HOBOPOXIEHHBIX COCTABRIS-
Ja 2,2%, a aHoManuit pasBuTig — 5,7%.

HecnoxHbie moacyeTsl MOKa3kIBaoT, YTO
naxe Bcymme Bce BH3 — siBnenue moctatou-
Ho penkoe. 1o panabsiM BO3, Toneko 4—6%
HOBOPOXKIEHHBIX cTpataoT BH3, 1.e. monan-

JIsTiolee OONMBIIMHCTBO AeTel poXIaloTes, ¢
TOYKH 3peHUs TeHeTHKOB, KITMHHYEeCKH 30-
pOBBEIMM | 8—10]. BTO BOBCE He YIMBHUTEIEHO,
IMOCKOJIBKY OepeMeHHOCTb IO CYTH CBoeit —
camoe (PU3MOJIOTUIECKOe COCTOSIHHE XKeH-
LIUHBI.

Tem He MeHee, BH3 aBnstorcest o6beKTOM
MPUCTATBHOTO BHUMAHWA ITPpeHATATBHOM I1-
arHOCTHKH, MOCKOJIbLKY UMEHHO 3TH 3a0oie-
BaHM B OONBIIMHCTBE periioHoB Poccun 3a-
HHUMAIOT MMPOYHOE BTOPOE, a HEPEJIKO U TTep-
BO€ MECTO B CTPYKTYPe OCHOBHBIX ITPHYHH
rnepuHATAILHOU cMepTHOCTH [8]. 1o 7% Mep-
TBOpOXAeHMiT 00ycinoBneHsl BH3, a BbIKIB-
LIKe AeTH, KaK MPaBUIIO, CTAHOBSTCH TIy00-
KHMMW MHBATHAAMH U TpeOYIOT JIeYeHU A, OCO-
Boro yxona v rocTosHHOM COLMATTBHOM Or1e-
ku [10].

[IpuBenerHbie pakThl yOeAUTETHHO A0-
Ka3bIBAIOT, YTO B HACTOAILEE BpeMd MpeHa-
TaTBHA CITyK0a HeMbIcIHMAa Ge3 10 poIoBOit
JIUATHOCTUKY XPOMOCOMHBIX M MOHOTEHHBIX
3abosieBaHuil 11004, OLIeHKH ero OMOXHUMH-
JeCKOro CTaTyca, M3y4eHus pasinuHbIX ac-
MEKTOB BHYTPUYTPOOHOTO COCTOAHMSA.
HMeHHO 1osTOMY MHBA3WBHBIE METOIIBI CTa-
T HeOTHEMJIEMOI YAaCThbIO MPeHATATbHOM
JINArHOCTHKH.

Hctopud npuMeHeHH MHBA3UBHBIX o1~
ArHOCTHYECKHMX METOMOB B NPEeHATAIBHOM
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rneprojie Hayanace B 1966 r., korna M. Steele
1 W. Breg [ 11] nokasanu BO3MOXHOCTb KyJb-
TUBHPOBAHUS KJIETOK AMHUOTHYECKOM KT~
KOCTH € TIOCTIeIyIOIIeid OIleHKOM KapruoTHIIA
niopa. He mpourio u AByX JieT ¢ MOMEHTA
5TOr0 OTKPBITHA, KaK B JIMTEPATYpe IMOSIBU-
JIOCh TepBoe CoOOIIeHHe O NMpeHATAIbHOM
JMMATHOCTHKE CHHApoMa JlayHa.

BDTO BO HCTUHY UCTOpHUECKOe COOBITHE
npouzonwio B 1968 r. INepByro B MUpe Hopo-
JIOBYIO JIMATHOCTUKY TPHCOMHMH 21 Ha KieT-
Kax, MOJIy4YeHHBIX ITPH aMHHUOLIEHTe3e, OCY-
LIIECTBHIIA TPYTITNA UCCIIE0BATEN e, BO3IIIAB-
JieMas C. Valenti | 12]. Takum oOpasoM, IyH-
KM aAMHHOTHUYECKOM TIONOCTH cTana

MePBBIM JHArHOCTHYECKUM MHBA3UBHBEIM
METOJIOM MCCJIeIOBAHUA B TpeHATAJIbHOM
nepuoze.

HcTopruecky CIOXUIOCH TAK, YTO AMHH-
OLIEHTE3 CTAJT M TTe PBEIM MHBA3HBHBIM BMeIlIa-
TEITBCTBOM, ITPOBEJIEHHBIM C JIEUeOHOM LIEITHIO.
ITonoBHHOM cToNeTUs paHbile, B 1919 1., He-
mernikuii Bpau M. Henkel npou3sBen aMHMO-
LIEHTE3 € TEJIBIO JIeUYeHNsI OCTPOrO0 MHOTOBO-
JIAS M TeM CaMbIM 3aJI03KHT OCHOBY JieueOHbIM
MHBA3WBHBIM MpoleaypaM. Takum obpasom,
BCe MHBA3UBHBIE BMEIIATEILCTBA, TPUMEHSI-
eMBble CeTOOHS B MPEeHATAILHOM I1€ pUOJE,
MOXHO pasfe/MTh Ha JBe OOJIbIINE TPYIIIHL:
JIMArHOCTUYECKHE U JieueOHEIe.

BU/1bI MHBA3ZUBHBLIX METO/JIOB UCCJIEJTOBAHUS

MHBa3uBHBIE TUATHOCTHYECKE METOBI
(MJIM) — 5T0 NMyHKILNN [JIALIEHTH (XOpHO-
Ha), TYTIOBUHBI WJIM aMHHMOTHYECKOI TTOJOo-
CTH, KOTOPBIC IMPOBOIATCS € LEJIBIO MMOTyYe-
HUA OHOJIOTUYECKOTO MaTepHalia U JTallb-
HEeMIITNX MCCie0BaHUI (LIMTOreHeTHIeCKHX,
MONEKYISIPHBIX, OMOXUMHUYECKHX M T.1.).

JleyeOHBIe MHBAa3HUBHBEIE METOIB — 5TO
orepanuu ¢ LeNbo NMpeHaTaIbHON KoppeK-
L[MH HEKOTOPHIX TIOPOKOB Pa3BUTHA TUTIOJA, a
TAaKXKe BMEIIATeJIbCTBA, HATIpaBJIieHHbIE HA
JIeYeHHUe HEKOTOPBIX 3a0oeBaHMA 1044
(HarnpuMep, aHeMuK). B 5Toil 1J1aBe MBI He
OyneM paccMaTpuBaTh BOIPOCH, Kacalomy-
ecs JIeUeHHUs TIATOJIOTHH B IOPOJIOBOM TIepH-
one. IlpeHaTanbHasi X¥pyprusi B HACTOSIIIIEe
BpeM yKe BBIIEIIACH B CAMOCTOATENBHYIO
00nacTh MEIMIIMHEIL, XOTA IO CUX TTOP BO BCEM
MUPE SIBISIETCS YIEJIOM JIMIITb BBICOKO CTIeLIN-
AMW3MPOBAHHBIX KITMHUK. [ leyansHo KOHCTa-
THPOBATh TOT (aKT, 4To B POCCHM B HACTOSI -
11ee BpeMs IIpeHaTanbHaAg XHUpyprsd MpakTi-
YeCKU OTCYTCTBYeT. MU3epHBIA OIBIT OT-
JEeNBHBIX JIMATHOCTUYECKUX LIEHTPOB €11l He
0000111eH, MO3TOMY pPa3roBOp O Jieye OHBIX
WHBa3sWBHBIX BMELLIATELCTBAX HA CTPaHNLIAX
9TOUM KHHWTH CTAN OBl MpeXaeBpeMEeHHBIM.

B otnuume or neuyeGHBIX TMpoleayp,
MJ1M B HacTosiI1Iee BpeMsI IIMPOKO pacipo-
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CTpaHeHbl B KJIMHUYeCKOH MnpakTuke. Bo
BCEX PAa3BUTHIX CTpAaHAX, TJie TIpeHaTAIbHAS
JUarHOCTHKA ABIAETCSH YaCThIO HALIMOHAb-
HO¥ MmporpaMMel 3apaBooxpaHeHnd, MM
TMPUMEHAIOTCA B IMPAKTHYECKOUN MeIHIIHE.
OHU [laBHO MepecTanu ObITb SKCKIK3UBHBI-
MU JUATHOCTUYECKUMHU MpOoLieaypaMy U |C-
MOJB3YIOTCA, KaK rOBOpUTCA, «quantum
satis» — CKOJIBKO roTpebyercd. EqfUHCTBEH -
HBIM YCITOBHEM WX TTIPUMEHECHU B KOHKPET-
HOI KJIMHHUKE SIBJISIeTCS KBATM(PUKALINS Bpa-
Ya 1 YPOBEHb OCHALLIEHWS AUAr HOCTHYECKO -
To LeHTpa.

CyuiecTByeT MHOXECTBO KJTACCU(DUKALIATA
HJIM:

1) mo xapakTepy JocTyIa: TpaHCcaOmoOMM-
HAJIBHBIE, TPAHCLIEPBUKAIBHBIE,

2) 1o BHIY MOJy4yaeMOoro MaTepuana:
BOPCHUHBI XOpHMOHA (IJIalleHThl), KPOBb ILIO-
1a, aMHUOTHYECKas KHIKOCTh;

3) mo xapakTepy KOHTPOJI 3a MPOLEAyY-
pOit: YIBETPa3sBYKOBOM, 3HIOCKOITHYECKHIA;

4) 1o TeXHUKe IMpoBeJleHUs BMellIaTelh-
CTBa: ITyTeM ACIMpALiH, ITyTeM OHOIICHN;

5) 1O OCHOBHOI 3amaue MCCeI0BAHMS:
TIOJIydeHUe MaTepyaia Ui UcCleloBaHu,
BU3yaATbHAA OLIEHKA CTPYKTYP I10Ia.

CeroaHs BIpaKTHUYeCKOM 3[1paBOOXpaHe-
HMH C JUAarHOCTHUUYECKOH ILIeNblo Haubonee
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YacTo NMpUMEHAIOTCH TpaHcabaoMHHAIBHAY
acnypalysa BOPCHH XOpHOHA, IUIaLeHTOLIeH-
Te3, aMHHOLIEHTe3 W KopaolieHTe3. Bee vH-
BasWBHBIE BMEIIATEILCTBA TIPOBOJISITCS TION,
YABTPA3BYKOBBIM KOHTponeM. B 3apybexXHbIx
CTPaHAaX B YUPEKIAEHHUAX IIEPBOTO YPOBH A MIC-
MOJIB3YIOTCS, KAK MPABHIIO, TEXHUYeCKH 00-
Jiee TIPOCTHIE MeTOMbl (AMHMOIIEHTE3. peXxe,
acnupaimrs BOPCHH XOPHOHA), a MOJHBIN
criektp MM nipuMeHsgeTcs B KPYITHBIX TOC-
THTANAX U YHUBE PCUTETCKUX KJIMHHUKAX, T. €.
B IUaTHOCTHYECKMX LIEHTpaxX BTOPOTO 1 Tpe-
ThETO ypoBHeii [1].

B HacTosdlee BpeMs MHTepec K U3yue-
HHIO TEXHUUYECKHUX acleKTOB MpoBeIeHH S
WM, ocobeHHOCTEN TeueHHs OepeMeHHO-
CTH TIOCTIe X ITPUMEHeHMSs, OCIIOXHeHWI 1
JPYTHX KJIMHUYECKHX BOIPOCOB 3aMETHO
cHM3uucd. LIkBan nmyGaukanuii, nmoces-
LIEHHBIX 5THUM BOITpOCaM, TIPULIENICS Ha ce-
peminy 80-x — Havyano 90-x ToaoB, KOoTAa 3TH
BMeIIaTeNbCTBA AaKTUBHO OCBAaWBaNMCh

TMPaKTHKYIOIUMH Bpayami. K HacTodleMy
BpeMeHH 3(¢eKTHBHOCTh U 0e301acHOCTh
HMJIM xopoliio u3yueHbl M He TpeOyIoT Mmpo-
BeJieHWsI HOBBIX Mccrefopanmii. K mpuMepy,
3a MoCHeH1E IBA TO1A B CTICLIMATH3HPOBaAH-
HBIX XypHanax («Ultrasound in Obstetrics
and Gynecology», «Prenatal Diagnosis») Ha
3TH TeMbl ObITH OIMYONMMKOBAHEL JIMIIL OB
CTAThH.

B oTeyecTBEHHOM JUTEpPATYpe BOITPOCHI
KIMHUYECKOTO MpUMEHEHH MHBA3UBHOMN
JUATHOCTHKM OCBellleHbI O4eHb IoapobHo. B
TIPEOBIIVIINX TOMAX «DHIIMKIIOTEIUH YIIBT-
PA3BYKOBOM AMATHOCTHKH B aKylLIepcTBe U
THHEKOJIOTHH» U «KIIMHHYeCKOM pYKOBOI-
CTBE 110 YIIBTPA3BYKOBOW IMATHOCTUKE» BUIBI
WM, TexHuyecKue AeTaaId MX ITPOBeAeHs,
CpPaBHUTEJIbHBIE XapaKTePUCTUKH Pa3HBIX
METOJIOB, BU/IBI M YACTOTA OCIOXKHEHUIT e
TAJTBHO OMHCAHEIL, ITO3TOMY Mbl He BUIUM OC-
HOBaHUWI OJ11 TIOBTOPHOTO OOCYKAEHM 3THUX
Borpocos [13—16].

BE3OITACHOCTb UHBA3BUBHbBIX METO/J1OB
NCCIIEJOBAHUA

HJIM — HeoTheMIeMasl YACTh MpeHa-
TAMBHOM IUArHOCTUKH, Oe3 KOoTopoil 6ophb-
6a ¢ BH3 ctaHOBUTCH INMPAKTUYECKH HEBO3-
MOXKHOU. OgHako, npemiaras /M OGepe-
MEHHBIM, BXO/SIIKWM B TPYIINY PHUCKA IO
poxaenuio neteit ¢ BH3, cnenyer yuuTh-
BaTh, 4TO JI0O0E BHYTPUMATOUHOE BMella-
TeJNBCTBO COTPSIKEHO C PUCKOM TIpephIiBa-
HIA IEﬂ(ﬂ]ﬁl-f:]\l(‘.tHH{)C’I'_['L [To JaHHBIM OTeYe-
CTBeHHBIX aBTOPOB | 13—17], mocne obcneno-
BaHH4 ¢ nnpuMeHeHueM WM B TeueHHe
10—14 nHeit rociie BMeLIaTeIbcTBA B Cpefi-
HeM TIpepriBaOTCs 2,5% OepeMeHHOCTEH.
DTOT [IOKA3aTeJIb 3HAUNUTETHLHO BApBHUPYET B
33aBUCUMOCTH OT BHJa BMEIIATENBCTBA, CPO-
Ka GepeMeHHOCTH, TOKa3aHuid, OrbiTa Bpa-
4ya U MHOTHX JIpYTUX (haKTOPOB U MOXKET BO3-
pactats J10 5,4% |18].

OueBUIHO, YTO MPU KaxX 0l 6epeMeHHO-
CTH CYLIECTBYeT, TAK Ha3bIBaeMblil, «0a30-
BBII» PUCK TTOTEPH TIIOAA, KOTOPBI CBA3aH

C HaJTMUMeM aKylIepcKoi, THHEeKOJIOTHIeC-
KOl 1 cOMaTHYeCKOil MaToIOruK Y KOHKPET-
HOM TMalMeHTKH U COCTABIAET B CpeiHEM 2—
3%. Yem MeHbIIle CpOK GepeMeHHOCTH, TeM
Bbilile 3TOT pUcK. [lo ganHbIM S. Smith-
Jensenu coant. [19], BI TpumecTpe GepemeH-
HOCTH OH BapeHpyeT B nipeaenax 3,0—3,60%.
JIpyriuMu CloBaMHu, M00ad MalHeHTKAa UMe-
€T LIAHC TIOTePSITH OepeMeHHOCTh B CHITY pa3-
JIMUHBIX 0OCTOSTENLCTB U 0e3 00cIefoBaAHMS
¢ noMourso UJIM.

HHTepecHble HCCENOBAHWSA, TTOCBSIILIEH-
HBIE U3yYeHUIO pricKa MM, ObLTH IpoBeae-
Hbl emie B 1986 1. [20, 21]. I'pynmsl crienma-
JIMCTOB, BosrnanigeMble R. Ager m A. Tabor,
0000ILIMAM JJaHHBIe HECKOJIBKHX JIECATKOB
HALIMOHAJIBHBIX AUATHOCTUYECKUX LIeHTPOB
psiaa eBponekickux ctpaH. Ha orpoMHoM cTa-
THCTHUYECKOM MaTepHale UM YIaIoch Mpojie-
MOHCTPHPOBaTh, UTO Jiaxe caMmblil Hesorac-
HBII{ MHBAa3WBHBI MeTOA — aMHUOLIEHTES —
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Ta6nuua 4.1. YacToTa paHHUX NpepuiBaHuii GepemeHHocTU nocne MM

ViccneposaHust TA ABX TU ABX TAIN A K Beero
| PMLIM, 1998 [22] 0,3% 10,4% 1,3% 0,4% 1,5% 2,3%
Il PMUW, 2000 [23] 0,5% 2,8% 0,6% 1,4% 0,7% 1,7%
B.C. BapaHog, 1999 [24] 1,39% = 1,49% 0,2% 1,18% -

Co6cTBeHHbBe faHHele, 1997 [17] - 7.,4% 1,2% 0 1,5% 2,3%

lMNpumedanue. TA ABX — TpaHcabpommHanbHas acnupalva BOPCUH xopuona, TL ABX — TpaHcuepevKansHasa acnu-
paumsi BOpCUH XoproHa, TAIN — TpaHcaboMUHANBHBIA NMnaleHTougeHTes, A — aMmHUoLEHTes, K — KopaoueHTes.

noselaeT 6a30BbIl pUCK MTOTEpHU DepeMeH -
HocTuHa 0,2—2,1%. D1oT BRIBOI OBLI CeNIaH
HA OCHOBaHWM PasHUIIB B MepUHATABHBIX
TIOTEPSIX MEXKAY TPYTITION MallMEHTOK, obcie-
JIOBAHHBIX ¢ TIipuMeHeHneM KMJIM, 1 KoHT-
ponbHOM rpymroit. [locie aMHMOLIeHTe3a
MOTEPH TUIOJIOB cocTaBna 2,4—5,2%, a B
KOHTpOJEHOI rpymme — ot 1,8 mo 3,7%.

J1s oTeueCTBEHHBIX CIIeLIMATHCTOB, Be-
posATHO, BoJlee MHTEPEeCHB! NaHHBIE, TTONY-
YeHHBIE B X0/1e [IBYX POCCHHCKMX MYJIETHLIEH -
TpoBbIX MccienoBaHuii (PMLI), npoBeneH-
HBIX 0 MHUIHMATUBe PoccHiickoii accorma-
LIMH Bpavyeil YIbTPpa3BYKOBOIl JMATHOCTUKM B
MepHUHATONOTHH U THHEKOJIOTHH B 1998 1
2000 rr. [22, 23]. Oba mccnenoBaHud ObLTA
nocpslleHsl M/IM B akyiie pckoii mpakTHKe.
B 1998 r. o cBOMX pesynbTaTtax cooOmmIn
TONBKO 12 AMATHOCTHYECKMX LIEHTPOB M3 pas-
HEIX perioHoB Poccuu, B 2000 1. — yKe 22 Jie-
YeOHBIX YVUPEKIeHHA.

[To pauueM | PMII yactoTa npepeiBa-
HUi1 OepeMeHHOCTH, HETMOC peICTBEHHO CBY-
3aHHbIX ¢ UJIM, coctaBuia 2,3%, mo naH-
Hbm [ PMIIU — 1,7%. B tabmuue 4.1 nipen-
CTaBieHbl JaHHbIe O YacTOTe MpephIBAHKI
GepeMeHHOCTH B 3aBHCHMOCTH OT BHIA WH-
Ba3WMBHOTO BMEIIATENIBCTRA, TONYUEHHbIE B
Xofie paboThl OTAEBHBIX POCCHICKHX JIHAT-
HOCTUYeCKHX 1IEHTPOB.

[To manusM aByx PMIIH, yactora mipe-
PEIBAHMIT OepeMeHHOCTH B pasHBIX 1L[eHTpax
BapeMpoBana ot 0 mo 18,3%. Takoii pasopoc
roKazaresieit MOXHO 0OBSICHIUTE OLIMOKAMI
B CpOKax MpoBefieHUs TIpoLeyp, TeXHHUYeC-
KAMU TPYTHOCTSIMU, YBJieueHHeM TpaHCIep-
BUKATbHBIMH BMeIIATEIbCTBAMHM, pasHBIM
ornbIToM padotel ¢ UM M 1.1,
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[1puBeneHHbIe DaHHBIE YOSTUTENEHO 10-
KaseIBalotT, uro MM, K coxasieHHIO, He TaK
0Oe30IacHbl, Kak MOXeT ITOKa3aThesi Ha rep-
BBIH B3rJsia. Yactora BcTpeyaemoct BH3,
MOMJIEKAIIMX AUATHOCTUKE C MOMOIIBIO
MM, u yactoTa roteps bepeMeHHOCTEM
1ocsie MHBASUBHBIX BMELLIATEBCTB B LIEIOM
BIIOJTHE COTIOCTABMMEI, TIO3TOMY JaXe MpH
HAJIWYMK Y TIALMEeHTKH MokazaHuii K MJIM,
BCTaeT npobiieMa «IeN1aTh — He JeNaTh», T.€.
rpodiieMa CornocTaBieHHsl PUCKA POXKIEHUS
OonbHOro pebeHKa M pycKa rotepu 6epeMeH-
HocTh. B KoHeuHOM HTOre pemieHue 06 06-
CJIeIOBAHWH ¢ TIPUMEHeHHeM HWHBa3HBHOTO
BMELIATENbCTBA JIOIKHA MPUHATH CEMBA.
Bpau o0s13aH JIUILLB 1aTh MOAPOOHYIO HHGOP-
MAIIHIO O LieJsiX 06CIeIOBAHMS M BOZMOXHEIX
OCJIO3KHEHUSIX, YITOMUWHASI TIPU 3TOM He TOJb-
KO O CpeJIHeH CTaTUCTUYeCKOI YacToTe Ipe-
peIBaHUA OepeMEHHOCTH TToCIle BMeLaTelb-
ctBa (1,5—2,0%), HO M 0 pealbHBIX ITOKA3a-
TEJISIX KOHKPETHOTO AUATHOCTHIECKOrO LIeH-
Tpa.

[Tpeparasd naureHTKe, MMeroLeil hak-
TOPHI PUCKA T10 POXKAEHHUIO DONBHOIO pe-
OeHKa, MHBa3MBHOE HCCiefoBaHKWe MJIsi
YTOUHEHHS JUATHO3a, ONHOBPEMEHHO Bpay
Kak OFI TipejutaraeT e yBeTMUUTh PUCK TTO-
TepH KOHKpeTHOI OepeMeHHOCTH. Pac-
cMaTpuBasi 3Ty MpobiieMy ¢ TOYKH 3peHUst
Ouonornyueckoii enecoodpasHoOCTH, MOXET
TIOKA3aTHCH, UTO TAKUMH TTOTE PAMI MOKHO
npeHeOpeys. Kak roBoputcd, «Jec pyosarT —
LIeNKH JeTsiT». OIHAKO, CTAHOBSCH Ha T10-
3UIAI0 CEMBH, HAUMHACIITh TIOHUMATh, YTO
moboe faBieHue CO CTOPOHBI Bpaua, mobas
Kareropuueckasg pekoMeHaida obceso-
BaHu4 ¢ nmpuMeHeHueM MM mMoryTt OBITh
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BOCTIPUHATEI MAITMEHTKOM KaK IOCSTaTe b~
CTBO Ha CBSITasl CBATHIX — XKeJJaHHYIO Oepe-
MEHHOCTB.

Hamr omeIT DHGOTBI TTOKAa3bIBaAeT, UYTO BO
MHOI'MX CITy41asaXx l'[pOGJICMﬂ «JJeJaTh — HE e~
JIATh» JIEXUT B OCHORBE IMpoheCCUOHATBHOIO
«KOH(IMKTa» reHeTUKOB M akylepoB. B o1-
JTMUMe OT KOHCepPBATUBHBIX AKYIIIEPOB Bpa-
YH-TeHeTUKW OOBIYHO Oolee KaTeTr OpHYHEBI
B CBOMX peKOMeHAalMgX 110 TpoBeie HHIO
HUAM. B1o oOBIACHACTCS TEM, YTO IEPBEIM
TIPUXOANTCS YIAaXKMBATh KOH(PIUKTEL ¢ Ha-
HHUEHTKAMHM H X pOOCTBEHHWEKAMM, CBA3aH-
Hbl€ ¢ BO3HUKHOBEHHEM OCIIOXKHEHMI T10C-
Jie UJIM, a BTOpPBIM — CMOTPETH B rfasa Ma-
TEPAM [eTeH-UHBAIUIOB, POIUBIIUXCA B
PE3YIbTATE HETIOTHOLEHHOT O ITpeHATAIbHO-
ro obcyieioBaHMS .

CrnenoBaTeJIbHO, TIOMATYS 00 OCHOBHOM
Bpa4yeOHOU 3aroBe i — «He HaBpeau» —
MOKHO YTBEPKIATE, YTO OCHOBHOI 3a1aueil
Bpaya npr GopMHUPOBAHUM MTOKAZAHWI K MH-
BA3UBHOMY MCCHEIOBAHUIO 4BIISETCS Mpesio-

CTaBJIEHUE CeMbE IMOJHON U OOBEKTUBHOMN
HHGPOPMALIMM O pealbHOM pPUCKe TOM WIK
MHOM MaTONOT|H Y TUIOJIA, O XapaKTepe U ya-
cToTe ocnoxHeHuii mociae MJ/IM, a takke 06
anbTepHATMBHBIX BapHaHTax oOCIenoBaAHWA
npu 6epeMeHHOCTH. OKOHYATENIbHOE pellie-
HUe T0JDKHA MTPUHMUMATD TOJTEKO CeMbs, T10-
3TOMY JaBleHHe aBTOPUTETHOTO MHEeHMS
Bpaya abcomoTHO HeJOMyCTHUMO.

B ciyyae npuH4THA ceMbeil peleHHd O
MpoBeJIeHWH WHBA3UBHOTO BMELIATETECTBA
BITOJIHE TIPABOMOYHO MpeI0CTaBIeHIe CYII-
pyram TmickMeHHO#M WHQOopMaIil 0 BO3-
MOXKHBIX OCJIOKHEHMAX [OCHe MpoLeaypHl.
C oJTHO¥ CTOPOHEI, HH(POPMUPOBAHHOE CO-
rJlacue MaluueHTKU, o0NneueHHOe B OyMax-
Hyto opMy, 3acTaBsieT OyaylIMX pomuTe-
Jew Gosiee OTBETCTBEHHO IPUHUMATE pelle-
HHe, C IPYTOM — ABIAETCA BECKUM apryMeH-
TOM B NOJIb3Y Bpaya MpH BOZHUKHOBEHUW
KakKoi OBl TO HU OBITO KOH(IMKTHOM CUTY-
AllMM [IpA JaJbHeHIIeM HaOmoneHH 3a be-
peMeHHO.

IMOKA3AHUSA K UHBA3SUBHLBIM METOJIAM
NCCIEJOBAHUA

HecMoTpst Ha To, uTO rpobsieMe hopMHUpO-
BaHMWA IMOKA3AHMI K OOCTEA0BAHUIO C TPHMe-
HeHreM HMJIM 1ocBA1eHO MHOIO ITyOIHKA-
1M, OHA OCTAETCS OJTHOM M3 CAMBIX CIIOXKHBIX
B IMpeHaTaIbHOM nuarHocTvke. Ha mepBbii
B3IJIAL, €€ pellIeHre JIEXKHUT Ha TTOBEpXHOCTH,
MOCKOJBKY (haKTOPhl PUCKA IO POXKIEHUIO Jie-
Teii ¢ BH3, KoTophble MoaieaTr AMarHOCTHKE C
TIOMOIIBEO MHBA3UBHBIX BMEILIATENBCTB, XOPO-
1o U3BecTHBI. K aTHM hakTopaM oTHOCATCS:

— Bo3zpact OepeMeHHOI OoJtee 335 neT;

— OTATOLIEHHLII aHAMHE3: POXIeHWE pe-
OGeHka ¢ XA WIM MOHOTeHHOI MaToJIOTHEl;

— HaJuuMe ceMeMHOM XpPOMOCOMHOM
TPAHCIOKALIMY WM MIEHTHPHUIIMPOBAHHOMN
TeHHO MYTAITHH;

— H3MEHEHMU, BEISIBICHHEIE MpH Oepe-
MEHHOCTH: 3Xorpadurueckre MapKepsl XA,
OTKJIOHEHW$ CHIBOPOTOYHBIX MapKepoB
KPOBH.

TeM He MeHee, HATMUYKE TOTO MITH HHOTO
(hakTOpa pHcKa He 03HavYaeT AbCONMOTHON He-
0OXOAMMOCTH IPOBEAEHHU S MHBA3WBHOIO HC-
CIeOBAHNSI, TIOCKOBKY, KaK yXKe YITOMHUHA-
JIOCH BEILIIE, BCerga HeoOXoaUMOo COMocTaB-
JIATB pUCK poxieHud pebeHka ¢ BH3 v puck
nmorepy SepemenHocTH ocne MJIM.

Monozennvie 3aboaceanus

O0cyxnenue npodiembl GpopMHUpOBa-
HHA nokKazaHuii K UM MBI pelivin Ha4aTh
€ CaMOTO TMPOCTOrO, T. €. C CAMOr0 OUeBHI-
HOT'O ITOBOJIA K MHBA3UBHOM AMATHOCTUKE.
Nmenno mneHTUGUUIMpPOBAHHEIE MOHOTEH-
HEIe 3a00eBaHN A B CEMBE ABIAIOTCH abCO-
JIOTHBIM 1moKaszaHueM K UM, IocKobEKY
OONMBIIMHCTBO U3 HUX UMEET ayTOCOMHO-
peLleCCUBHBIN TUIT HACJIEAOBAHMA M, CIIEI0-
BaTeJIbHO, OUE€HBb BBICOKHMIA PUCK TOpaxe-
HW4A TUTona |7, 25].
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HauGonee u3BecTHBIE M YaCTO BCTPEYaro-
LMecs MOHOINeHHbIe 3a001eBaHM — CITH-
HATbHAS aMUOTpo(dHs, MyKOBUCIIMIIO3, MY~
KOIMOJIMCAXapyua03bl, (PeHHUIKeTOHYPHS, re-
mopumasa. K coxanenmio, HU OTHO M3 HHX,
He TOUTEXUT MPEHATATEHOMY BBIABIEHHIO C
IMOMOILBIO OOBIYHBIX KIIMHHYECKHX METOIOB.
VnwTpasBykoBasi TMATHOCTUKA 3THX 3a0071e-
BAaHUI HEBO3MOXHA BCJIEICTBHE OTCYTCTBHS
Kakux OBl TO HH OBLIO MATOrHOMOHWYHBIX
sxorpapuueckux rnpusHakoB. bonee Toro,
Jaze TIoCTie TIOSIBIEHMSI Ha CBET JETH € MO-
HOT€HHOI MATOJIOTHEN B OONBIIMHCTBE CITy-
YaeB HUYEM He OTJIMYAIOTCH OT APYTUX HOBO-
pOxXaeHHEBIX. TOBKO CITYCTA BpeM4, HHOIIa
H3MEpSIOIIeecd rofaMu, y HUX IOCTENEHHO
HAYMHAIOT MOSIBISITHCS OTASNbLHBIE CHMITTO-
MBI 3a00JIeBaHMs, M BpayaM yIaeTcs IocTa-
BUTh JUATHO3 TOIO WK MHOI'O MOHOTEHHOTO
3a00eBaHUA.

K coxaneHuio, ycTaHOBIeHHE TOUHOTO
JIUATHO3A TIocne poXaeHus pebeHKa B O0Jb-
LIMHCTBE Cy4YyaeB He MO3BOJIIeT paaTuKaib-
HO GopoThes ¢ 6one3HbI0. et cO MHOTMMKA
MOHOIeHHBIMM 3a00JIeBAHUAMU 0OpeYeHbl
Ha CTpaJaHus U pAHHIOK THOe b, TeM He Me-
Hee, TOUHLIN AUATHO3, IOCTABIIEHHBIN pe-
OeHKY, IMO3BOJIIeT reHeTUKaM 0OCIeloBaTh
CYIPYXKECKYIO T1apy M APYIUX WIEHOB CEMBH
JIeTOPOAHOIrO BO3PACTa HA HOCHUTEJILCTBO FeH-
HOM MYTAllMK M MJIAHUPOBATh IIpeHATANLHOE
obciiegoBaHue Mpy ouepenHoil bepeMeHHO-
CTUY 3TOM ceMeHOM nmaphl MJIA Y UX O zKaii-
LIHX POACTBEHHHKOB.

B HekoTOpBIX cTpaHax CYIIECTBYIOT
CKPMHHMHTOBBIE MpOTrpaMMbl 00CieToBaHUA
HaceJleHW Ha HOCUTEILCTBO Hanboee pac-
MPOCTPAHEHHBIX B 3TUX PerHOHAX FeHHBIX
myTtanmii. Hampumep, B CILIA yxe B 80—90-
X TOJIaX CYIIeCTBOBAN CKPMHUHT Ha 00Je3Hb
Teq — Cakca, ceproBHIHO-KIETOUHYIO aHe -
MHIO, TAJJACCEMHIO U MYKOBHCIIMI03 [26].
Takoit MeTogUUeCKHIT TTOAX0a K 00phOe ¢ TSI~
JKeJroil MOHOTeHHOI ITATOI0T el 00BSICH ST~
Cs1 TeM, YTO B OTpeflefIeHHBIX TPYNIax Hace-
JeHHd JyacToTa 3THX 3aboneBaHMiL Oblna
BEILLE, YeM B LEeNoM B ronyssuud. Harmpu-
Mep, MO JaHHBIM TeX Xe aBTOpPOB, YacTOTa
CepIroBHIHO-KIeTOUHOH aHeMUH Cpeau
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YepHOKOXEro HacesieHHs coctanmsana 1/500
HOBOPOXIEeHHBIX.

B Poccuru B HacTosILiee BpeMs CYLIeCTBY -
€T CKpUHHUHT HOBOPOXKIEHHBIX Ha (PpeHWUIIKe -
TOHYPHIO M TUTIOTHPe03 — 3a0oneBaHus, KO-
TOpBIE B TOMYNALIMA BCTPEYAIOTCH € YacTo-
Toit 1/10 000 m 1/14 000 |7]. C onHoii ctopo-
HbI, paHHEE BBISBIIEHUE 3TUX 3a00NeBaHHil
CrocoOCTBYET paHHEMY HAYAIy aIeKBATHON
Teparuu; ¢ Apyroi CTOpoHbl — MO3BOJIAET I'e-
HeTHKaM TIpe/iaraTh CeMbe IpeHaTalbHOe
obcnepoBaHue Mpu ouepeHOI GepeMeHHO-
CTH.

HecMoTps Ha To, UTO OOLIME TIPUHLIATTEL
JTabopaTopHOM IHATHOCTHKH MOHOTEHHO
MATOJIOTVH XOPOIIIO U3BECTHBI, TATEKO HE BO
BCEeX CIIYYasIX TeHEeTUKH MOTYT TUIAHUPOBATh
rnpeHaTajJbHOEe 00CieloBaHUe C ITpUMEHe-
HueM UIM. CornacHo Katayory McKusick
[27], B KOHI1Ie 90-X ro/1oB B MUpe OBLIO 3ape-
TUCTpHpoBaHo 6osee 6500 HaCTeACTBEHHEIX
3aboneBanuii. MeToabl MONEKYJISIPHOM TU-
ArHOCTUKM paspaboTaHbl TONBKO T 300 13
HMX, XOT$ CITUCOK MOCTOAHHO TTOTONHAET-
cs. B Poccuu 5TOT riepedyeHb ITOKA OrpaHK-
yupBaetcs 30 Ho3omOrMUeCKMMHU (popMamum.
Hx nuarHocTHKa B OCHOBHOM BO3MOXHAa
TOJBKO B KPYITHBIX HAYYHBIX LieHTpax deae-
paJIbHOTO YPOBHA, HaNpuMep, B Meauko-
reHeTUYeCKOM HayuHoM 1LeHTpe PAMH
(Mockna), B MHcTHUTYTE aKyiepcTBa U ri-
Hekonorvu um. 1.0. Orra PAMH (CankTt-
[TeTepbypr), HUW MeqMUMHCKOM reHeTUKH
THIICO PAMH (ToMmcK) M1 HEKOTOPEIX py-
TUX YYPEKACHUAX.

B cnyvae TouHOI AHArHOCTHKH MOHOTEH-
Horo 3aboeBaHud B ceMbe IUTAHWpOBaHWe
CXeMbl 00CTENOBAHUA MALIUEHTKH [P O4e-
penHoit bepeMEHHOCTH SIBJISIETCS ITPEPOraTh-
BOM TeHETHKOB. TONBEKO Bpau-TeéHETUK MOXET
OTPEeAENTUTD, MOMEKNUT JIH KOHKPETHOE MO-
HOTeHHOoe 3a00JieBaHKe JIOPOLOBON JUarHo-
CTHKe, B KaKoi1 Hay4HOo#M nabopaTopuu 11ese--
co00pa3Ho 3TY AUATHOCTUKY TPOBECTH U Ka-
KO OMOoNorMYeCcKrii MaTepuail (BOPCHHBI
XOPUOHA, AMHHOLIMTHI, KJIeTKH KpPOBH) Tpe-
Oyercs 11 5Toit e, B 5Toil cuTyaluum aky-
epaM OCTAeTCS JIUITh CTPOTO BBITIOHATH
yKa3aHWs TeHeTUKOB U TUIAHUPOBATh IpoBe-
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JIEHWE MTHBA3WBHOTO BMELLIATENIHCTBA B OTTH-
MAJTBHBIX T4 MAUMEHTKH YCIOBMAX.

ITo panubivm I PMLIM, B cTpyKType roka-
3aHuii K MJIM moHoreHHbIe 3a001eBaHMS 3a-
HHUMaM OTHO M3 MOCTeIHWX MECT M COCTaB-
i 1,2%. 3a apa ropa, npottemumx rocse I
PMLIHA, UM cranmu nnpuMeHAThes B Poccrm
oonee numpoko. I'lo ganuev 11 PMIIH, gac-
TOTa 00CTeNOBaHNsI TI0 MOBOAY MOHOTeHHOI
MAToJIONMK BO3pociia 1oyt B 3 paza (3,1%),
TipH 3TOM B LieHTpax Mocksel, CaHkT-TleTep-
oypra u Tomcka 6b110 06cnemoBano 89,9%
BCEX MALEHTOK, HAMPARTeHHBIX HA MTHBA3KB-
HBble ITPOLIEYPhI 1O 3TOMY IMOKa3aHHi. B 1998
T'. YaCcTOTa MOHOI€HHEIX 3a00JeBAHMIA B T pyIT-
e obcneqoBaHHBIX ¢ MpuMeHeHeM MM
coctaBuna 36,9%, B 2000 r. — 32,7% |22, 23].
[To maHHBIM HALLIETO LIEHTPa, 3TOT MOKA3aTeJTh
cocTaBui 25,6% [17].

[Tposegenue UJIM B cBA3H ¢ MOHOTEH-
HBIM 3a00neBaHHEM B CeMBbE€ — 3aaua He-
croxHasi. bepeMeHHBIe ¢ TAKIIM OTSITOLIEHH-
€M B aHaMHe3e BCera rNcUxoNorMyecKu ro-
TOBBI K MHBA3UBHOMY BMELIATENLCTBY, YTO
3HAYUTEIILHO 00JIeryaeT KOHTAKT Bpaya 1 ra-
1eHTKA. OHU He HYXXIAI0TCs B apryMeHTa-
oMM HeDﬁXO,[[P[l\{OC'IH HHBA3MBHOTO UCCJIEOdO -
BaHHA TOTOMY, YTO Ha ce0e MCIBITATH BCIO
THKECTb KIMHUYECKUX TMPOSABIeHHUIA MOHO-
reHHbIX 3a0omeBaHuii. [lo3BomMm moBTO-
PWTh, UYTO WIEHTU(UITMPOBAHHAS MOHOTEH-
Has MAaToJIOrUs B CeMbe SBJI4eTCH eIMHCTBEH -
HBIM abcomoOTHBIM TokasaHuem K MM u3
BCEX CYIIeCTBYIOIIUX TOKA3AHUN K 3TAM TTpo-
uenypam. [lpy Hamumu gaxkTopoB, 3aTpya-
HAIOIIMX MHBA3KMBHOE BMELIATEIbCTBO B MO-
MeHT o0paleHus MauueHTKH (HarpuMmep,
KJIMHUYECKU BbIpaXKeHHasd yrposa rpephiBa-
HIsT), HEOOXOMMMO M3BICKATh BO3MOXKHOCTD
TIPOBEeCTH AMATHOCTHKY T103Xe. HO HU B KOeM
cllydae He MCKJIIOYATH €€ U3 CXeMBl TpeHa-
TATBHOro obCNelOBaHMs.

Takum oOpaszom, gopoaoBasi AUATHOCTH-
Ka MOHOTeHHOI1 TIATOJIOTUM SIBISIETCST BeJTH~-
KOJIETTHBIM MPHMepOM KOMIIJIEKCHOTO TIOH-
XOJIa K pelleHUIO CIOXHOM IpoiieMbl Tipe-
HATAJTBHOI MeIUIIUHEL. TONBKO ClaXXeHHas
paboTa TeHEeTHKOB, aKyIIIepOB W Bpaueii yib-
TPa3BYKOBOM JUATHOCTUKH MOXKET CII0C0o0-

CTBOBATH MPABHIBHOMY (HOPMUPOBAHUIO
Cpelly MalHeHTOK IPYITbl PUCKA, CBOEBpe-
MEHHOMY MpPOBeJeHHIO HHBA3UBHOTO BMe-
IATEJILCTBA M TOYHOI JUArHOCTHKE MOHO-
reHHoro 3aboneBaHUsI.

Bospacm kax noxasanue k npeHamaivHoMy
Kapuomunuposanuro

bepeMeHHBIE, a priori monagawiinye B
[PYIITY PUCKA IO POXIAEHUIO ieTei ¢ XA, 3T0
MAIMeHTKH, OTHOCHIIMECH K cTaplieid, 1o
AKylIe pCKUM MepKaM, BO3PACTHOM TpyIire —
Oonee 35 net. B npeAbIayIIMX TNaBax MbI IO~
poOHO paccMaTpUBaIH MPHYHHEL, O KOTO-
PBIM BO3pacT OepeMeHHOI BKITIOUAETCHA B OC-
HOBHOI1 CITUCOK (PAKTOPOB pHcKa 1o XA. B
HAI[MOHAIBHBIX TTPOTpaMMax 1o 3apaBooxXpa-
HEHMIO OOJIBIIMHCTBA CTPaH MHpa BO3PACT
oripefielieH, KaK OJHO M3 OCHOBHBIX IOKA3a-
HUIA K MpeHATAIIBHOMY KapHOTUITMPOBAHUIO
[1]. B nexabpe 2000 r. 3T0 Xe TIONOXeHMeE
OBLIO YyTBEPXKAEHO MpHKa3oM MUHHCTepCTBA
3npaBooxpaHeHud PD Ne 457 [28].

B HacTosiee BpeMd B OONBUIMHCTBE JAH-
ATHOCTHYECKUX LIEHTPOB BO3PACT OCTAeTCs
OJTHWM M3 CAMBIX YACTBIX TIOKA3AHUI K UCCITe-
JoBaHuio KaproTuna moaa. Ilo manmsm 11
PMLIH, B 2000 r. B cpefiHeM Kaxaad 4-4 rna-
[MeHTKA U3 Beex, nporeammx MM, Oblna
obcnenoBaHa TOJNEKO B CBSI3H C BO3PACTOM,
XOT$ B CTPYKTYpe TMOKA3aHWUI K MHBA3WBHBIM
BMELLIATEJIBCTBAM B Pa3HbIX LIEHTPAX 3TOT 110~
KazaTellb BAPBHPOBA OYeHb IMPOKO — 01 4,0
o 52,6% [23].

HecMoTpst Ha momnymspHOCTE BO3pacTta
Kak rokaszanusa K MM, oH, rmo HaleMy MHe-
HUIO, SABJISETCSH CAMBIM CITOPHBIM, HEOJIHO3-
HAYHBIM ¥ MHOTOTpAHHBIM (DAKTOPOM pHUCKA.
C omHO# CTOpOHEI, OepeMeHHbIEe CTapleil
BO3PACTHOI TPYIIIEI OTHOCHTCH K Haubolee
CJIOXKHOM TPYIIe TALIMEHTOK, TOCKONBKY B
OOJIBLIIMHCTBE CJIYYAEB OTATOLEHBI aKyILIep-
CKHMU, THHEKOJIOTUYeCKMMW U COMATHYIeC-
kMK 3a6oneBanusiMu. C Apyroii CTOPOHBI,
570T GaKTOp pUcKa 00MaaeT OTHOCHTEIBEHO
HU3KOI TIPOrHOCTHYECKOM LIEHHOCTHIO.

HTak, KaKk MOXHO OOBSICHUTB CJIOXHOC-
T B QOpMHpOBAaHUM TT0KazaHMii K MJIM,
BO3ZHHKAOIINE Mpu padote ¢ OepeMeHHBIMH
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cTapuieil BozpactHoM rpymusl? JIroboe BMe-
LIATETECTBO B TeUeHHe OepeMeHHOCTH BbI3bI-
BaeT y TAKWX MAlIMeHTOK He TOMbKO 3MOI[UO-
HaJIBLHBIN CTPecc, HO M peaibHYKO yTpo3y T10-
Tepu Twioga. [lo manneiM Ph. Lioquet u co-
apr. [29], 100% GepeMeHHBIX, PELUMBLIMXCS
Ha obcnemoBaHue ¢ ripuMeHeHueM MM,
UCTIBITBIBAIOT cTpax. OTnnuus HabmompaT-
C$1 JIMIIb B 3MOLIMOHAILHOM OKpacKe CcTpaxa:
y 40% — 5T0 cTpax nepeji ONacHOCTHIO TTOTe-
pATE GepeMeHHOCTB, Y 60% — cTpax IIoXoro
pe3ynbTaTa. ApryMeHThl O MAJIOYHCIIEHHOC-
TH OCJIOXKHEHHWI M OTHOCHTETbHOIT Oe30r1ac-
Hocty MJIM B IaHHO# cHUTyanuyi He UMEeIoT
CHJIBI, TIOCKOJTBKY TpephIBaHHe OepeMeHHO-
CTH Y 3THUX MAILIMEHTOK — BCETNA Tparemus.
[IIaHCH Ha HacTyIUIeHWe W BhIHAIIIMBaHUE
clienymwueil HopMaabHOI GepeMeHHOCTH
TAOT ¢ KAXIbIM TOIOM, MO3TOMY OepeMeH-
HEIe CTApLLIEi BO3pACTHOM I'PYIIIEI, KaK Ipa-
BUJIO, HEOXOTHO COTJIAIIIAOTCH HA 0OCIefo-
BaHUe C TIpUMeHEeHHeM UHBAa3UBHBIX METO-
JIOB.

Hair cobcTtBeHHBIH OMNMBIT paboThl 34 Tie-
puon 1990—1996 rr. mokazain, 4to B Te IOkl
6e3 KonebaHii cornaclie Ha o6cIeIo0BaAHNE C
npuMenenuem MJIM papamu we Gomee 23%
MAIUEHTOK, ¥ KOTOPBIX BO3pAcT ObLT eHH-
CTBEHHBIM TTOKa3aHWeM K 00ciieloBaHMIO.
OcTanbHble OTKA3ZBIBAINUCH B CBSI3U CO CTpa-
XOM TIepell HeOORIYHOI TEXHUKOM TPOLIemy-
pBl («ITpOKOI Yepes XuBoT»). B 60,5% cny-
YyaeB NMalMeHTKH apryMeHTHPOBAIM OTKAa3
HAJIMYMeM 300pPOBLIX AeTeil B ceMbe. OObsic-
HEeHMs Bpaya 0 TeOpeTUIeCKOM BO3MOXKHOC-
TH BO3HUKHOBEHHMSA XA y II0Aa, CBA3aHHBIX
€ BO3PACTOM, KaK IMPaBHIIO, He HAXOIWIIH I10-
HUMAHUW, TOCKOJIbKY MMAIMEHTKH CYUTATN
cebs1 abCOMIOTHO 3/10POBEIMM M HE paclieHU-
BaTM BO3pacTKaK PaKkTop pUCKa. 3HAYMTEh-
Had YacTh KaTer opHuyeCKHUX OTKa30B OT 00CIIe-
JIOBaHM4 ObLTa CBA3aHA C BO3MOXHOCTBIO OC-
TIOKHEeHWI TI0CIIe MHBA3MBHOM TUATHOCTHKH.
Kpome Toro, 23,8% maleHTOK COCTOSUTH B
MOBTOPHOM Opake, paclieHMBaIM Oymaylero
pebeHKa Kak OCHOBHOM (akTop Grarorony-
YKHs HOBOM CEMBU W HE XOTeJIM PUCKOBATh
GepemeHHOCTHIO. [TouTtH 10% MAaIeHTOK Jie-
YWIKCH MO MoBoAy Oecrionus U U3HAYAb-
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HO KaTeropvyecKH BO3pakain MpoTUB JIIO0-
ro BMELIATENIbCTBA BO BpeMd OepeMeHHOCTH
[17].

B Hactosiiiee BpeMsi CUTYaIUs MPAKTH-
YyecKH He M3MEeHWJIach, HECMOTPS Ha TO, YTO
MALUEeHTKH cTasv 6oJiee MH(GOPMUPOBAHHBI-
mu. [To HaMM HABTIONEHUAM, OCHOBHYIO
poJib B 3TOM MTpaeT He MPOCBETUTENbCKAs
JIeITeTbHOCTh YUACTKOBBIX aKYIlIepOB-TUHE-
KOJIOIOB, a IIMPOKOe pacrpocTpaHeHH e cBe-
JIEHHWI yepe3 MHTePHET.

Jlpyrasi ctopoHa 1mpobGiieMbl BO3pacTa U
HJIM cocTouT B TOM, UTO B TeX CIIy4asix, KOr-
Jla BO3pAcT ABJIAETCH eIMHCTBEHHBIM [MOKa-
3aHHeM K MHBa3sHBHOM TUArHOCTHUKE, YacTo-
Ta BIABIIEHN XA HeBbicoKa. [To jaHHBIM |
PMIIH, sToT mokazatenb B cpeiHeM 110 12
JMMATHOCTUYECKWM IIEHTpaM cocTaBmsin4,7%,
no paHHbM [T PMIIA (22 uentpa) — 4,3%.
ITo ranueiM BHHLL O3MuP, He Boleaumx
B PMLIM, 3TOT MOKa3aTe b OBLII TAKXKE paBeH
4,7% | 18, 22, 23]. Haim vccnegoBaHMsI, TIPO-
BelleHHbIe B 1998 1., CBUAETENLCTBOBAIU O
TOM, YTO YACTOTA BEIABIEHWUA IPyOBIX XA cpe-
JIU MALUEHTOK CTapIieil BO3PACTHON IPYIIIILI
He Tipepbiana 1,8% [30].

Takaa PAasHHIIA B TMOKA3ATEIIAX CBA3AHA C
TEM, YTO B HALLIEM LIEHTpPE BCe TOAbI paboTE ¢
MM ocoboe BHUMAHME YAEIAI0CH pasiere-
HUIO TIOKA3aHWI HA H30JTMpOBaHHbBIE (HATH-
yHle eAMHCTBEHHOTO (pakTopa pHcKa y Iaim-
€HTKH) U CoOYeTAHHBIe (HATMYMe HeCKOIBKUX
¢akTopoB prcka). Ham oImeIT 1OKas3bIBaeT,
YyTo npH (popMUpoBaHHM NToKazanuii K MJIM
B TIO/IABJISIIONIEM OOJIBIIMHCTRE CIIyJYaeB BO3-
pacT BBICTYTIAeT B KadecTBe TIABHOTO apry-
MeHTa, a Apyrue (pakTopbl pyUcKa IpocTo He
YUUTBIBAKOTCA. MBI YOEXKIEHbI, YTO MPH HA-
JTAYWHA HeCKONMBKIX (PAKTOPOB pHUCKA HEJTb3sI
OTHO3HAYHO YTBEPKIATh, KAKOH M3 HUX SIB-
JigeTcd pellaloliuM, o3TOMY Lejiecoobpas-
HO TOBOPUTH O COYETAHHBIX TOKA3AHUIAX K
WM (tabn. 4.2) [17].

CoBepllleHHO OY€BHAHO, YTO, Oyoyun
JlasKe M30JIM POBaHHBIM MOKA3aHKWEM K TTpeHa-
TATBHOMY KAPUOTUITUPOBAHUIO, BO3pACT Ma-
LIMEHTKU BHOCUT OIpelesIeHHYIO JIeNTY B
TpeHATATbHYIO MAaTHOCTUKY XA. CoueTaHue
BO3pacTa ¢ IpyrumMu pakTopaMu pucka, 0co-
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Tabnuua 4.2. YactoTa BhISIBNeHns rpy6Oeix XA y NaLMeHToK cTaplieli BO3pacTHOW MPymibl NP HaNMYMK ApYriax

(dakTopor pucka (paHHsle LN, Mockea)

MNokazaHre Kk NIOM KonuuecTBo rpyosi XA
BoapacT Gonee 35 neT Kak n2onupoBaHHoe nokasadve K MAM 1,8%
BozapacTt + XAy neTeil B aHamMHeze 1,7%
BozpacTt + cOanaHcHpoBaHHOe U3MeHEHNEe XPOMOGOM Y OHOINO U3 CYNPYroB 33,3%
BoapacT + nameHeHns ypoBHER ChIBOROTOYHLIX MapKepoB 6,7%
BosapacT + yneTpas3eykoBLIe Mapkepsl XA 41,2%
Beero XA y nauMeHTok craplie 35 ner 4,8%

OeHHO ¢ 3xorpapHuecKMMH OTKIOHEHMSIMU
y TUIOAA, MOJDKHO OBITH OCHOBAHHWEM JITA Ha-
CTOMYMBOIM peKOMeHIALMH TTpoBedeHUS
HUIOM, MOCKONBEKY ¥ TAKUX MMALHEHTOK Yac-
TOTA BBIABJICHUA IpyOBIX XA BO3pacTaeT, 1o
HAIIMM JaHHBIM, B 20 pa3.

B tex cnyuagax, korma MUJIM npoBoasrcs
TOJIBKO B CBA3M € BO3pacToM GepeMeHHOM,
yacToTa ocJoxkHeHHd rocne MM u puck
poxneHus pebeHKac XA conocTaBUMblL. Cie-
JIyeT TIOMHUTB, YTO «0a30Bblil» pHCK y Gepe-
MEHHBIX cTapiie 35 JieT BhIlle, YeM Y MOMO-
JBIX nauveHTokK. [To manaeiM S. Smith-
Jensen u coasnr. [19], no 35 et oH cocTaBnsi-
et 3,1%, mocne 35 met — 6,1%.

Henpast cOpachBaTs co cueToB M TOT QaKT,
YTO MOAABJIAIOLIEe OONMBIITMHCTBO XA BO3HH-
KaeT B pe3yJIbTaTe HOBbIX MyTALIMii M JIMarHO-
cTHpyeTcs Y MoJTofbIX OepeMeHHBIX. 1o gaH-
HBIM OTeueCTBeHHBLIX aBTopoB [31, 32], nond
Martepei cTapliero Bo3pacta cpeii HOBO-
POXIEHHBIX ¢ CHHpOMOM JlayHa cocTaBideT
ot 21 1o 33,4%, 1. e. 70—80% neteii ¢ Tpuco-
Mueii 21 poxgaeTcsi B MOJOJIBIX CeMbSIX.

HecMoTpst HA OTHOCHUTEITBHO HU3KYIO TTPO-
THOCTHYECKYIO LIeHHOCTh Bo3pacTa Kak (hak-
TOpa pUCKAa 110 (GOPMUPOBAHUIO IOKA3ZAHUI K
TIPEHATATBHOMY KapHUOTUITHPOBAHUIO OH, Oe-
3YCIIOBHO, UTPaeT OTIPeNeNeHHYIO polb B
6oprbe ¢ TpyorIMU XA V Tiofa. 1o maHHbIM
HaLero meHTpa, Mpyu aHaTu3e CTPYKTYPHI
(haxTOpOB pHCKa, KOTOPBIE TTOCITY KT TOKA-
3AHUSAMH K IIPeHATATTEBHOMY KapHOTHITHPOBA-
HHIO B CITyyasx JUarHOCTHPOBAHHBIX TPYOBIX
XA, BBIICHIAJIOCK, YTO CPe/Iv BBISIBIIEHHBIX XA
B 12,5% nHabmopneHuii (T. e. B KaxjaoM [0-M
ciyuae!) UJIM ObLTH ITpoM3BeieHB TONBKO B
CBSI3U ¢ BO3pacToM ratreHTKH | 17]. CoBokyTi-

Hble JaHHble 0boux PMIIM monHocThIO CO-
BITAJAIOT C HAIINMU pe3yJsTaTaMit: B 15,6%
CJIy4aeB AHArHOCTUPOBAHHEIX IPYOBIX XA (44/
281) maumeHTKW He MMeJTH HUKAKHX JIPYTHX
(pakTOpOB pHCKa, KpOMe Bo3pacTta |22, 23].

HeonHo3HauHOCTH W MPOTHBOPEUMBOCTD
Bo3pacTa Kak nokazaHus K MM mocmyxumm
MOBOIOM K TMOCTENEHHOMY H3MEHEHHIO OTHO-
[LIEHHA K 3TOMY (PakTOpy pUCKA B HALLIEM LIEHT-
pe: oT abcomoTHoTO TIoKazanus (mo 70% B
CTPYKTYype TIPUYHH TIPOBeeHUS TIpeHaTaTbHO-
ro KApHOTUITMPOBAHUA B 1991 1.) Io OYTH TON-
Horo otpyuanud (1,1% KapuoTUITMPOBAHHBIX
1o Bozpacty B 1996 r.) [17]. XopolLio H3BeCTHO,
qTO KaTeropuieckKuie CyKAeHUs U MEAWITHHA —
BEIII HECOBMECTHMBIE. IMeyansHbBIH OITBIT, T10-
JIYYeHHBIN NpU aHAJIM3€e MPONYLIEHHBIX MPH
npeHaTaTbHOM 00CIIEIOBAHUN CITyYaeB CUHIPO-
moB JlayHa, mokazan, uto B 18,2% (2/11) manu-
EHTKI MMeJTA eMMHCTBeHHBIHN (PakTop pycKa —
Bozpact |33|. boree Toro, 3a rocnegHMe 3 roga
B TpyIe OepeMEHHBIX, TOXKENABIIMX IPOBECTH
HCCIIeIOBAHHE XPOMOCOM TIIONA M KAPUOTHTTH-
POBAHHBIX TOJIBKO TI0 BO3PACTY, TPMKIBI LIKTO-
reHeTHKAMH ObLT TIOCTaRIeH IHATHO3 TPHCOMMH
21. V3ke nocrie MoJiyueHUs pe3y/IbTaToB IpeHAa-
TATBHOTO KAPHOTHUITUPOBAHUA M LIUTOTEHETH-
JeCKOTO MOATBEP3KICHIS AUATHO3Aa CHHApOMA
JlayHa, HAILIH TOTTBITKH HAMTH post factum xoTh
KakKue-HUOY b sxorpadhuuecKye OTKIIOHEHWA Y
[U10/IOB He yBeHYATHUCh yerieXoM. IMeHHo 1io-
3TOMY BTIOCTIETHIE TOBI B HAIIIEM TIEHTPe YAC-
TOTATIPEHATATEHOTO KAPHOTUITHPOBAHMS BCBSI-
3H C BO3PACTOM MALMEHTKH YBeTHIUIACH W JI0-
crurna 4—5% [23).

HTtak, npeHaTaabHOE KOHCYJIETHPOBAHUE
OepeMeHHBIX cTapiiieii BO3pacTHOI Tpym-
MBI — MPOIECC OYeHb JeTMKATHBII U CITOX-
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HBIH. CyTh €ro 3aKIIoYaeTcs B MOMCKE CO-
OTHOLUEHHWA MEXY PeAIbHBIM PUCKOM POX-
JeHus 6obHOro pebeHKa y KOHKPeTHOM Ma-
LIMeHTKHU U PUCKOM TI0Te pH GepeMeHHOCTH.
OcHOBHOIM 3a7a4eii Bpaya B 3TOM CUTYALINH,
M0 HAllleMY MHEHUIO, ABIAETCH MOJApoOHOe
0OBSICHEHHE pasHbIX CTOPOH MMpobJieMbl 1
npeaocTaBleHe MaKCMMAaIbHO TIOTHON U
00BbeKTHBHOI MHGOPMALIMK O pealbHOM
pUCKe poxaeHHs pebeHKa ¢ XA, BO3MOX-
HBIX BApHAHTAX 00CeNOBAHUA W OCJIOXKHE-
HUSIX. Bpau He momkeH JaBaTh KATErOpHYec-
KHe peKoMeHAalluy 110 NMPOBeIeHWIO WHBA-
3UBHOM JIMATHOCTHKH WM OTPULIATE ee.
KoHcyIpTallHK W 00CIeTOBAHUA CIIEAVET
TIPOBOINTH TAK, UTOOKI He BEIHYKIATH TALH-
€HTKY K CKopornaTuTelbHOMY oTBeTy. [ 1pex-
Jie YeM MpUHATh OKOHYATENBHOE pelleHue,
OHA JIOJDKHA UMETh BO3MOXHOCTE ITOCOBETO-
BaThCA ¢ ONM3KUMHU M ABTOPUTETHBIMM 1T
Hee JMOABMHU B TeUeHWe HeCKOBKUX MHEH 1
B3BECHUTD BCE «3a» M «IIPOTHB».

[TocTpoeHme pasroBopa U ToH Oecellbl €
OepeMeHHOU cTaplieil BO3pacTHOM I'pyIibl
UMEIOT NMPUHIMITHAIEHOE 3HAYEHUe [ KO-
HEeYHOTO pe3ynbTata. AprymeHT «Baum 35 (36,
38 ...) eT, IMo3TOMY ITOKA3aHO TTpeHaTATEHOe
KApHOTUITHPOBAHHE» , KAK ITPABHIIO, BBIZEIBA-
€T Y MALMEHTKH TOJIbKO HETATUBHOE OTHOLLE -
HUe K 00CIeIOBAHUIO M K JIOKTOPY, KOTOPBIii
3T0 oOcne/loBaHue TIPeUTOXII. DTHU CIoBa
OOJIBLIMHCTBO DepeMeHHBIX IOACITYIHO BOC-
MPpUHUMAET, KaK OCKOpONeHHe KEHCKOro
Hayvana.

3HAUMTEeNIbHO CIIOKOMHee M J00poxena-
TeJIbHEee MALMEHTKOHM BOCTIPUHHUMAETCH IpYy-
ras noruveckas ueriouka: «[Ipupopa 3akma-
JIBIBAET B YEJIOBEKA BEPOATHOCTD CNYHYANMHOTO
H3MEHEHUS XPOMOCOM, KOTOpAask HECKOIBKO
TOBBIILIAGTCSI C BO3PACTOM. YIIETPa3BYKOBOE
HCCTieloBaHe He MOXeT JTHArHOCTHPOBAaTh
XpPOMOCOMHBIE U3MEHEeHH, HO B OONbLIMH-
CTBE CJIy4aeB TO3BOJISIeT UX 3aTofo3puTs. B
HACTOSIIIIEe BpeMs MPU YILTPA3BYKOBOM HC-
CJIEAOBAaHUM TIPU3HAKOB XA y IUioAa Mbl He
Hauu. Jpyrux ¢hakTopoB, YBeJIMUMBAOIINX
puck XA, y Bac Het. CrneoBatelibHO, Bepo-
SITHOCTB POXKICHMS peOeHKa ¢ XA eCcTh, HO OHA
oueHb HeOomnbilas. Ecm Bl xoTHTe MOnyuYnTh
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100% rapaHTHIO OTCYTCTBUA XA Y Imoa, Bel
JIOJDKHBI COIJIACUTBECH Ha MMPOBENleHHe WHBA-
3UBHON TUATHOCTHUKI».

OMNBIT TIOKA3BIBAET, YTO HATWUYWE JI0TION-
HHTENBHBIX (PAKTOPOB PUCKA ABISETCS OUeHb
MOLIHBIM CTUMYJIOM K TPUHATHIO OepeMeH-
HOU TONIOXXUTEJTBHOTO pellieHHs O [pOBeie-
Hu UM.

He cneayet 3a0bIBaTh, 4TO MALIMEHTKHA
MPEHATATBHOIO LEHTPA — 3TO MAIMEHTKH C
HECTAHJAPTHBIM MEHTATMTETOM M BO MHOTHX
ciyuasix co cBoeoOpa3HBIM BOCIIpUSATHEM
neiictBATebHOCTH. becena ¢ Kaxmoii Oepe-
MEHHOM JOJDKHA IMPOXOMNTE B JOCTYITHOM el
¢opme. Bpady HeOOXOMMMO YOSTHUTECA B TOM,
YTO MALIMEHTKA XOPOIIO IMOHAMA TIPEIOCTABR-
JsieMyto el mHpopmaimio. Hain MHoroner-
Heli OIBIT MOKA3BIBAeT, YTo, BO M30exKaHue
HeJIopasyMeHHil, B peKOMeHJaTeJIbBHOM Yac-
TH YIBTPa3BYKOBOI'O 3aKTIOUEH A BCETIA CTie-
JIyeT pe3iOMUPOBATE Pe3YIbTATH KOHCYJIETH-
poBaHMS.

Jlaxe B TeX cIJIyyadx, KOrjia BO3pacT ABIs -
eTcs eIMHCTBEHHBIM (PAKTOPOM PHCKA, LieJie-
co00pazHoO, Mo HALLIEMY MHEHUIO, TTOCJIE TTO/1-
poOHOI Oecebl ¢ TTAIMEHTKOI B YJIBTPA3BY-
KOBOM 3aKTioYeHHH Brpadge «OcobeHHOCTI»
CHENATh 3aIUCh: «DXorpadryecKue MapKephl
XA He BBISBIeHBI», a B Tpage «PekomeH/1a-
uny» — «IIpoBeneHa Gecena o Bo3pacTHOM
pucke. [IpeHaTambHOe KapUMOTUITHPOBAHME
BO3MOKHO I10 XeJJAHHIO CeMBH».

Ecmi npy axorpaduy MaToNoriu He Bbl-
SIBIIEHO, HO TAl[MeHTKa UMeeT apyrue ¢ak-
TOPBI PUCKA, 3AKII0UeHHE MOXeT OBITh chop-
MYIHpOBAHO cleayiomuM obpaszom: «Bxo-
rpapuyeckue Mapkepbl XA He BbISBIEHBI.
YuuThIBAg HATHYHE ... (OTITOLIEHHOTO aHAM-
He3a, XPOMOCOMHOM TEPECTPOIKH YV CYIIPY-
TOB, OTKJIOHEHUIA B YPOBHSIX CEIBOPOTOYHBIX
MapKepoB KPOBH)... ENeco00pasHO pellMTh
BOITPOC O TPeHATAJIBHOM KapHOTHITHPOBAa-
HMI».

B Tex ciyuasx, Korjia BEISBISETCS OCHOB-
HOM (pakTOp pUCKa — YIIBTPa3BYKOBbBIE MapKe-
pBl XA, — MOXHO IPpUMEeHUTH BoJiee KaTero-
PUYHYIO (DOPMYIMPOBKY: « YUMTBIBASA HATUYKE
sxorpadiuecknx MapkepoB XA, peKOMEHI0-
BAHO TpeHATATbHOe KAPUOTUITUPOBAHKEY.
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AHanm3 olmMOoK coOCTBEHHOM paboTHI
TMOKA3bIBAET, UTO KCEPOKOIMHUIO 3aAKMOYEHHA
cneayeT OCTaBIAThL B aMOynaToOpHOI Kapre,
UTO TIO3BOJISIeT JIETKO YPeryaMpoBaTh HEfO0-
pasyMeHMs, KOTOpble MOTYT BO3HUKHYTh B
XoJie JaMbHeNIIero HabMoAeH! A 3a TIal[UeH-
TKOM. XoTeochk OBl MOAYepPKHYTh, YTO BCE
TIpHBeIeHHbIE Bhile (POPMYJTHPOBKH 3aKITHO-
yeHUi — He bo/ee YeM peKOMEeHIAIiH, BEIC-
TpajaHHbIe Ha JOJTOM U TEPHHUCTOM IMyTH
paboTel B MpeHATATBHOM AHarHocTHKe. JIko-
Oy10 3aMMch B IOKYMEHTE HeOOXOIMMO TTpe/i-
BapsIThIoApoOHOoI Oecefoki ¢ IalMeHTKOM U,
€cJIM 1oTpedyeTcsd, ¢ ee pOACTBEHHUKAMU.
Kaxmoe cloBO 3aKMIOUEHUA XeJlaTebHO
MpeIBAPUTEIILHO He TOJIBKO NOXOJIUUBO
00BACHUTL OepeMeHHOI1, HO M COrJlacoBaTh
¢ Hel. CroKoiHbIE M pa3yMHbIe apTyMeHTHI
BCera HailtyT Jopory K B3auMOINOHUMAHHIO
Bpaya W NalyeHTKH.

B zaxmoueHMe XxoueTcs ToYepKHYTh, UTO
MWTOTOM JIHO0OT0 MPeHATAIBHOTO KOHCYJTBTH-
POBaHU4 M, B YaCTHOCTH, UTOroM Becellbl ¢
GepeMeHHOI cTaplueil BO3pAacTHOM IPYIIIIEI,
JIOJDKHO CTAaTh MPpUHATHE ceMbeii moboro (1)
B3BellIeHHOTO petneHus. Jloar Bpaua — mon-
JEPXKATE €ro JaXe B TeX CIydadx, Korjga OHO
KaxeTcs HeBepHBIM. [ 1aBHOe, YTOOKI Malu-
€HTKA 0CO3HAaJsA, YTO OKOHYaTeJIbHOe pelle-
HHe 0 BapHaHTax o6cienoBaHus ripHu Gepe-
MEHHOCTH OHA TPUHUMAET CAMOCTOSI TETEHO,
M UTO OTBETCTBEHHOCTE 34 3/10pOBbe Oy yIie-
ro peGeHKa JIeKHUT Ha CEMBE.

Omsazouennotil axywepckuil anamues u
XpOMOCOMHBIE Hepecmpoiiku y podume.ei

VkaszaHue B aHaMHe3e Ha poXJIeHue pe-
OEHKa ¢ XpOMOCOMHOM TIMATOJIOTHEH, a TAKXKE
HOCHUTENBLCTBO OMHWM M3 CYIIPYTOB cOamaHCH-
POBAHHOIM XPOMOCOMHOI TIEPECTPOIHKH SIBIII-
FOTCS KITAaCCHIeCKMMM (PaKTopaMu pycKa, Tio-
3BOJIAFOLLIMMM BKJIOYMTE [MALIMEHTKY IPH OYe-
penHoli GepeMeHHOCTH B TPYTITY KAaHAWIATOB
Ha TIpeHAaTAIbHOE KApUOTUITHPOBAHUE.

Heckonpko qecaTineTHii Haszal uccieio-
BaTeJIAMH OBIIO OTMEUYEHO, YTO IOCIIe MOoAB-
JIeHUS HA cBeT peGeHKa ¢ TPUCOMMEN 110~
BTOPHBIN pUCK poXaeHMs pebeHka ¢ XA B
5TOM CeMbe BBHILIE MOIYJISIIIMOHHOTO U CO-

crapiser 1—2% naxe npy HOPMAJIbHOM Ka-
puoturie y poaureneil [34]. Harpumep, o
naHHbIM J. Stene 1 coaBrt. [35], KoTOphIe
MPOBEJIH ITPeHATATbHOe KAPUOTUITHPOBAHIE
B 2353 cinyuasix B CBSI3HM C OTATOLLIEHHBIM
aHaMHe30M, XA ObUIM BHISRIEHH Y 1,49%
[IOMOB, ITpU 5TOM cHHIpoM JlayHa — y 0,8%
win 1/125, 4yro cyniecTBeHHO BHILIIE, YeM I10-
NyMSIMOHHAS YyacToTa TpucoMuu 21 (B
cpemHem 1/800).

CB#3b OTATOLLEHHOIO aHAMHe3a U yBe-
JIMYEeHMsI YACTOTHI pOXIeHUIl meTeil ¢ XA
MPeAITONIOXUATENBHO 00BICHSIETCS HATHIM-
€M B CeMbe TeHOB, MPeApPaCIIoNaralommx K
HEPACXOXICHUIO XPOMOCOM B Meiiose [36].
JlanmsHeliee o0cieIoBaHuE CYITPYTOB B OI1-
pelleJIeHHOM TIPOLIEHTE CIyJaeB [MO3BOJSIeT
BBISIBUTH HOCUTEJIECTBO OTHUM M3 HUX c6a-
JJAHCUPOBAHHBIX XPOMOCOMHBIX H3MeHe-
Huii. Haripumep, 1o ganHeiM M.B. I1po3so-
poBoil U coaBT. [37], mpu OTATOIIEHHOM
anamue3se y 1% pomureneii ObLIN BBISIBIIE-
HbI cOaTaHCMpOBaHHbIe XA, ITPU 5TOM 74%
XA ObUIH IHATHOCTHPOBAHBI Y XKeHIUUH W
26% — y myxuuH. [To gaHHbBIM nabopaTo-
pUH MpeHaTanbHOM auarHocTnKu MI'HI]
PAMH, sToT mokazatens 6611 pareH |,5%
[4], a B uccnenosanugax H.M. TTobegunc-
KOTO M coapT. [5] — 4,3%.

Takiim o6pazoMm, OTITOIIEHHBIM AHAMHE3
U ceMeliHOe HOCUTENLCTBO XA — (PaKTOpHI,
KOTOPBIe MOT'YT OBITE CBA3aHBI MEX 1Y CODOI.
PHckK poxaeHWs pebeHKa ¢ Tpydoil XA B ce-
MBSIX, TJI€ €CTh HOCHTENIH COaTaHCHPOBAHHBIX
M3MEHEHUI XpOMOCOM, CYIIECTBEHHO BHILIIE,
qeM B TTOTIYJIAIIMHY H BAPBHpPYeT B OYMEeHb 1IN~
pokux npepenax: ot 1 no 25% [38]. CreneHb
pUCKA pOXIeHUA OOJIBHOrO pebGeHKa IpH
MOCHEeAYIOMNX OepeMeHHOCTSIX 3aBUCUT OT
MHOTHX (PAKTOPORB: XapaKTepa XpOMOCOMHOI
MepecTPOMKHA Y CYTIPYTOB, BHUAA XPOMOCOM,
BOBJIEYEHHBIX B IMpOLIECC, JIOKATU3AIAN TO-
YyeK pa3phIBOB, TOJIA HOCUTESI M HEKOTOPBIX
apyrux. HampuMep, mpu pelMIpoKHBIX
TPAHCIOKALIMSX Y POAUTENe PUCK pasBATHS
MaToJIOTHH Y IIofa coctarmseT 15— 18%, npu
pobGepTcoOHOBCKUX — Beero 1-3%. Ilpu
TpaHcHoKaiusx tuma 21/22 puck Bo3pacta-
et o 22% [39, 40].
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BoNbIIMHCTBO UCCaeNoBaTeNe oTMeYa-
10T YBeJIMYeHHe KoJIMuecTBa XA y I1o4a Ipu
MaTepHHCKOM HOCHTENLCTBE XPOMOCOMHOM
nepectpoiiku. Hanprmep, 1o 1aHHBIM OTe-
YyecTBeHHBIX aBTOPOB [ 18], 13 64 cnyuae n3-
MEHEHHOIro KapuoTHIIA TUTOJA, MONYYEeHHO-
r'0 B pe3yJibTaTe MpeHaTaTbHOI O KApHOTHUITA-
POBAHMS B CBSI3U C HOCUTENBLCTBOM OTHUM W3
cynpyroB XA, B 49 (76,6%) XxpoMOCOMHYIO
rnepecTpoiiKy uMerna MaTh, B 15 (23,4%) —
otewl. [To naHHBIM APYIUX HCcenoBaTenei
[41], cylieCTBEHHBIX OTIMUMI 3THX MTOKAa3a-
Tenei oTMeyeHo He Oputo (Mate — 11,6—
14,1%, oteu — 11,7—13,9%).

[1pu HaMyMK cOATaHCHpOBAHHOM Tiepe-
CTPOUKH XPOMOCOM Y POAUTENEH TUION MOXET
UMeTh HOPMAJIBHBIN KAPUOTHIIL, cOaTaHCHpO-
BaHHbIE W3MEHEHHS, a TAKXKe TpyOyro MmaTto-
JIOTHIO, BIMAIONIYIO HA TIPOrHO3 714 XU3HA
W 3p0poBbs. UccnenoBanud B.A. baxapeBa n
coapT. [ 18] mokazanu, yTo COOTBETCTBYIOIINE
KAPUOTHUITEL ObLIM BHISIBIIEHB! Y 57,1%, 31%
u 11,9% rnonos.

Takum obpazomM, UH(pOpMALIMS O pHUCKe
noBropeHus XA U 06 oco0eHHOCTSIX ceMeii-
HOTO KapHMOTHTIA SIBIISIETCS KpaiiHe CTielngu-
YyecKoil M MoXeT OBITh MOJIY4eHa TOJBKO B
XOlie pasBEPHYTOIO MEAUKO-TeHETUYEeCKOro
KOHCYJIbTHpOBaHuA. ClenoBaTe/lbHO, pOX-
neHue pebeHka ¢ XA WU npepbiBaHue Gepe-
MEHHOCTH B CBSI3M ¢ HATMUIMEM XA y TUTofla
ABJIAIOTCA TPAMBIMH IMTOKA3AHUAMHM [T KOH-
CYNBTALMM TeHeTHKa. [ToMUMO TakMX maiy-
€HTOB B HACTOsIIIIee BpeMs Ha MpHeMe y re-
HETHKOB BCe 4Yallle 1 Yallle OKa3bIBaKOTCH [1a-
LIMEHTKH € TIPMBBIYHBIM HEBBIHALLIWMBAHHUEM
WIH JUTUTeNTBHBIM OecTiIoiHeM. BT1a, Ha rep-
BBIU B30I, CYry0o akylliepcKas MaToaorus
MOXeT OBITh KIMHMIECKNM TIPOSIBICHUEM
TeHEeTHIeCKOTo HeOMAaroToIyIis B CeMbe.

AHaMHe3, OTATOIIEHHBIN 10 MATOJIOTHH
XpPOMOCOM, U ceMmeliHad cOaaHCcHMpoBaHHad
XPOMOCOMHAS TIepecTpoifka — 3To Te haKkTo-
pBl PHMCKA, KOTOpHIE, KAK HUKAKHe Jpyrie,
OoOBEOMHAIOT YCUIIHSA BCEX Bpavuei, 3aHMMa-
IOLIMXCS MpeHATATBHOU AHarHocTukoit. C
OJTHOI CTOPOHBI, TOJIEKO F'eHETHK MOXET pac-
CUMTATE PMCK poXKaeHW O0MsHOrO pebeHKa
npu chenytoieii 6epeMeHHOCTH W OTpefie-
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JINTh, TIOMIEXUT JIW TMpeHaATATRHON JIHATrHO-
CTHKe OXugaemasd naronorud. ['eHeTHK Mo-
KeT pellMThb, KAKOM MpeHaTATbHbII MaTepu-
an (AaMHUOTHUYECKas! XKWAKOCTb, TUIAl[eHTa,
KpOBBb IT7I0/1a) B 3TOM ciydae OyneT Haubomnee
UHGPOPMATUBHBIM 7SI TOCTAHOBKH JIMATHO-
3a B JOpOAOBOM iepuroae. Haripumep, HeKo-
TOpHBIe BUAbl XPOMOCOMHBIX MEpecTpoeK y
poauTeneli, yBeJIMUMBaIOlMe PUCK TpyDoii
XPOMOCOMHOM MATOJIOTUH Y TUIO/A, He TIoJI-
Jiexar rpeHaTaIbHON IMATHOCTUKE HA MaTe-
puaie XOproHa WM TUTALIEHTHI.

C npyroii CTOpOHBI, TOJIBKO aKylliep-TH-
HEKOJIOT , HAOMIOAAKOLIH ITAlMEHTKY HA TTpO-
TAXEHUH JOJITOro BpeMeHH M XOPOIIIO 3HA-
KOMBIiI € CEMBEI, MOXET CROEBPEMEHHO T10-
COBETOBAaTh MEAHKO-TeHETHIECKOe KOHCYJIb-
TApOBaHKHE, YTOOBI M30exXaTh Tparemuu
poxneHus 6oseHOro pedeHka. Cruenyer 1o-
MHHWTB, YTO TeHETHYeCKOe 00CeIoBAHIHE BHE
OepeMeHHOCTH MOXKeT TTOBBEICUTH TOUHOCTh
MPOrHO3a MOTOMCTBA K 3(P(heKTUBHOCTH Ipe-
HATATBHOM IWATHOCTHKH.

Takum o6pasoM, reHeTHK M akylep-ru-
HEKOJIOT OITpeJIeJIIOT CTpaTeruuecKue 3a/1a-
Ui, CBSI3AHHBIE C INIAHUPYEeMOU WIN HACTY-
TTHBIIeH GBPEMEHHOCT]:}O B CEMBAIX, HE 6ma-
TOTTOJIYYHBIX € TOUYKH 3peHUSA reHeTHKH. Pe-
LIeHHWe TAKTHYECKHUX 33/Ia4 BO MHOIOM
3aBHUCHUT OT Bpaua, MPOBOSIIETO YILTpa3By-
KOBO€ MCCJIe/IoBaHNe, TTOCKOIBKY TOMBKO C
TMTOMOILLIBIO 3X0Trpapy MOKHO OLIEHUTH BO3-
MOXHOCTB rposefieHd UM u pyck rote-
pM TJ10/1a TIOCTIe 3TOTO BUAA 00Ce10BAHMS.

Hamr oneIT paGoThl B NpeHATAIBLHOM T1-
arHOCTUKE CBHAETEJILCTBYET O TOM, UTO MH-
¢hopManMsl, IoyYyeHHas OTTeHeTUKOB, B I10-
JTABJIAIOLEM OOJBIIIMHCTBE CIYYAER BOCTIPH-
HIMaeTCsl pOOUTEISIMU KaK aOCOMIOTHOE T10-
kazaHue K UJAM. [NauneHTKY ¢ poXaeHIieM
B aHaMHe3e pebeHKa ¢ XA WIH ¢ HATUIUeM
ceMelHOoi cOaraHCHpOBaHHON XpOMOCOM-
HOI TePeCTPOMKH MCUXOIOTHYECKI HACTPO-
€HBI Ha o0cnefoBaHMe, TIO3TOMY KOHTAKT C
BpayoM, MPOBOJALLIMM MHBa3MBHOE BMeELIA-
TEJILCTBO, KAaK MPaBHIO, YCTAHABIMBAaeTCS
OrvIcTpo 1 Ge3 Tpyna. HecMoTps Ha oveBUI-
HOCTB TOKa3aHWii K TipoBeneHuio MM B
3TUX CITyJasiX HerpeMeHHOI YacThbio Oecenbl
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Tabnuua 4.3. NaTonorvs KaproTuna B rpynne NauyMeHToK ¢ OTAroLEHHBIM aHaMHe30M 1 ceMeiiHoii cbanaHenpo-
BaHHOM XpOMOCOMHOI NepecTpoikoi (faHHsle LML, Mockea)

MNokazanre Kk NIAM YacTtota YacTtoTta cbanaHcW poBaHHEIX
rpy6bx XA XPOMOCOMHBIX U3MEHEHMIA

XAy peTeil B aHaMHese Kak U3onupoBaHHoe nokasadve Kk MM - 4 5%

XAy oHOro 13 poureneil Kak usoSiMpoBaHHoe NokasaHve Kk MM - 40%

XA B aHamHeze + BozpacT Gonee 35 ner 7, 7% 2,6%

XA B aHamMHese + XA y poouTeneid 9,1% 81,8%

XA B aHaMHese + U3MEHEHNH ChIBOPOTOYHBLIX - 14,3%

MapKepoB KPOBU

XA B aHaMHE3E + MOPOKY pasBuTid nnoga 15,0% -

WK YNLTPa3BYKOBLIE Mapkephbl XA

C TaKoil bepeMeHHOIT JOIDKHO CTaTh 00CYXK-
JIEHHE BO3MOXXHBIX OCHOXHEHWH MHBA3ZHB-
HOM TIpoLeayphl.

B cTpyKType TioKa3aHMii K TipeHATATEHOMY
KapUOTHUITHPOBAHMIO OTITOLLIEHHBII aKyllep-
CKMI1 aHAMHE3 W HOCHTEJILCTBO CeMeMHO# Xpo-
MOCOMHOM TepecTpOoiiKHA 3aHUMAIOT HeOOb-
LIVIO YACTh B CBSI3H ¢ HEBBEICOKOIT YACTOTOM
BCTpedaeMOCTH 5THX (pakTopoB prcka. Hampu-
Mmep, o gaHueiM PMIIA, npoepeHHOro B
2000r., MUAM B CBS3M ¢ CEMENH O XpOMOCOM -
HOM TepecTpoiikoil cocTaBim Beero 1,8%.
bonee uactoe (7,8%) obcnemoBaHe 1Mo MOBO-
JIy aHaMHe3a, OTATOLIIEHHOTO XA, 1erko oObsc-
HAETCH KeNIAHWEM poruTesiei! u30exKaTh IoBTo-
peHUA poXKIeHHA OONMBHOTO peOEHKA MPH OYe-
penHoii 0epemerHocTH [23]. [To MHOTONETHIM
JIAHHBIM HAIIEeTO LIEHTPa, MPeHATAIbEHOE KApH-
OTUITMPOBAHHE B CBS3H C OTATOLLIEHHBIM AHAM-
He30M 3aHUMaeT 5—7%, a B CBI31 ¢ ceMeHHOI
XPOMOCOMHOIT mepecTpoiikoit — 1,5-2% B
cTpyKType nokazanuii k UM [16, 17].

[Tpn HANMYKMKM OTATOLLEHHOTO AHAMHE3a
KaK M30JTMPOBAHHOTO MOKA3AHUA K ITPEHATATb-
HOMY KapUOTUITMPOBAHUIO YacTOTA BhISBIIE-
HUsI TPYOBIX XA y TUTofia B 3TUX TPYTITIAX B Le-
noM Hepermka. [Mo mapnaeiv | PMLI, ola co-
CTABWIA B cpe/iHeM 3% KaK IMPU OTATOLLIEHHOM
AHAMHe3e, TaK M ITPH CeMeTH O XpOMOCOMHOIA
niepectpoiike. B uccnemopanmu 2000 r. 5T Ho-
KazaTeNli COCTABWJIM, COOTBETCTBEHHO, 2% M
3,5%. I'lo JaHHBIM OTOENBHBIX LIEHTPOB, Yac-
TOTA BBIABIEHU TPYObIX XA IPH OTATOLLIEH-
HOM aHaMHe3e BapbupoBasia oT 010 16,5%, npu
ceMeiiHoil TpaHcokaun — ot 0 go 8,3% [22,
23]. Kak 1 B ciryJae TipeHaTaJIbHOTO KapHOTH-

MUPOBAHUSE IO BOZPACTY, TAKYIO PazsHMILY I10-
Kazateneil MOXHO OOBSICHUTH TeM, YTO HEKO-

TOPBIE UCCIIEIOBATENIM HE YUMTHIBAIOT Y 9THUX
MAaIMeHTOK HaIW4ie ApYyriX (pakTopoB pHCKa.
Ilo maHHBIM HaLIero 1eHTpa, B 3TOM Tpynre
okono 10% npuxoaMTesi Ha coYeTaHHbIe TTOKa-
3aHHA, BKITIOYAIOLLMEe OTATOLLIEHHBI aHAMHE3
WM CeMEIHYIO XpOMOCOMHYIO TIEPECTPOKY 1
Kakoii-mi0o mpyroii (pakTop pucka. Bersasmise-
MOCTB TpyObIX XA Y TAKMX MALMEHTOK CYILe-
CTBEHHO BBILLE, YeM TIPH HATUYHK OIHOIO
(hakTopa prcka (tabm. 4.3) [17].

Takim obpazom, mokazaHus K obcreno-
BaHMIO ¢ mpuMeHeHHeM UM, cBa3aHHEBIe ¢
AHAMHE30M, TIPOrHOCTHYECKH HEOOHO3HAY-
Hbl. Hanbonee yacto naroiorusd, Tpedyolnasn
pereHus1 Bormpoca o nmpepeiBaHUH OepemMeH-
HOCTH IO MEAHUITMHCKHUM TTOKA3AHUSIM,, BBISIB-
JIAETCA TIPU COUETAHWH OTATOLLIEHHOT 0 aHAM-
He3a U U3MeHeHHI, JHarHoCTHPOBAHHBIX
MPU YIIETPA3BYKOBOM MccTiefoBaHum. Criefo-
BaTeNILHO, fIAKe MPU HATUYWH OTATOIIEHHO-
o aHaMHe3a WIM ceMeHHOro coamaHcupo-
BAHHOTO U3MEHEHHWA XPOMOCOM OKOHYATETb-
Hoe (opMUpOBaHUE IMOKA3aHWUI K ITpeHa-
TaJIbHOMY KaApUOTUITMPOBAHHWIO MOXET ObITh
MPOBeeHO TOJILKO TI0CHe TIIATEIbHOTO YIlb-
Tpas3BYKOBOI'O MCCNIeIOBAHWA B CPOKM, OIITH-
MasbHBIE JUIA BBIABIEHUS 5X0rpahiuecKux
MapkepoB XA.

Omkaonenus col6OPOMOUHBIX MAPKEPOE
Kpoeu KaK NOKa3anue K RPeHamaibHomy Kapu-
OMUNUPOBAHNFO

B npeasiayiiimx rmaBax Mbl TogpoGHO pac-
CKa3aJM O poJii OMOXMMHWUECKHX MCCITeIoBa-
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HUI B peleHUH 1pobnemel 0opeOel ¢ BH3.
B ouepenHOi pa3 X0TeJI0Ck OBl TOAYePKHY Th,
YTO HU CKPUHUHTOBBIE, HU CEJIeKTUBHBIE
OHoxuMHUecKre UCCTIeTOBAHUS He MOTYT
JMArHOCTHPOBAaTh MaTOJOTHIO Mosa. OHU
MpU3BaHKI JULIE GOPMUPOBATE Cpean Oepe-
MEHHBIX I'PYIITY pHCKA, YTPOXAEMYIO T10
poXaeHuto aeTeii ¢ cuHapomoM JlayHa, ¢ e-
JIBIO paclliipeHus JajbHeiero odcuenona-
HUWA W ITIPOBEJIEHNA IPEHATAIIBHOIO KAPHOTH -
mipoBaHnd. Kak yXe yKasplBajJochk BhILIIE,
JUTsE Apyrux XA, aa v oist cuHapoma JlayHa B
LIEJIOM UyBCTBUTEJIBHOCTh UMMYyHOG(epMeH-
THOro aHaausza (MPA) He oueHb BHICOKA,
XOTH MOKa3aTeJIM MOTYT YAYUIIATECH B 3aBH-
CHUMOCTH OT BHUIA OMOXHMUUECKUX MapKePOB
M HX KOJIMYEeCTBA, a TAKXKe OT KauecTBa Mpo-
BEJIEHMS HCCIIEOBAHMIA.

B MexayHapoaHOU IpakTHKe IpeHa-
TaNnbHOU auarHocTHKM MPA npojosrkaeT
UTPaATh 3HAUWUTENLHYIO pPOJib, HECMOTPS HA
TO, YTO B CTIELIMAILHOM MTUTepaType U Ha BCe-
MHPHBIX (popyMax HepeIoKO pazfaloTcs ro-
Jloca, KaTeropuyecky KpUTHKYIoLKWe GHo-
XUMHUYECKHiI CKpUHUHT Bo 11 TpriMecTpe B
CBSI3U C er0 HU3KOi 3 peKTUBHOCTHIO M 10~
poroBuzHoM. [IpobnemMa cyurecTBoBaHMs
JHAMETPATBLHO TMPOTHBOIIONOXKHEBIX TOUYEK
3peHHd HA MOJIOXKeHHe OMOXUMHWYECKHX MC-
CJIeIOBAHNVI B TIpEHATANBHOM AHATHOCTHKE
TeCHO CBsi3aHa ¢ TpobieMoil 1OpoIOBOTO
BEIABIeHU cuHapoMa [ayHa. o Tex rop,
IMOKa YpOBeHb BBIARIEHUA 3TON TPHUCOMHUU
B IOPOJIOBOM TIepHOAe B MPAKTUYECKOM
3[ApAaBOOXPAHEHUH HE CTAHET CTA0OMITBHO BhI-
COKMM M CPaBHMMBIM C YPOBHEM JHATHOC-
THKH BPOXKIEHHBIX ITOPOKOB PasBUTHS ITIO-
J1a, cropel OyayT npomoykatecd. Bee crio-
coOBI (hopMHUPOBAHMSA TOKA3aHMI K TIpeHa-
TATBEHOMY KapHOTUIIHPOBAHUK) C LIEJBIO
obHapyxeHHd cuHapomMa JlayHa OTHOCH-
TeJIbHBI M OCHOBAHBI HA pacyeTe pUcKa, IMo-
sTomy MDA ene gonro 6ymeT ocTABATHCS
OJIHAM M3 MeToJ0B oTOopa Ha UJIM.

K ceromnsurHemy aHio B Poccum cyile-
CTBYeT HECKOJIBKO JIOKYMEHTOB MuHuMCcTEp-
cTBa 3npaBooxpaHeHuss PD, pernameHTHpY-
roux npopeneHre MMPA ¢ 11enbio yiydiie-
HM$ AMArHOCTUKHM cuHapoMa JlayHa [42]. Tem
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He MeHee, T10 JJAHHBIM MYJIbTHIEHTPOBBIX
WCCIEJIOBAHWI, HH B OJTHOM pervoHe Hallei
CcTpaHbl OMOXMMHYECKHEe UCCIeIOBAHNS He
TMPOBOASITCS B peXuMe CKpWHMHra. Oxsar
GepemeHHbIX BapbHpyeT oT 0,47% o 81,2%
M JIMILB U3pelKa JOCTUTAET 3aBETHOIO YPOB-
Hi 85% |22, 23, 43].

OrcyreTBre CTaOUIBHOTO TOCY IAPCTBEHHO-
10 (PMHAHCHU POBAHMS He PeIKO TPUBOIUT K T1e-
PeBOJLY 3TOro 00CHeIOBAHMA HA KOMMepYec-
KYIO OCHOBY. Ero CTOMMOCTE He orpefierieHa 1
B pa3HbIX JIAOOpaTOpPHsIX 3HAUMTENIHEHO OTJIYA-
ercst. Hammpumep, 8 MI'HL] PAMH 3a miocie-
JIHHEe 3—4 roa oHa CYLIeCTBEHHO BEIPOCHA U
Jocturna 20 momnapos CLIA, uro ripuBeno K
CHIDKEHUIO KOJIMUECTBA OOCIIEIOBAHHBIX B HA-
11eM LieHTpe OepeMeHHBIX TTOUTH B 5 pas (1427
aHam3oB B 1996 1., 358 — B 2001 1.).

bonee Toro, OOMBIIMHCTBO OHOXUMHUYEC-
KHX MCCeJOBAHUM, TTPOBOAMMBIX B YCIIOBH-
SIX OTeYECTBEHHOTO TIPAKTUUECKOTO 3pPaBo-
OXpaHeHMsI, He COOTBETCTBYIOT MEXIYHAPOI-
HBIM cTaHaapTaM. Harnpumep, JIMIIb OTOeIb-
HBIe 1a0opaTOpHUM B CTpaHe UCIOMB3YIOT
CHUCTEMY Tepecyera abCOMIOTHBIX MOKAa3aTe-
Jiell ypOBHEM CHIBOPOTOUHBIX MapKepoB B
MoM. PacyeT MHAWBHAYAIEHOTO PHCKA POX-
JieHud peberka ¢ CJI ¢ nmpyuMeHeHHeM KOM-
MBIOTE PHBIX MPOTPaMM € Y4eTOM BeeX hak-
TOPOB, BIMAIONINX HA YPOBHU MapKepoB B
KPOBHM MaTepH, MPAKTUUECKHU He TIPOBOJUT-
cd. Halr MHOrosieTHUI OIBIT IOKasbIBaeT,
Y10 B MOCKBE, HECMOTPA HA PasBUTYIO CETh
OHoxuMMHUeCKHX NabopaTopuii, ageKBaTHAs
OLIEHKA ToKazaresiel OMOXUMHUYECKHUX HC-
cienoBaHuii orcyTcTByeT. Tonpko maboparto-
pHvs npeHaTaabHOM guarHocTuk MI'HIL
PAMH npeioctaBiideT pe3yiabTaThl UCCIIeN0-
BAHUWI B BUJIe 3aKIIOUCHMIT, TTOHATHBIX JUI
JIeyalero Bpaya v MalueHTKH.

Bpauu >)KeHCKMX KOHCYJIbTALlHiA, a HepeJl-
KO W IMarHOCTHYECKUX LIEHTPOB, BOOJIBLIMH-
CTBE CBOEM He TTOHMMAIOT OCHOBHBIX 3a71a4
OMOXMMHMUYECKOTO CKPUHWHTA M 3HAYE HUS
3TOrO aHAIM3a 15 TIPeHATAIBHOM JUATHOC-
TUKH BH3, 4TO NMpUBOAMUT K MOJHON JUCK-
pearTalur MeToa U K MOJyYeHUIO MalueH-
TKAMH aOCONMOTHO HeBepHOI MHQMOPMALINH.
I'lo HalMM TaHHBIM, JTHIIL | OepemMeHHAas U3
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Tabnuua 4.4. PeaynbTarsl NpeHaTansHoro KapuoTUnpoBaHyst, NPoOBEeHHOro No gaHHbIM VMA (nanHsie LN,

Mockea)

MNokazanre Kk NAM

Hactota rpybeix XA  Yactota cGanaHCHpoBaHHBD XA

WA kak naonupoBaHHoe nokasadwe Kk MAM
HanHele MDA + BoapacT

HanHele MDA + XA B aHaMmHese

JanHble MDA + ynbTpasByKOBLIE Mapkephl XA
Bcero XA B rpynne ¢ MameHeHHbIM VKA

= 5,4%
6,7% o

= 14,3%
5,9% 11,8%
2,3% 5,5%

50 (1), obpaTUBLIMXCSH B LIEHTP 114 pelleHusd
BOIPOCA JANBHENWIE TAKTUKW TpeHaTAlIb-
Horo obcneaoBaHud 110 pesyiabTatam MDA,
nMeeT OoJlee WM MeHee TMPaBHIIBHOE TIpe-
cTaBieHue 00 3ToM Metojie. MHTepecHO, 4To
OCHOBHY10 MH(popMaLio 00 MPA nanueH-
TKH TIONMYYAKOT HE OT JICUAllluX Bpaueii, a 13
KHUT ¥ HHTepHeTA.

OcobeHHOCTH MpoBeleH s CKPUHHUHTA HA
CHIBOPOTOYHBIE MApKephbl KpoBH B Poccry Ha-
1ILTH CBOE OTpakeHWe B pe3ysibTaTax o0omx
PMLIH. B 1998 1. B cTpyKType MOKa3aHHiA K
MM Ha pomo MPA BKayecTBe M30JIMPOBAH-
HOTO MOKa3aHU K MpeHaATaIbHOMY KapUOTH-
MMPOBaHUIO TipUIock 28.2% (308 uccneno-
BaHMWIA), TIPH 3TOM HHU B OITHOM CJIy4dae rpyooit
XPOMOCOMHOIT TTATONOTUH Y TIOAA BEISTBIIEHO
He ObL10. B 2000 r. abcomorHoe yuco MM,
MOoKa3zaHWeM K KOTOpbIM ObLTH JaHHbBIe DA,
Bo3poctio 7o 502, Ho UX 1ol B 0011ei CTPyK-
Type YMeHBIIIACH 10 15,9% 1 B pasHbIX 1IeH-
Tpax BapeHposana ot 0 o 51,5% |22, 23]. 1o
nmanHbiM 1T PMIIH, Tonmsko B 6 (1,2% ) Habmio-
JeHugx rpu npopegeHun MM ro pesyasTa-
Tam MDA ynona ObLT AUATHOCTUPOBAH CUH-
apoM JlayHa. DTOT mokasaresp OKazalcs
HIEKe, 9eM opMIManbHadg cTaticTika M3 PO,
COIJIACHO KOTOPOIt 4acToTa BBISBIAEHHA CHH-
npoma JlayHa y mmona cpemy GepeMeHHBIX C
M3MEeHeHHsIMH CHIBOPOTOUYHBIX MApKepoB
JIOJDKHA OBITH He MeHee 4% [42].

Hanm viccnenoBanusg 1997 r. Takke 1po-
JEMOHCTPUPOBATH HU3KYIO YYBCTBUTENb-
HOCTH ABoOKHOro Tecta. Cpenu 3183 GepemeH-
HBIX, 00CIIeOBAHHBIX HA CBIBOPOTOYHbIE Map-
Kepbl KpOBH, crielii¢uIecKre OTKIOHEHUS
TO3BOJIIOIINE BKJIIOYUTD TTAIMEHTOK B IPYIT-
Ty pHCKa TIo poxaeHuIo pebenka ¢ Cl, (a6-
CONIOTHOE WJIM OTHOCHUTENbHOE CHIDKEHHE

ypoBHg ADIT Ha poHe aDCOMOTHOTO WJTH OT-
HOCHUTENBHOTO MOoBLIIeHMsT X1 Y) ObLTH BhI-
sienieHsl y 237 (7,4%). UHBazuBHASE AUATHOC-
THKAa TpoBefeHa TONBKO ¥ 75 GepeMeHHBIX C
M30JIMPOBAHHBIMUA M3MeHeHUAMU MDA, uTo
coctaBuio 8,8% ot Bcex obclieTOBAHHBIX C
npuMeHeHreM MJIM 3aniepron 1990—19961T.
1 2,3% ot 06I111er0 KOJINUeCTBA AHATIM30B KPO-
Bu. Cpell BCeX MALMEeHTOK, KAPHUOTUITUPO-
BAHHBIX TOJILKO 110 JaHHBIM MDA, TprcoMus
21 He Oblma guarHocTHpoBaHa. HecmoTpst Ha
KpaiftHe HH3KYIO MTPOTHOCTHYECKYIO LIEHHOCTh
OMOXMMMYECKOT0 aHAITH3a B KAYeCTBE U30JIH-
POBAHHOIO TOKA3AHMA K MPEHATATBHOMY Ka-
PUOTHUITUPOBAHUIO, TIPU COUETAHWH OTKJIOHE-
HMI1 CBIBOPOTOYHBIX MAPKePOB KPOBH C Apy-
MMHU (PaKTOpaMH pPUCKA, YyRCTBUTETBHOCTh
TecTa OblIa cylllecTReHHO BhIlle (Tabi. 4.4).

PesynbTatel elile OJHOTO OTEYEeCTBEHHOTO
HCCIIeI0OBaHMs, TIpOBeieHHOTO B JIumneikoii
obmacti B 1995—1998 IT., MOTHOCTBLIO COBIA-
JIW ¢ HAILIMMHM JaHHBIMH [43]. ABTOpBI CCIle-
JOBaHUWA [MOKA3aJIM, YTO MPH MPeHATATEHOM
KAPUOTUMUPOBAHUU B CBI3U C UIMEHEHUs -
MU YpOBHEM OHOXMMHWYECKHX MAPKEPOB Ma-
TOJIOTHMH XPOMOCOM VY MJIOAA BRIABIEHO He
osu1o. [pu npoBepeH MM y maimmeHTOK
C U3MEHEHUAMH YPOBHEH CBIBOPOTOYHBIX
MapKepoB KPOBHU B COUETAHUHU C APYTUMM
(hakTOpaMH pUCcKa aHOMAJIUM KapHOTHIA
OBLIIM BBISIBIIEHB] B 42% ciydaes.

TTOMHUMO DOCTATOYHO HU3KOWM YYBCTBH-
TeJIbHOCTH OMOXMMHYECKOT0 TeCTa K eT0 He-
JOCTATKAM MOXHO OTHECTU W 3aBHCHMOCTb
YPOBHEN OHMOXMMHYECKHX MApPKepOB CHIBO-
POTKM KPOBM OT COMATHYECKHX 3a00JIeBAHHIA
MaTepH M aKkyllepcKoi rnatonorui. Harpu-
Mep, B perJIAMEHTHPYIOLIHMX JOKyMeHTax M3
P® ormeueHo, uTo J10 40% OTKIIOHEHUI CHI-
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BOPOTOYHEIX MapKepOB OOBICHAETCS aKy-
LIEPCKUMH OCIIOXKHEHMAMHA [42].

HecMmorpsi Ha HeyTellMTeNbHBIE HUQPHL,
HaM OBl He XOTeJIOCh CTIeIIIMTh C KaTeropuiec-
KMMU BBIBOJaMHU. Pe3ynbTaTel COOCTBEHHBIX
MHOT'OJIETHHUX HCCIIEIOBAHWINA, TTOCBALLIEHHBIX
npobneMaM JHArHOCTHKK CHHApoma JlayHa,
MOKA3aJM, YTO B CTPYKTYpPe U30JIMPOBAHHBIX
MOKA3aHUIH K TIpeHATATEHOMY KApHUOTUTTHPO-
BaHWIO Cpe/id AUArHOCTUPOBAHHBIX CITyYaeB
TpricoMuu 21 MDA He GBLI10, OTHAKO B TPYII-
T1e TIPOTTYIeHHBIX clTydaeB cMHApoMa JlayHa
B 2 113 || HabmoneHwili enMHCTBEHHBIM TI0-
KazanveM K MM moimkHbl OBUIH CTATh Xa-
pakTepHEIE OTKIOHEHUH CBIBOPOTOUHBIX
MapKepoB KpoBH Matepu |17, 33].

Taxum obpazom, gaHHbIe OMOXMMUYEC-
KWX MCCNIeIOBAHMI BHOCST CBOIO, ITyCTh He-
SHAYUTEJIBHYIO, JIETTTY B MPEHATATIBHYIO JH1-
ATHOCTUKY TPUCOMMHU 2 1. BTOT BKIAL MOXeET
YBETMUUTHCS HE TOJTBKO C BBEIEHWEM B KJTH-
HUYECKYI0 MPaKTHKy HOBBIX, OoJee coBep-
LLIEHHBIX MAPKEPOB, HO M C UCTTONb30BaAHUEM
Oonee TOUYHBIX MpOrpaMM pacyeTa WHIUBU-
JIyaJIbHOTO PUCKA.

HaubGonee nzBecTHBIE TIPOTPAMMBI, pa3-
paboranHsbie elle B KoHlle 80-x — Hauamne 90-
X TOJIOB, YYUTHIBAIOT KOJIMYECTBEHHBIE 3HA-
yeHHUd OMOXMMUUYECKUX ITAPAMETPOB, BO3pACT
GepeMeHHOI, ee BeC H pOoCT, JAHHBIE AHAM-
He3a, coMaTHUecKle OTSTOIIeHN (CaxapHbIii
1mabert) [44,45]. ABTOpBI COBpeMeHHBIX ITpO-
IpaMM CTPEMATCH pacILMPUTh IMepeveHb OLle-
HHUBaeMbIX napaMeTpoB. Hanpumep, Oomnb-
IO MHTEpEC UCCNIeNOBATENICN U IIPpAKTHIeC-
KWX Bpaveil BEI3bIBAIOT MOMBITKH BKITIOYeHHS
5XorpapuiyecKux IMpU3HAKOB B KOMITIEKC-
HYIO OL€EHKY MHIWBHUIYAIbHOIO pUCKa I10
cunapomy JlayHa.

B 1998 r. M3 P® ony6ukoBaao MeToIM-
YecKue peKoMeHIaluy 1o TIPUMEeHEHHIO B
MpeHaTAIbHOM JIMATHOCTUKE aBTOMATHU3HPO-
BAaHHOI KOMTITIEKCHOIT TIpOrpaMMBI MpeHa-
TanbHOI MpodUIaKTUKK cuHapoma JlayHa
«[Tporuos» [46]. C uenbio NMoBLILIEHHS 3(-
(peKTUBHOCTHM pacueTa WHIAMBHIYAJIbHOTO
pUCKa poxaeHUs pebeHKa ¢ CHHIpoMoM Jla-
YHa B 3Ty CICTEMY, pa3paboTaHHYIO cTIelAa-
mactamu MI'HIT PAMH, Op011 BKITIOYeHEI
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BO3pacT GepeMeHHOI, CPOK GepeMeHHOCTH,
HALMOHAJIBHOCTH, BeC OepeMeHHON, JaHHbIe
aKylepcKoro M COMaTHIeCKOro aHaMHe3a,
CBefleHUsI 0 HaIuIHuK cOaTaHCHpOBaHHOM
XPOMOCOMHOM TIEpeCTPONKH Y POAMTENEH, a
TAKXKe JIaHHBIE YIIFTPA3BYKOBOI'O MCCIENOBA-
Hud. HecMoTps Ha TO, 4TO Wesl UCIONb30-
BaHU$ pe3yNbTaToB 5Xorpaduu B mojacueTe
pucka 1o cuHapomy JlayHa He HoBa, B OTe-
YyeCcTBEHHBIX paspaboTkax oHa ObLIa mpUMe-
HEHA BIIEPBEIE.

B Hauane vccneqoBaHus B KauecTBe rpa-
HHIIBI HOPMEIL B 3TOM CUCTeMe OBLITO TIPHHI-
TO TaKOe 3HAYeHHE PUCKA, ITPH KOTOPOM CO-
BOKYITHA BepOATHOCTE TOTEPH IIONOB KakK
W3-3a JIOXKHOOTPUIIATENIBHOT O, TAK U JIOXKHO-
TTONIOXKUTEJIEHOTO AUATHO30B ObUTa MHMHU-
ManbHOM. PaccuMTaHHOe 3HaYeHWe cocTa-
BUIIO 1/250, rpu 3TOM rapaHTUpOBaHHAs
CYMMapHasd TMOrPelrHOCTb (JIOKHOITOMOXKIN-
TeNbHBINM JUATHO3 WM JIOXHOOTPHUIIATENh-
HBIl AuarHo3) He npesbiana 16%. Jlans-
Heillllee YCOBepILIEHCTBOBAHUE MPOrpaMMEbl
MO3BOJIMJIO aBTOPaM MU3MEHHUTH IpaHULLY
pucka 1o 1/240, 4yro BHITOAHO OTIHYANIOCH
OT IPYTHX CUCTEM pacueTa M MO3BOJSIIIO
dopmHpoBaTE O0Jlee KOHIIEHTPHUPOBAHHYIO
rpymmy pyucka. CyMMapHas MmorpeiHocThb
Pe3YIBTATOB ITPH 3TOM ObLITA CHIKeHa 10 6%
[47]. PeTpocrnieKTUBHBIM aHAIU3 TMOKA3a,
YTO BCe MpeHaTaabHO JMAaTHOCTHPOBAHHLIE
B paMKax 3TOro MccJieloBaHU CITyuau CHH-
JpoMa layHa (33 HaGmoaeHWd) TONANH B
TPYIIITY pUCKA.

Takum obpazom, co30aBaIOCh BIIEYATIIE-
HHe, YTO HAKOHEI[-TO OBbLIT HaliIeH aJlTOPHTM
CYILECTBEHHOI O TOBBILIeHU ()P eKTUBHO-
CTH OMOXUMHUYECKOro CKpUHHHTA. Ho, K Be-
JTMKOMY pa304yapOBaHHIO IMTPAKTHIECKHIX Bpa-
yeil, «<know-how» aBTopoB, T. €. BKIIOYeHHE
B CUCTEMY TIOACYETA WHAWBHIYATBHOIO PHC-
Ka JIAHHBIX 3X0rpahvu, B KOHIE KOHLIOB CTa-
JIO CAMBIM CTAOBIM 3BEHOM 5TOi cucTeMEL. [To
CJIOBAM CaMKX JKe UccliefoBaTeieit, «...oleH-
Ka... TAKUX pasiIMYHBIX IO CBOEH CYTH TpH-
3HAKOB AOCTATOYHO CJIOXKHA. ... TIOJydyeHue
TOYHBIX OLEHOK MHAUBUAYAIbHOIC PHCKA
MpaKTUYeCKA HEBO3MOXHO. Peub MoXeT
WITH O BEIYHCIIEHWM JAHHBIX OLIEHOK C TIPH-
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eMJIEMOM TOYHOCTBIO, TTIO3BOJIIOLLEN CITELN-
amictaM (pOpMYJIMPOBaTh UICKO JMArHO3a».

ITo namemy rryGokoMy yOeXKaeHHIO, pac-
YeT pricKa Ha Hamuue cuHapoma JlayHa cre-
JIyeT TIPOBOIMTH TOJIBKO HA OCHOBAHHMH abco-
JIIOTHO OO BbEKTMBHOM MH(OPMALIMN: CBEIeHHIA
0 BO3pacTte, Bece, COMAaTUYECKOM cTaTyce,
aHaMmHese OepeMeHHOI, a TAaKKe JAHHBIX O CO-
JIepsKaHUH B CBIBOPOTKE KPOBH MaTepu OHOXH-
MHYECKUX MAapKepoB, IMOJMYYeHHBIX ¢ TTOMO-
1LIBIO ABTOMATHYECKHX OMOXUMHUUYECKUX AaHATH-
3aTopoB. OLIeHKA Xe MHOTHUX 3X0rpapriecKux
MapKepoB XpOMOCOMHOI MATOJIOTUM J0CTa-
TOYHO CYOBEKTUBHA M 3aBUCHT OT KBATM(PUKA-
1AM Bpaya, MpOBOIAILIETO YITBTPa3BYKOBOE HC-
CJIeIoBaHKe, M KauecTBa armapatypel. Hecob-
JOAeHNe AUATHOCTHUECKHX YIBTPA3BYKOBBIX
KpHTEpHEB WA He3HAHWE BPayOM 3X0Tpadmi-
YeCKHX IMpOosBIIeHUI XA y I1oa JiefaeT abco-
JIOTHO HEOOBEKTHUBHBIM M 663 TOro CIOKHbINA
pacueT prcka Ha cuHapoM JlayHa.

Jlerko mpenctaBuUTh cebe CUTYAIHIO, KOT-
Ja HeOCTATOYHBII OITBIT Bpaya Wi UCTTONb-
30BaHMe YIBTPa3BYKOBOI armnapaTypbl ¢ HU3-
KOM pazpelaroleii crrocobHOCTLIO He [10-
3BOJISTIOT BBISIBMTH Te WM HHBIE M3MEHEHHSI.
HanpmMep, B pyTHHHOMH INpaKTHKE BITOJIHE
peanbHO HeCOONIOIEHHE KPUTEPHUEB OLIEHKH
TAKUX MapkepoB XA, KaK I'MIiepaxoreHHbi
KMIIIEYHUK, BEHTPUKYJIOMETAINS, YKOpoUe-
HUe Oefpa, aHOMaTbHOE KOJIMIECTBO BOJI U
T.J1. PacueT UHIUBHIYAIEHOI O PUCKA pOXKIe-
HHA pebeHKa ¢ cuHApoMoM JlayHa ¢ ydeToM
JIAHHBIX 5X0rpahuu B TAKUX YCITOBHSIX CTAHO-
BUTCSI abcomoTHO HeoObeKTHBHEIM. Haiim
HCCIIEOBAaHMA TIOKA3aIH, YTO Y OIHOM M TOM
Xe MalMeHTKH B OJHOM M TOM e cpoke Oe-
PEMEHHOCTH MPU MPOBEAEHUH YITbTPA3BYKO-
BOTO HCCIIe/IOBAHITS BpauaM¥ pa3HOM KBaJH-
dukauMi MTHIMBUAYATBHBIN PHUCK TIO CUHI-
poMy JlayHa, paccUMTaHHBIHI ¢ TOMOILBIO CH-
cteMbl «IIporuosy», Mensics B 200—300 pas
(1/1301 mo cpasuenwio ¢ 1/7)! [48].

Takum obpazomM, MOXHO KOHCTATHPO-
BaTh, YTO OMOXMMMWYECKHN CKPUHWHT HA CHH-
Jpom layHa Bo 11 TpuMecTpe 3aHUMAaeT Bech-
Ma CKpOMHOE MeCTO B (pOpMHUPOBAHKH ITOKA-
3aHWI K TIpeHATATbHOMY KapHOTHITHPOBA-
Huio. Tem He MeHee, MDA MOXeT COXpaHUTh

CBOM MO3HLIMK NPU YCIIOBUU cOOIIOAEHN
[paBIJI MPOBEAEHN A MCCITEIOBAHMIA: COOITIO-
JieHUs CpoKoB o0ciienoBaHus, pacueTa pe-
3yJILTATOB B COOTBETCTBHH C MEXITYHAPOIHBI-
MK TpeOoBaHMAMH, O0BEKTUBHOM OLIEHKH
CTEMNEHU PHUCKA M T.JI. XOUeTCs HAIeAThC,
4TO OLIMOKU B OpraHW3allMy CKPHHUWHIA B pe-
ruoHax OyIyT UCTIpaBJIeHbI M 3TOT METOJ BHE-
CeT CBOI BKJIAM B pa3BHTHE IPEHATAIILHON
JAArHOCTHKH.

Harnnvie sxoepaghuu u npenamaavroe kapu-
Omunuposanue

Oxorpadus ABI4eTCs BEICOKO HH(pOopMa-
TUBHBEIM METOIOM B (POPMUPOBAHWH TPYTIIEI
MALMEHTOK JUTA TTPEHATAILHOTO KAPUOTUTIN -
poBaHMs. bonbIIMHCTBO TpyOBIX XA BHeII-
He MPOSBIAIOT celsl MOPOKAMM pa3BUTHA
WIH, TAK HA3bIBAEMBIMH, YIIbTPA3BYKOBBIMH
MapKepaMi XpOMOCOMHBIX abepparuii (3T'M
XA). Bo Il ipumectpe DI'M XA pazHooOpa3s-
HbI U MHOTOUMCIIeHHBI. B 11enom yactora XA
Y TUIOZIOB ITPU HAJTMYMHM 5XOTpahriecKux o1-
KJIOHEHWI BappMpyeT B LIMPOKHX Mpeeiax.
OrevyecTBeHHBIE UCCTIEIOBATETH COOBLLAIOT O
phisiBTeHnu 11,3—30,9% XA ymmonosc BI'M
|5, 18, 31, 49]. B Haummx Hecne JOBAHHAX 3TOT
nokasartesb coctasui 21,6%, ecnu sxorpa-
(pryeckue M3MEHEHUS COYETAITUCH C JAPYTHU-
MU (pakTOpaMH pHCKa (BO3pPAaCcTOM, OTSITO-
[IIeHHBEIM aHAMHE30M, N3MEeHEHISIMI YPOB-
Hell OMOXUMHWYeCKHUX MapkepoB), B 15,2%,
eCJIH VIIbTPA3BYKOBbIE M3MEHEHM A OBLITH M30-
smpopaHHeIMH [ 17]. [To manaem J. Murotsuki
u coanT., N. Rizzo u coasnrt. [50, 51], XA y
oo ¢ D1'M 6bumm HaitneHs B 18,01 31,7%
CIIyJyaes.

[1py peTpOCTEKTUBHOM aHAIN3E TMpeHA-
TaJIbHO AMATHOCTH POBAHHBIX CITYUAeB TPYOBIX
XA 0Ka3an0ch, 4TO TIPH YIIbTPA3BYKOBOM MC-
CJleIOBAH UM pasiIUIHbIe AHOMATUU PAa3BUTHS
pericTpHUpyroTcs B cpeiHeM y 70% 1uiofoB
[17, 22, 23]. Takum o6paszomM, ToHATHE XA 1
sxorpadruecKiie OTKJIOHEHUS TeCHO CBsI3a-
HBI MeXXay co0oii (puc. 4.1).

BriepBele IOHATIHE «YIBTPa3BYKOBOI Map-
Kep XpOMOCOMHOI ITATOJIOr iy OBLIO BBEIE-
Ho B 1985 1. B. Benacerraf u coant. [52], xo-
TOPBIE OIMKUCAJIN YTONIIEHHE IIeHOM CKIAI-
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Puc. 4.1. Crpykrypa NoKasaHHil K NPeHATAIEHOMY KApHOTHITHPOBAHHIO ¥ ITIONOB ¢ Ipy0emvA XA,

KM Yy TIOA0B ¢ cuHapoMoM JlayHa. Tlocne
5TOH paboTH MOCKENOBAIIM MHOTOUMCITEH -
HBl€ HUCCJIEOBAHMS, IMOCBsAIeHHBe DM
XA. B Hactosiiee BpeMs repeueHb IMpeHa-
TaaeHEIX D1I'M XA oueHb IMPOK. OCHOBHEIE
YJITPa3BYKOBBIE U3MEHEHH A, KOTOPBIE MOTYT
OBITE OCHOBAHHEM UL pPeLleHM BOIIPOCa O
MpeHATaTbHOM KAPMOTHUITH POBAHWH, & TAKXKE
HauOoIee yacTele 3Xorpadpuyeckye HaXOAKH
NpH HAJTMYHH Y TI0Ja XPOMOCOMHBIX CHHII-
POMOB ripejcTaBieHbl B Tabmuiax 4.5—4.8.
O1mums BIIOKA3aTeJsIX BOCHOBHOM OOBSIC-
HSIOTCS pa3HBIM KOJIMUYECTBOM HAOMIONEHWI B
PasHBIX UCCIIENOBAHUAX M OTCYTCTBHEM eIIMHBIX
KPUTEPHUEB B OLIEHKE HEKOTOPBIX B1'M (Hanpu-
Mep, TUIeP3XOreHHOTO KUIIIeUHUKA, aHOMAJTb-
HOT'0 KOJTM4eCTBA BOJI, AHOMAIBHOM (DOPMBI TO-
JioBel). Tem He MeHee, 3TH LIADPBI APKO AEMOH-
CTPUPYIOT, YTO TMPOrHOCTHYECKAA 3HAYMMOCTh
BI'M XA pazmaHa v 5T0 HeoOXOMUMO YIUTHI-
BaTb ITpH (POPMUPOBAHII TTOKA3AHHII K TIpeHA-
TAJTLHOMY KapHOTHITHPOBAHMUIO.
XpoMocoMHas Tipypoaa Jiodoro mopoka
PasBUTHSA, JaxKe TTOIIeXAIero Xupyprayec-
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KOM KOpPpPeKLMH B HEOHATAJIBHOM [epHO/Ie,
JenaeT OecriepcreKTURHBIM TTPOJIOHTHPORA-
Hue OepemeHHocTH. Mccnmenopanite kapuo-
THTIA TTOA TIO3BOJISIeT OTpefIeNITh aKylep-
CKYIO TAKTHUKY, & MHOT/IA B KOPHE U3MEHUTH
IUTaH BeJeHus OepeMeHHOCTH, HallpuMep,
PELIWTL BOIIPOC O MPePHIBAHWHI M0 MEAUIIMH-
CKMM TToKazaHusiM B OomnbinoMm cpoke. B 111
TpUMECTpe, KOrJIa B 000 CUTYal[uK ITpephl -
BaHUe OepeMeHHOCTH HEBO3MOXKHO, 3HAHUE
BPauoOM XPOMOCOMHOM TIPUYUHEI AHOMATHA
TUIOAA KOPPEKTUPYeT TAKTUKY BeAeHWS POJIOB
W T103BOJISIeT U30eXaTh HEOTIPABIAHHBIX OITe-
paTUBHBIX BMeLlaTesibeTB. Eciv B Xoze npe-
HATAJIBHOTro 00CeI0BAHUA MCKITIOUEHA XPO-
MOCOMHAsI MPUYKHA TOPOKa pa3BHUTHS TUIO-
Jla, HEOHATOJIOTH IMTOJIYyJAIT BO3MOXHOCTD
3apaHee OINpeneSIUTh JIaH HAbMmoLeHwns 3a
HOBOPOXAEHHBIM U OBITh TOTOBEIMH K CBO-
eBpeMeHHON XHUpPYpPrudecKoll KOppeKIud B
HeOHATAJIBHOM TIepHOZE.

Muorre BH3, B TOM umicsie M XpOMOCOM-
Hble, He COMPOBOXIAIOTCS IPYOBIMH aHATO-
MHYECKMMH M3MEHEeHWUIMU 1 He UMEIOT Bbl-
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Tabnuua 4.5. Yactora BuISIBNeHWs rpyShix XA y Nnoda npu HANMYM PasHeIX 3X0rpadrHeckiny MamMmeHeHWi

AHOManNUs pasBUTA R. Snijders, J. Murotsuki Co6cTBeHHbIE
K. Nicolaides [53] 1 coaBT. [50] naHHble [17]

[Naronora »xenyoodkoBoi CUCTEME MO3ra 13% 28,6% 20,0%
[ononpossHuedanus 33% 50,0%
Mukpouedanus 15% 66,7%
OTKphITEE Aed ekThl HEPBHON TRYDKW 17,4%
KWCTH COCYOMCTHIX CrNETeHWn 8% 23,1%
AHOMANMN 3aAHER YepenHon SIMKn 44% 33,3%
AHomankeHele GopMel Yepena 81% 26,7%
[Naronorva nuua A40% 45 0%
KucrozaHas rurpoma weu 68% 75,0%
YTonueHne WelHOM CKNnaakM 33% 0
BpoxOeHHLIe NMOpokK cepaLia 29% 56,7% 45,2%
HyopenancHas atpesns 57% 28,6% 40,0%
lenartocnneHomer anug - 0
AreHeauns xenyoka - 0
MMNepaxoreHHbIA KMLLIEYHWK 20% 66,7%
HnadparmansHas rpebka 18% N 7% 0
lacTpowmanc - 0
Omcpanovene 35% 25% 18,2%
Pacluvpenne YallueyHo-noXaHoYHoi cucTemMel 13% 30% 23,1%
Mpo4re aHoMann noYex 11-15% 11.8%
Kucrta auuHuka - 33,3%
I'py6Gag natonorva ckenera - 10,9%
Hucnponopupn AnvHel TpyDYaTkix KoCTel 34,8%
AHomanun Kuctel/cTon 41,9%
Maronorua naLeHTel 21,4%
MNaronorus NynoBUHEI 44,4%
HermmmyHHas BOOsIHKA 12% 20% 28.6%
Manosogue 20,7%
Muoroeoane 28,2%
3anepxKa pasenTHa Nnoaa 19% 38,8%
Mpoune aHomanum 0
O6uan Yyactora XA npu axorpapuyecknx aHoManusx 27,8%

PpaxxeHHOI 5xor pahyeCcKoli KApTHHEI B IIpe-
HATAJIBHOM TePUOJIe, MO3TOMY OJTHOM M3 OC-
HOBHBIX 33144 3X0T pa(pUIeCcKOro UccrneionBa-
HMUA TUI0MA ABJSETCs paHHee BBIABIEHHE
BI'M XA. 3HaHWe NMPOrHOCTUYECKOM LIeHHO-

CTH KAXKIIOTO MAPKepa B OTASIEHOCTH O3B0~
JIsieT B paHHHE CpOKH OepeMeHHOCTH BbLIe-
JATH U3 00Iero moroka OepeMeHHBIX TeX,
KOMY [MOKA3aHO NalbHellee obcnenoBaHue
¢ npuMeneHneM MJIM. Takoit roaxon, Oe-
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Ta6nuua 4.6. 3xorpadryeckre NaMeHeHs Y Mnoaos ¢ XA: cuHapom JayHa

Bun mapkepa S. Rotmensch  B. Bromley M. Respondek M. Wessels H.IN. Beponot- CoGcTBEH-

W COaBT. W COaBT. W COaBT. M COEBT. BENfAH Hbl€ faHHEIE
[54] [55] [56] [57] 1 coaBT. [58] [33]

AHoMankHeE - - - - 17,4% 5,6%

dopmbl

roNoBkl

BeHtpu- - - 13,3% 11,0% - 8,3%

Kynomeranus

MaTonorus 30,5% 50,9% - 20,0% 8,7% 2,6%

Leu

BpoxpeHHuie 7.,2% = 50,0% 56,0% 13,0% 13,9%

NOPOKK

cepaua

[Mnepaxorex- - 30,2% - - - 8,3%

HbliA HOKYC

B CepaLe

[MnepaxoreH- 5, 7% 24 5% 7,0% 4.3% - 6,7%

HHEIIA KMLLEYHIK

JyopeHanksHas - - 28,0% 14,0% 34,8% 3,9%

arpeaws

YkopoueHne - - - 4.3% - 19,4%

rnneqesoin

KOCTU

YkopoyeHwe A7 ,2% 10,0% 43,0% 43,5% 33,3%

BeapeHHol

KOCTH

Maronorus 7,2% 22,6% 14,0% - 17,4% 8,3%

rnoYex

HenmmyHHan 7.2% - - 5,6%

BOOSHKA

EpuHcTREHHaA - - - - - 5,6%

aprepnd

MYNOBUHE

3apepxka - - - 30,0% 7.4% 22,2%

pasBuUTUS

nnopa

AHOMaNLHOE KO- - - - - 60,9% 25,0%

4YECTBO OKOJO-

MNOAHLIX BOL,
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Tabnuua 4.7. Ixorpadryeckie M3aMeHeHns Y NNoaos © XA: cuHapoM 3asapaca

YNLTpasByKoBLIE NPU3HAaK L. Feuchtbaum Ix. BaH C. Chen CoBCTBEHHbIE
W coaBT. [59] DdexT [60] wWcoarT. [61] paHHbe [62]
AHonaneHue GopMEl Yepena (Bcero) 45% 28,6%
«KJTYOHWKa» 21,4%
ponuxouedanng 3,6%
Gpavamuedania 3,6%
AHOMANUWN XeNyOoHKOBOW CUCTEMBI (BCETO) 51% 32,1%
BEHTPUKYNOMEranus 21,4%
rnapousdanma 10,7%
KWCTH COCYOMCTRIX CIUETEeHWNIA 43,4% 80% 2,6% 29,6%
VeenuueHne 6onbLIOH LMCTePHLI, 92,3% 32,1%
B TOM YMCRE C MMNOoNnasmnein Yepea 10, 7%
MO3KEYKA 35,9%
AreHeans MO2CNUCTOro Tena 2,6% 10,7%
lNononpossHuedanua 3,6%
lMnoTenopnam 23,1% 25,0%
PacwennHa nnua 2,6% 3,6%
MNaronorms rmas (scerc) 10,7%
MUKPOQTaIbMUS 7,1%
aKaod TaNnEM 3,6%
Maronorva yweii 40% 23,1% 25,0%
AHomanum npoduns (Bcero) 25,0%
MUKPOreHus T0% 23.1% 17.,9%
annasmg/rnonnasns Hoca 7,1%
YronueHue LUeliHoi cknaaku 7,1%
YeenuieHne TonwHL 7,1%
BOPOTHUKOBOIO NPOCTRaHcTBa
BpoXaeHHule Nopoky cepua, 39% 80% 82,1% 64,3%
B TOM yncne aedekTsl 35, 7%
MEXOKENYNOYKOBORN Neperopoikun
HwadparvansHas rpsixka 20% 51% 1,1%
Omcpanovene, 20% 12,8% 25,0%
B TOM YWChe cofepxallee ToNbLKo 17,9%
NeTnn KWLleyHrka
MukporacTpusa 7,7% 17,6%
MMNepsxoreHHLIN KMLLIEYHWK 7,1%
lNnMnepaxoreHHke BKIYEHWS B MNeYeHn 3,6%
AcnneHua 3,6%
AHOMANUW MOYEBBIIENUTENLHOK CUCTEMEI, 15% 42,9%
B TOM Ynchne rngpoHedpos 7,7% 7,1%
W apyrve aHomann noYek;/MoHeBoro nyssips 12,8% 35,7%
MeHuHromuenoLene 2,6% 10,7%
HedopmaLma kieTeil 1 nanbLUes pyk 30% 80% 46,2% 50,0%
Hedopmaums cron v nansbues Hor 20% 38,5% 35,7%
Annasua Npeanneysa 10,3% 7,1%
HeummyHHan BoasHKa 2,6% 7,1%
3anepxka passutyg nnoga 13% 69,2% 75,0%
EAMHCTEEHHAS apTepud MyroBUHE 22% 25,6% 21.4%
KncTsl mynoBUHLI 2,6% 14,3%
lNnonnasus NnaueHTkl 10,7%
AHOMANEHOE KONVMECTBO BOA 59,0% 42,9%
MHOIroBOONE 53,8% 32,1%
manoeoauve 51% 10.7%
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Ta6nuua 4.8. 3xorpadpryecke NaMmeHeHUs Y nnoaos c XA [53]

CTpyKTypHBIE aHOManm Bua XA

TPUCOMIAK apyrue XA

21 18 13 Tpurmongyn - 45, XO

hopma ronoskl «kKnyGHUKa - H4% - - -
Epaxvuedanna 15% 29% 26% 10% 32%
Mukpouedanua - 1% 24% - 5%
BeHTpukynomeranua 16% 14% 9% 18% 2%
[ononpoasHuedanua - 3% 39% - -
Kuctel cocyomcTix crnineteHuit 8% A47% 286 S -
AreHe2ms MO2CNMCTOrO Tena - % - - -
Kucra aagHel YepenHoii amku 1% 10% 15% 6% -
YeenuueHne GonbLIOH LUMCTEPHLI 7% 16% 25% - -
PaciuennHel nuLa 1% 10% 39% 2% -
MukporeHus 1% 53% 9% 445 -
YTonueHHas WeliHaa cknajika 38% 5% 22% 4% 6%
KucrosHad rmrpoma 1% 2% - - 88%
HuadparvansHas rpoixa - 10% 6% 2% -
MNopokKn cepaua 26% 52% 43% 16% 48%
Omdpanouene - 31% 17% 2% -
JyopeHanesHas arpesus 8% - 2% - -
ATpezna nuuieeoga 3% 20% 2% 2% -
YmepeHHuili rmpporedpos 30% 16% 3% 4% 8%
Jpyrve aHoManui nodexk 7% 12% 24% 6% 6%
HeummyHHas BoaaHKa 0% 4% 7% 2% 80%
3anepxka passuTusd NNoaa 20% 74% 61% 100% 55%
YkopoyeHne Genpa 28% 25% 9% 60% 59%
AHomManuu kvcTeid/cTon 25% 2% 52% 76% 2%
KoconanocTs 3% 30% 11% 8% -

3YCIIOBHO, paCIIMPSAET paMKU OOIIeTIpHHI-
THIX MOKA3AHUM K MPeHATATEHOMY KAPUOTH-
IMUPOBAHUIO U JIAeT BO3MOXHOCTE 0OCIIE0-
BaHMs OONBIIEr0 KOJIMYECTBA MAlIMEeHTOK.

H3yuas 3aKOHOMEPHOCTH B BHISIBIEHHUH
XA y 11o/ia, MbI IIPHIILTA K BBIBOJLY, YTO Yac-
TOTA XPOMOCOMHBIX Jie¢heKTOB BEILIIE B TPYII-
T1e TeX TMalMeHTOK, IJe TIOKAZaHUSIMH K HC-
CJIEIOBAHUIO OBLIH, TAK HA3BIBAEMBIE, «MST-
kue» BI'M (19,7%), a He TIOPOKH pa3BUTHSA
(13,1%) (puic. 4.2) [17].

JIns rpakTHYECKOro 31paBoOXpAHEHMS
5T0T (haKT MMeeT MPUHIUITIATEHOE 3HAYEHE.
«MsirKuie» TIPU3HAKM — THITeP3XOreHHbII K-
LIeYHHWK, BEHTPHKYIOMErains, aHoMaIbHas
¢opmMa rosyoBsl M T,0.— MOTYT BCTPeUATECA He
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TONBKO TIpU XA, HO M [MPU OTCYTCTBHH KAKHX
OBI TO HH OBI710 OTKJIOHEHUI B pA3BUTHH T1J10-
Jia. CnegoBaTeNIbHO, BBISIB/ICHHE TAKOTO poja
5XorpadpUuecKix HAXOMOK CIIYKUT TTOBOIOM
TOJILKO /1151 TIPEHATAJIbHOTO KAPHOTUTTMPOBA-
HW C LIEJBIO YTOMHEHUS JanbHeAIIe TaKTv -
KH BejleHUs OGepeMeHHOCTH. B ciiyuae Hop-
MATBHOIO KapHOTHUIA BeJleHHe OepeMeHHOCTH
He Hy3KITaeTcsl B KOPPeKITHH, TIOCKOJTBKY HaIH-
e «MATKUX» TIPU3HAKOB He BIIMAeT Ha Kave-
CTBO JKHM3HH W 310poBki pedeHka. [Tpu obHa-
pykeHuu XA yTUIONA, HECMOTPSI HA OTCY TCTBIE
IpyOBIX TIOPOKOB pa3BUTHA, LeJiecoo0pasHOo
PeIIMTB BOIPOC O MpepbIBaHKH OepeMeHHOoC-
TH 10 MEJUIIMHCKIM ITOKA3aHUAM B CBS3H C
TIJIOXAM TTPOTHO30M JUTA KH3HH U 3IOPOBBSL.




MHBA3HBHBIE METO/ bl HCCAEJOBAHUA B ITPEHATAABHOH JUATHOCTHKE

21,4%

19,7%

[Topoku paszBuTHI

ITopokn pasBUTHA B COYETAHHUH C
JpYyruMu (pakTopaMu prcKa

DxorpadryecKkre MapKepbl XpoMO-
COMHBIX abeppaliuii

Dxorpaduueckre MapKepbl XpoOMO-
COMHBIX abeppalluii B coueTaHWHU C

APYTUMH (PAKTOpaMK pHCKA

Puc. 4.2. Yactora XA B 3aBMCUMOCTI OT BWA 3Xorpa-
Puryeckx nameHeHnii (paHHse LN, Mockea).

ITpy BEISBIEHWUH TTOPOKOB Pa3sBUTHA, TTPe-
HaTaJbHOe KApUOTUTIMPOBAHUE TIpecieyeT
COBepIIIeHHO ApyTHe e, B cmyyae miarto-
CTHUKW aHOMAJIMM, He COBMECTUMBIX C JKU3-
HBIO, MOKa3aHO MpepbiBaHue OepeMeHHOCTH
10 MeAMILIMHCKKM mnokazaHusiMm. Mudopma-
1S 0 KApHUOTHTIE TIOAA B STUX CITyUasix He-
oOxommMa ATl yTOUHEeHWs TeHe3a TIaToJIOTHH
M [MPOrHOCTHYECKOIO MeIUKO-TEHETUYECKO-
T'0 KOHCYJILTHPOBaHUA. TTpH HAJTMYUH TTOPO-
KOB pa3BUTHSI, COBMECTHMBIX C XXH3HBIO (Ha-

npuMep, omdanoLeste, arpe3us JBeHAILATH-
nepcTHOI KUIIKH, AHadparMaibHas rperxa,
PacILeIMHBI JILA), HOPMATLHBII KapHOTHIT
SIBJISIETCSI 3aJIOTOM XOpPOIero MporHosa M,
COOTBETCTBEHHO, MOKa3aHWeM K XHpYpru-
YeCKOM KOPPEKLIMH B TTOJITHOM O0BEME.

IToMuMo XapakTepa 3xorpaguuecKmx U3-
MeHeHUI1, YacToTa BhIIBIeHsI XA y TUIoAa
3aBHCHUT U OT KOJIMUeCTBA HAllIeHHBIX YITbT-
pa3BYKOBBIX ITPpU3HAKOB. YeM Gonbliie S1'M,
TeM Yallle JHarHOCTUPYETCH XpOMOCOMHAs
natonoruss y mnopa. Ilo maHHwBIM J.
Murotsuki 1 coanr. | 50], mpu eAMHCTBEHHOM
BI'M yactoTa XA He ripeBbicHiIa 8,2%, aripn
HATMYMK HECKOBKUX YIIBTPA3BYKOBBIX OT-
KJIOHeHUI cocTaBuia 52,7%. B vccnenona-
Hiax R. Snijders u K. Nicolaides [53] Taicke
OblTa MOATBEpPXIeHa TaKasi 3aBUCMMOCTb
(Tabn. 4.9).

Casasp yacToThl XA 1 KoymuecTsa 3I'M, a
TaKKe 3aBUCHMOCTD 3TOTO IMOKa3aTeNsi OT Ha-
JIMUKS 33AepXXKH BHYTPHUYTPOOHOTO pa3BH-
TUA TIJI0Ja U AHOMAJIBHOI'O KOJIMYecTBa BOL
OblJ1a ITOATBepKAeHA M HALUMMHM MCClIe10Ba-
HusMu (puc. 4.3) [17].

Takum obpazom, axorpadus ABIIETCH
JeCTBeHHBIM MeTOAOM OOpPEORI ¢ XA y TLI0-
Jia. PMIIM nokasaiu 3HaYUTETBHOE MpeEMY-
LeCTBO 3TOro MeTo/1a B (GOpMUPOBAHHMHM T10-
Ka3aHHU K TpeHaTaJIbHOMY KapHOTHITHPOBa-
HUIO TTO CPABHEHWIO C TPATUITMOHHBIMHU (hak-
TOPaAMU PHUCKA — BO3PACTOM, OTATOLLIEHHBIM
aHaMHe30M, JAaHHBIMH HMMYHO(pEpPMEHTHO-
ro anamiza Kposu (puc. 4.4). Yactora BBIIB-
JeHus1 XA y TUI0Aa TIPU HAIMYMA 3x0rpadu-
JeCKHMX OTKAOHEHHH, KaK W30JHPOBAHHBIX,
TaK U B COYETAHUM C APYIrUMH (akTopamMu
PHCKa, B HECKOJIBKO pas BhILIIE, YeM ITPpHU HOP-
MANMBHOI VIIETPA3BYKOBOI KapTUHE.

Tabnuua 4.9. Yactota XA B 3aBMCUMOCTI OT KonudecTtsa 3IM [53]

Konudecteo 3IM 1 2 3

4 5 6 7 =8

Yactora XA, % 2 11 32

52 66 63 69 92
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%
70 — 66,7%
60
50 —

a 36.4%
e 33,3%
30 -

20,0%
20 —
.| -
1 yIETpa3ByKOBOKH 2 yIBTPa3BYKOBBIX 3 u Bonee yabTpa-
IIpHU3HAK TIpH3HAaKa 3BYKOBBIX I[MTpHM3HAKa
B ysu | v3u+3BPI v3u+AKB [} V3U+3BPII+AKB

Puc. 4.3. Yactota XA B 3aBNCMMOCTW OT KonudecTBa 3 M 1 Mx coyeTaHus ¢ aHOMAaNbHBIM KONMMYeCTBOM BOJ,
(AKB) v 3BPI (naHHeie LN, Mocksa).

15,2%
14,0
12,8% i
11,9% 10.2%
9,2%
,3%
| - -
I PMLIA | 11 PMLIU ' Janusie LT
[l Bospact B Jaunbe UOA B Cemeiinas Tpascnokaims
XA B aHAMHeze Hannbie oxorpadun || Coveranme mokazanmit

Puc. 4.4, HYactora XA B 3aBUCUMOCTHW OT NOKa3aHWs K NpeHaransHOMY KapuotnnupoBanvio [17, 22, 23].
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TAKTUKA ®OPMMUPOBAHUA MOKABAHUMU K
INPEHATAIBHOMY KAPUOTUIIUPOBAHUIO

Kak oOBICHUTE pasnuuus B YACTOTe BbI-
sipneHus1 XA y OepeMeHHBIX ¢ U30NHPOBaH-
HBIMU (paKTOpaMH pUCKa (TO eCTh IIPU OTCYT-
CTBUH 3XOrpadMUeCKUX OTKIIOHEHHIA), TTOY-
yeHHEIe B Xole PMLIM ¥ B Xo/le MccnenoBa-
HMIA Haiero ueHTpa? Hampumep, yactota
BBISIBIIEHUSI XA cpefu 6epeMeHHBIX, KapHo-
TUITMPOBAHHEIX TOJBKO O BO3PACTy, B Ha-
LIMX WCClieIoBAHMAX He npesbicuiaa 1,8%,
Torga Kax o gaHuelM PMLIM coctaBnana ot
4,3 1o 4,7% (cm. puc. 4.4). IpuunHa 3aKmo-
YaeTCsl B OTIIMUMSIX TAKTUKU (POPMUPOBAHUS
nokazanuii K UJIM B pasHBIX IMArHOCTHYEC-
KMX LleHTpax. BONBIIMHCTBO KIIMHUK, B TOM
yucie U 3apyoexXHBIX, TPeIlmoYrTaloT Ha-
CTOMYMBO MpeaiaraTh TpeHaTaIbHOe Kapu-
OTUITMpPOBaHHE BceM OepeMeHHBIM, UMelo-
LUMM XOTs OBl OIMH (HAKTOP PHCKa, HE3aBH-
CHUMO OT €ro MpPOrHOCTUIECKOM 3HAYUMOCTH
| 1]. Takoiit moaxon obecrieunBaeT MAKCH-
MAJIBHBII OXBAT TPYIIIbLI PUCKA, HO HEBBICO-
KYIO YacTOTY BbIABIEHUA XA B CB43U1 ¢ 60JIb-
LIIHM KOJIMYECTBOM «TMILIHUX» MHBA3HBHEIX
BMeLIATeTBCTB.

TakTuka «kaxgomy QakTopy pUcKa —
MHBAa3MBHAas AMATHOCTHUKa» He TpebOyeT
TBOPYECKOIO IoJIXo4a ¥ u30aBigeT Bpaya o1
CKPYIYJIe3HOI OLIEHKU BCEX «3a» U «ITIPOTHB»
HUJIM u comocTaBieHHs pUCKAa POXKIeHMs
00JIBHOTO peOeHKA M pHCKA BO3ZMOXKHBIX OC-
JIOXKHEHHIA 1oche rpoueypel. B aTHx ycno-
BUSX YIBTPa3BYKOBOE UCCIIeAOBAHIE MOXET
OBITH TIpOBeieHO (hopMansHO Oe3 cobmone-
HUSI OMMTUMAIBbHBIX CPOKOB JUTSI OLleHKH
BI'M XA, nmosToMy psia sxorpaduyecKmux
M3MEHEeHM y I10Ja YCKOb3aeT OT BHUMA-
HHS Bpada. B pesynbpTaTe MHBA3UMBHOE HC-
cliefoBaHie TIOTNAaaaeT B TPYyMITy MpoLeayp,
TIPOBEJEHHBIX M0 M30JIMPOBAHHOMY (hakTO-
PY pPMcKa (HampuMmep, IO BO3pacTy MIIH
aHAMHe3Y), XOTSI HA CaMOM JIeJTe TIOKA3AHUS
SIBIISIIOTCST COUETAHHBIMM.

MHOTOoNeTHHIT OMBIT pAGOTHI M TIOCTOSTH-
HEI aHATNA3 pe3ysIbTaToB COOCTBEHHBIX MC-
CHIeIOBAHUH MOMOTTH HAM U3MEHHTH MOJAXO0-

bl K (hopMUpOBAHUIO TTOKa3aHuil K MJIM.
Mupopmupysi nmalnmeHTKy 0 BO3MOXHOCTH
obcnenoBanus ¢ moMomisio UM, ocHoBHOe
BHUMAaHHE MBI YaeJdeM covYeTaHuio GakTo-
pPOB pHCKa M JAHHBIM VIIBTPa3sByKOBOTO HC-
cnegoBanus. [1py Hanmuuu ABYX U Oonee
(axkTopoB, a Takke TpH obHapyxkeHUU D' M
XA pekoMeHIaMH 110 mposemeHinio MM
HOCSIT KAaTErOpUYHbBIN XapakTep.

Hamm vccyiemoBaHu 1OKas3anu, 9ro ob-
mast yacTota XA B rpyIiie coOYeTaHHBIX T10-
KAa3aHHWll BhIlIE, YeM MIPpU KApHUOTHITMPOBA-
HHUM 11O U30JTMPOBAHHBIM «KJIACCHUYECKUM»
¢akTopamM pHcKa (BO3pacT, OTAT OLLeHHBIIA
aHaMHe3, Hamure XA y OMHOTO U3 CYTIPYTOB,
nannele MPA) u coctapmsier 10,2%. Ilocne
JIeNeHUA TPYITIIBI COYEeTAHHBIX MTOKAa3aH M HA
JBe roarpyrsl (1 — yIbTpasByKOBEIE H3Me-
HeHus + moboit ¢akTop prcKa, 2 — codeTa-
Hue MoOBIX (hakTOpOB pHCKa TIPH HOPMAITb-
HO# 3X0orpadMyecKoi KapTUHe) 0Ka3aJloch,
qro npv Hamuuy SIT'M XA (moarpynma 1)
qacToTa BBIABIEHHA XA Pe3Ko YBeNWUHIACh
u coctaBuna 21,4%, Torga Kaxk mpH mpH OT-
CYTCTBHUH YJIBTPA3BYKOBBIX OTKJIOHEHHWIA
(rmoarpyrma 2) 3ToT nokKaszaTellb paBHAICH
6,1%.

Takum oOpazoM, oTcyTcTBHEe DITM XA y
[UTOAA B TPYITIe MAIIMeHTOK, MMEFOIIX ApY-
rve (paKkTopel PMCKA, 3HAUUTENIBHO CHUKAET
(Ho He uckmoyaeT!) Hayuure XA. B sTux ciry-
Yagx ceMbe CIe/lyeT IMpeloCTABISTh Moapot-
Hy10 HHGOPMALIMIO KaK 0 BO3MOXHOCTH 00-
crnelopaHus ¢ momoleo MM, Tak 1 o puc-
Ke OCJIOKHEeHUI ITocIe TIpoLieAyphl. DTa Tak-
THKA [MO3BOJIAeT YMEHBLIHUTH KOJIUYECTBO
MHBA3UBHBIX BMELIATEJIBCTB 3a cYeT (POpMU-
poBaHus Gojlee KOHIIEHTPHPOBAHHOM TPYyTI-
bl PHUCKA U TIOBBICUTH YaCTOTY BBIABIISEMO-
¢t XA. OueBHUIHO, YTO TAKOH TIOAXOM Tpe-
OyeT oueHb BBICOKOI KBATM(MUKATIAH Bpadeii
1 He MOXeT OBbITh peKOMeHI0BaH TeM KITWHU-
KaM. IJie KAYeCTBO YJIBTPa3ByKOBBIX UCCITeIO-
BAHWI CTPaJaeT Mo TeM WM MHBIM TpUYK-
HaM.
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Breicokasg 4yyBCTBHTENBEHOCTE 3X0Orpaduu
MO3BOJIMJIA HAM B TMOBCEHEBHOM MPaKTHKe
CTPOTO perfaMeHTHpPOBATh AeCTBHS Bpaya
npu ¢GopMUpOBAHKUN MoKazaHuii K MJIM.
Bo-1iepBBIX, YIBTPa3BYKOBEIE HCCITEIOBAHMS
MPOBOIATCH B CPOKH, OITTHUMAJIBHEIE JUTH BH-
3yanu3aly BHYTPEHHUX CTPYKTYP IUI0AA
(21—-24 uen). [NauveHTkam. oOpaTUBITUMCSE
B LIEHTp paHblile, YILTPA3BYKOBEIE HCCIIEN0-
BaHu JIMOO riepeHocATCs, MO0 0ba3aTeNb-
HO TTOBTOPAIOTCA JIaXKe B TeX Cayvadx, Korua
HUKaKHX 3xorpaduiecKux OTKIOHEHHH TIpH
nepBoM oOpallleHWH HaiiaeHo He Obl1o. B Tex
clyyasx, KOraa yJleTpa3ByKOBbIe MapaMeTphl
COOTBETCTBYIOT HOPME, HO TALIMEHTKA OTHO-
CHUTCS K TPYTITIE PHCKa, B TIPOTOKOIE 00ce-
JOBAHMS JIeJIaeTCsl 3aluch: «Bxorpadiuec-
KHe MapKepbl XpOMOCOMHOM IMATOJIOTMH He
BBIAB/IEHBl. YUUTHIBAA BO3PACT MalUueHTKH
(oTArouleHHbII aHaMHe3, faHHble DA u
T.0.), IpeHaTaAbHOe KapuOTUITHPOBaHNE
BO3MOXHO T10 XeJIaHHI0 ceMbi». Ecmin SI'M
XA obHapyKeHBl, peKOMeHIALMH HOCAT 00~
Jiee KaTeropMYHbIi xapakTep: «YuuThIBas
HaJMuMe sxorpapuecKux MpU3HAKOB XPO-
MOCOMHOI MATOJIOTHUM (Jajee cleayeT repe-
YyeHb OOHApYKeHHBIX M3MeHeHHi1), TToKa3a-
HO TpeHATAIBHOE KapHOTUITMPOBAaHHE (YKa-
3bIBAETCH JaTa M BpeMs TIPOBeeHH [TpoLie-
IYPBI)».

Takag TakTuka GopMHUpPOBAHUS TOKA3A-
Huit K UM rnosBonmia HaM co BpeMeHeM
CKOHLIEHTPHUPOBATH IPYIIIY PHCKa, T.€. CO-
KpaTUTh KApUOTHITHPOBAHKE T10 KJIaccHiec-
KuM (paKTopaM pHcKa, YBeIUUUTH KOJIHYe-
CTBO BMEIIATEIbCTR IO COUeTAHHBIM ITOKA3a-
HUSM K 110 JAHHBIM YJIETPA3BYKOBOIO MCCJie -
JIOBAHUA M, COOTBETCTBEHHO, MOBBICUTD
YACTOTY BBISIBIIsIeMOCTH XA ¢ 3—4% B Haua-
me 90-x IT. o 17—18% B 2001 r., T. €. B 5 pa3
(puc. 4.5, 4.6).

CnenyeT nmoguepkHyTh, 4To 3¢ HeKTUB-
HOCTb Mo00I TAKTUKKM (POPMUPOBAHIS TIO-
KAa3aHUI K TpeHATaTEHOMY KApUOTUITH POBa-
HHIO MOXHO OLIEHHTh TOJIBKO T10 JIOCTOBEp-
HBIM JJaHHBIM 006 McXo1ax Bcex GepeMeHHOC-
Teil, a He TOJIBKO 10 CBEAEHUIM O TOM, KAK
3aKOHYMINCE OepemeHHOCTH TTocne MJIM.
PesynbraThl Halleil paboThl CBUAETETLCTBY -
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10T O BEICOKOM KauecTBe JTMATHOCTHKU XA U
OIMPaBAaHHOCTH BBIOPAHHOMN TAKTHUKH, T10-
CKONBKY YaCcTOTa MPOMNYIIEHHBIX CIIyUaeB
cuHapoMma JlayHa, Mo JaHHBIM peTpocTieK-
THBHOTO aHAJIM3a, COCTABIIIA TONBKO 28,9%
[33].

B oreuecTBeHHOM IMpeHATAIbHOM IMATrHO-
CTHKE MOMY/ISIPHOCTD 3X0T papuuecKIX MoKa-
3anmii K M/IM pactet rog ot roja, 4To mpe-
KPACHO JIEMOHCTPUPYIOT JaHHbIe MYJIbTH-
LIEHTPOBBIX UccenoBaHui (Tad. 4.10).

ITo manubim I PMIIM, Ha X oo npu-
xomwiock 27,7%, 1o panaeiM [ PMLIA —
yke 31,6% Bcex MHBa3UBHBIX BMELIATEILCTR
Ha (oHe coKpalleHUsI oOCeLoBaHMIA 1O
JIAHHBIM OMOXUMUYECKIHX UCCTieoBaHWil. B
2000 r. B 11 13 22 KIMHUK YJIBTPAa3BYKOBBIE
OTKJIOHEHMS] JOMUHHUPOBAJINA Had OPYTHMH
MOKAa3aHUAMM K IpeHATAIbBHOMY KapHOTH-
MAPOBAHHIO M cOCTABANMU Oonee 1/3 B 06-
1€l CTPYKTYpe mokaszanuii K MJIM.

B 11eioM yacToTa BBISIBISIEMOCTH XA B
oboux PMIIH BapeupoBana ot 0% no 18,4%,
YTO, KAK YKa3bIBAJIOCh BhIlLe, OOBICHACTCS
Pa3ZHOM TAKTHKOI (POPMHUPOBAHUS ITOKA3A-
Huit Kk UJIM (puc. 4.7). Hanbonee BEICOKUE
nokazaren (cbiuie 10%) OBITH JOCTHTHY-
Thbl B KJIMHUKAX, Tle 3XorpaduyecKue rmoka-
3aHud K UM ripeBasmmpoBaid Hal ApyIru-
Mu pakTopaMu pucka. MHTepecHbIe faHHBIE
OBLTM TIpEICTABIEHBI OMHUM M3 YUACTHUKOB
11 PMIIH. ITokazaTelb BBIIBIdeMOCTH XA
coctasu 44,4% (sic!) nmpu HeOOIBILIOM KO-
JTMYeCTRe MHBA3HBHLIX BMEIIATETLCTB M T10-
Hayvaly BBI3BAN W3YMJI€HHE, TIOCKOJNLKY
MHOTOKPATHO TIPEBBICHI BCe ONMYyOIMKOBAH-
Hble MMPOBBIe JaHHbIe. B fanpHeieM BbI-
SCHWIOCH, UTO B HCCITETIOBaAHKE ObLITH BKITIO-
YeHbI HE TONBKO Pe3yJIbTaThl MPeHATATEHO-
T0 KapHOTUITMPOBAHHS, HO U JIAHHBIE LIMTO-
reHeTHYEeCKHMX HCCHIeNOBaHHI TUTOAHOTO
MaTepuana npv HepasBuBalollmxcyd Oepe-
MEHHOCTSIX M CAMOTTPOM3BOJTEHBIX TIPEPHIBA-
HUSIX B paHHWE CPOKH. DTH pe3yJTbTAThI MOJI-
HOCTBIO coBnamM ¢ gaHHeiMKM H.M. IloGe-
JIMHCKOTO M c0aBT. [5] (40%) W nuirHmii pas
JIOKa3aJ1i, YTO OCHOBHOM NPHUYHMHOM ITOTEPH
OepeMeHHOCTEH B | TpuMecTpe SBASIOTCS
XA.
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Puc. 4.5. lMHaMuka W3MeHeHWA NoKasaHWil K nNpeHaTaibHOMY KapUOTUNUMPOBaHWID.
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Puc. 4.6. JyHamuka NaMmeHEHUS YacToTel BEISENSEMOCTI XA,

[MogBoas utor paccyxaeHusiM o popMuI-
POBaHMM MOKA3aHWH K MpeHaTaIbHOMY Ka-
PHUOTUITMPOBAHMIO, MOXKHO CJIENATh BBIBOJL O
TOM, UTO HA CeroJHAIIHWIA JeHb B 5TOI 00-
JIACTH CYILIECTBYIOT IBE TAKTUKH BeICHMSI 1a~-
LMEHTOK, YTPOXKaeMbIX 10 POXKASHHIO JeTeil

¢ XA. [lepBasi, KOTOPYIO MOKHO YCJIOBHO Ha-
3BaTh «ITACCUBHOI», TTOAPAa3yMeBaeT MpoBe-
neHue MM o KiraccUyecKUM MOKA3aHUAM,
TO ecThb BceM OepeMeHHBIM, UMEKOLMM (hak-
TOpH pricKa. Takoii mogxon k MJIM maet or-
HOCHTEJTbHO HEBBICOKYIO YACTOTY BBISIBIIEHUS
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Ta6nuua 4.10. dopMrpoBaHKe NokKazaHWii K NpeHaTansHoOMY KapuoTUNMPOBaHWIO

MNokazanus K MOM I PMLIW, 1998 1l PMLIW, 2000
Boapact 23,0% 25,0%
OTAroWEeHHLIN aHamHe2 4.4% 9,2%
XAy poputenei 1,4% 1,7%
Hannbie MDA 28,2% 15.9%
JaHHule sxorpadun 27, 7% 31,6%
CouyertaHne pakTopoB pucka 8,8% 15,8%
Hpyrne 6,5% 0,8%

XA, TTOCKOIBKY BBIIEISIeT Cpen MallHeHTOK
MAaKCHMATLHO OONBIIYIO TPYIITY PHCKA, O~
HAKO ITO3BOJISIET CTPOrO pPeriiaMeHTUpOBaTh
paboTty Bpava.

[1o HameMy MHEHUIO, «[TACCUBHYKO» TAK-
THUKY BelleHU ClelyeT peKOMeHI0BATh IHAT -
HOCTHUYECKHUM LIEHTPAM B CIEAYIONINX CITy4a-
X

— 1IEHTp OCHAILIEH VJIETPA3BYKOBOI armna-
PaTypoil ¢ HEBBICOKOM pa3zpellalolleii Crio-
coBHOCTHIO, HE TTO3BOJISIIONIEI ITPOBOIUTL Ka-
YecTBeHHBIE 3X0orpaduecKye UCCIIeIOBAHM Y,

—  CIEeLHAIMCThl YIbTPA3BYKOBOM IMar-
HOCTUKH UMEKT CpellHU YpOBeHb IMOAro-
TOBKH;

— OpraHusalus cIyKObl IMpeHaTaIbHOMN
JIMATHOCTHUKU B PErMOHE He IMO3BOJIAET OCY-
IeCTBIATH ,[[I*H—IﬂM]«I‘ICCIG—]ﬁ KOHTpPOJIBb 34 [1a-
OHEHTKAMM B HY>KHOM obbeMe.

ANTOpUTM paboOTHI IPH «ITACCHBHOI»
TaKTHKe OUeHb IMPOCT: eCTh (PaKTOp pUCcKa —
roKasaHa WHBAa3sMBHAaY IHArHOCTHKa (pHC.
4.8).

«AKTHUBHAas» TAKTHKA BeOeHHW IMOApasy-
meBaeT (popMHpoBaHKe GoNee KOHLIEHTPHPO-
BaAHHOM I'pYIIITHI PUCKA, YTO TIO3BOJIACT IMOBbI-
CHTH BHABITAEMOCTD XA, YMEHBHIHUTHL KOJIH-
YeCTBO HHBA3HMBHEIX BMEIIATENLCTB H, COOT-
BeTCTBEHHO, COKPATHUTh YHMCJIO [MOTEPh
OepeMeHHoOcTEeH, cBA3aHHBIX ¢ MIIM. «Ak-

%
400 — 44,4% — 50
1998 r. 5,1% .
350 — 2000 T. 5,7% 3,4% — 45
40
300 — 5,7%
G 4% B
250 — L%
200 L 25
150 — 176‘%’ L 20
- 15
100 —
‘* - 10
1(:' ﬁ/(? L 5
0

A B E H/0O Ka'st-])KpKKy J1 Max Mo H/HHos P/JT Ca To Tw 9 4

B HopmaibHble KapHOTHITBI

B I'py6eie XA —— [pybnie XA (%)

Puc. 4.7. Yactora BoiBngemocTy XA no gaHdsin 1 PMLLA.
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Bo3spact 6onee 35 sier
OTdrolleHHBI AHAMHES
CoanaHcHupoBaHHas XA Y OAHOTO M3 CYIIPYTOB
OTKIOHEHUS CHIBOPOTOYHBIX MAPKEPOB KPOBU
SI'M XA

HMuBazuBHAd
—»  JUATHOCTHKA

Puc. 4.8. Anropumv popMUPOBaHUS NMOKa3aHWIA K NpeHaTansHOMY KApUOTUMUPOBaHWIO MNPW «MacCUBHON» TaKTW-
Ke BeAeHWs NaLMEHTOK,

Y3U B 21-24 Hen

/

Hopma

\

ITaronorusa

;

X

1 P 2 u 6onee ®P DP (-) 2utomee DI M XA | | 1 BI'M XA
K O0s3aTeNIBHOE K K
110 KeJJaHHIO 11K He3aBUCHMO - rpy Hauuu DP;

OT HATTHYMSA - nipu 3HaUMMOM BT M XA;

WM OTCYTCTBUA - ip1 covetaHu DI'M ¢

opP AKB i 3BPI1
XA Kapuotun HopMma Kapuotun Hopma XA
IpepbiBanue M0 [1pepriBaHue Mo
MeJl. TIOKa3aHuAM MeJl. TIOKa3aHMsIM
V3U B 32-34 Hen

* V3H — yieTpasByKOBOE HCCIeI0OBaHKE
+ (P — (hakTOp pHUCKA
« 3BPII — zagepXKa BHYTPHUYTPOOHOIO pa3BUTHS TLIOAA
+ AKB — anoManbHOe KOMMYeCTBO BOJ

« 1K — npeHaTAIBHOE KAPHOTHITHPOBAHWE
*« BI'M XA — sxorpadpuyeckiie MapKepbl XpOMOCOMHBIX AaHOMAJIHIA

Puc. 4.9. Airopyv (GOpMMPOBaHWA NOKA3aHWIA K NpeHaransHOMY KapuoTUNMWPOBaHWIO.
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THBHYIO» TAKTHUKY MOXHO PEKOMEHI0BAThH
CJIJIYIOITAM JIMATHOCTUYECKUM LIEHTPAM:

— LIEHTP OCHAIIIEH Y/IBTPa3BYKOBBIMH arl-
napaTaMu CpeJIHeT0 W SKCITePTHOTO KJIAcca;

— KBamuuKaLMs CrelalicToB yIbT-
Pa3sBYKOBOUW MMarHOCTHKH IMO3BOJIET IOCTO-
BEpPHO OlleHHUBaTh HaMure DI M XA;

— OpraHuzalus ciyk0bl B perMoHe Tio-
3BOJISIET OCYILIECTBIATE TUHAMHWIECKIIT KOH-
TpOJIb 34 MAlMEHTKaMKW BO BpeMs OepeMeH-
HOCTH U TUTAHUPOBAThL AAEKBATHYIO ITOMOLIb
HOBOPOXKIEHHBIM B TTOTHOM 00BeMe.

«AKTHUBHasI» TAKTHKa TpeOyeT OT Bpaua
OONBIIOI OTBETCTBEHHOCTH U TBOPUYECKOTO
nogxona K (popMHPOBAHUIO TIOKA3aHUI K
MPEHATAIIBHOMY KapuoTUIMpoBaHio. OHa
OCHOBAHa Ha TIOCTOSIHHOM COITOCTaBIeHUH
MPOTHOCTHUYECKOI 3HAYMMOCTH (PAKTOPOB
PHMCKa y KOHKpeTHOI GepeMeHHOI ¢ peallb-
HBIM PUCKOM poKaeHud pebeHKa ¢ XA. Bax-
HBIM YCIIOBUEM «aKTUBHOI» TAKTHKH SIBJISI-
€TCsI TONTHOe B3aMMOTTOHHMAaHKe BpaJa i Ma-
LIHEHTKH.

AJTOPUTM paboThl MPH «aKTUBHOI» TaK-
THKe ObLI1 pa3paboTaH B HALLIEM LIEHTPe MHO-
ro yet Hazaa (puc. 4.9). HecomHeHHO, OH
GoJriee CIIOXHBIM, OAHAKO MHOTOKPATHO ITPO-
BEPEH B YCIOBHAX MPAKTHYECKOTO 3APaBoOX-
paneHus. Ero rnpyuMeHeHMe Mo3BoJIseT Cylle-
CTBEHHO YJIVUIINATE paboTy AUATHOCTUUECKO-
ro IIeHTpa W pealbHO TIOBLICUTH BBHISIBIISAE-
mocTe BH3 1uiona.
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AADBOPATOPHBIE METO/bI
B ITPEHATAABDHOUH
AUATHOCTHKE

B.C. bapanos, T.B. Kysneuosa, T.3. Heainenxo, T.K. Kameesa

Kak cregyeT W3 IpeablayLlero pasiena,
MaTepHaI TLI0NA MOXKET ObITh MOMYYeH U IO/~
BEPrHYT CIIeLMATbHBIM JJAG0PATOPHBIM KC-
CJleIOBAHUSIM MTPAaKTHUeCKH Mpu T06OM cpo-
Ke bepemeHHOCTH. [ TpM 5TOM OCHOBHAA YaCTh
JIabopaTOpPHOM AHMArHOCTUKH KacaeTcs I10-
noB B 10—25 nen 6epemenHoctu. [lposene-
HHUe IpeHaTanbHoM auarHoctuky (I1/1) B 6o-
Jiee paHHMe (10 UMITIAHTALIMK) WA B OoJiee
nozaaue (111 Tprmvectp GepeMeHHOCTH) Cpo-
KW MPUHIUTTHAIIEHO BO3MOXHO, OTHAKO B
STUX CITyJasiX OHA TPUMEHSIeTCSI CPABHUTEe b~
HO PeJTKO, TaK KAK COTIPSIKeHA CO 3HAYUTEITh-
HBIMH MeTOJIMYECKMMHU TPYHOCTIMH M aKy-
LLIEPCKUMU OCITOXHEHUAMH.

Marepuanom s nabopaTopHBIX HMcclie-
JIOBaHHI B CTAHAAPTHBIE CPOKM GepeMeHHO-
CTH, pernamMeHTHpoBaHHble [1prkazoM M3
P® Ne 457 o1 28.12.2000 1., SBAAI0OTCH AMHW-
oTHYecKad XUIKocTb (AXK), BOpCHHKU X0 pH-

OHA WJIM IUIALIEHTHI, a4 TaKXKe IMyTOBUHHAaA
KpoBb 110Ja. C MOMOLIBIO COOTBETCTBYIO-
LIUX UMTOTeHETUYECKHX, MOJIEKYISIPHBIX U
OMOXMMITYECKHX METOMOB Ha 00pasiax Iion-
HOT'0 MaTepuasia MoxHo npoBectH 111 mpak-
THYECKH BCEX XPOMOCOMHBIX OoJie3Helt,
OONbLIIMHCTBA HAMDOMee TSDKeJIbIX MOHOTeH-
HbIX OoNe3Hel, a TAK:Ke YTOYHWTh HAnMuue
HEKOTOPBIX BPOXKAEHHBIX MOPOKOB PA3BUTHS.

MHOroJieTHHIA OIBIT HALLIETO LieHTpa B 00-
Jlacty JlabopatopHelx MeTonoB I1]1 cuje-
TENBCTBYET O TOM, UYTO HanOoJIee IIMPOKO MC-
TIOTB3YeMBIM MATE PUATIOM TLI0/TA LTS ITMTOTe -
HETUYECKMX M MOJIEKYIISPHBIX MCCITeI0BAHMIA
SABIIAIOTCH BOPCHHBI XOPHOHA WU T/IALIEHTHI,
3aMEeTHO peske — IMYMOBMHHAS KPOBb 1, HAKO-
Hell, Haubonee TpocTas AJid OMepaTUBHOIO
nostydyeHHA AZK UCTToNb3yeTcs HAMU B HACTO-
dllee BpeM4 JIMILD B €[IMHUYHBIX CITYYAAX M T10
CITeLIHATIEHBIM TTOKAZAHUSM.

JAUATHOCTUKA XPOMOCOMHBIX BOJIE3HEM

CriexTp rokazanuii K I'lJl BapeHpyer B 3a-
BHCHMOCTH OT JUATHOCTHYCCKMX BO3MOX-
HOCTeH M CIrenmuanM3aniii COOTBETCTBYHO-
LIKX LeHTpOB WM JJaGopaTopuid. I1pu 3TOM
OOJBIIMHCTBO TIPeHATATBHBIX MCCHe0Ba-
HUit (10 90%) npUXxoIUTCS UMEHHO HA L[U-

TOTeHEeTHYECKUU aHaIu3. DTO CBA3AHO C
Gonblioii poJyeil 6epeMeHHBIX, UMEKOIIMX
BBICOKHII pUCK pOXKIeHUS peOeHKa C XpOMO-
COMHOM natoJyiorueii. TakiMu aGCONMIOTHBI-
MH TIOKa3aHHAMH K KapHOTHITMPOBAHHIO
TUTONA SBJIEIOTCH:
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— Bo3pacT OepeMeHHOM CBBILLE 35 JeT;

— PpOXJAeHHe Mpeablayliero pebeHka c
GonesHbio JlayHa MW APYTUMH XPOMOCOM-
HbIMU abeppaiiisimMi;

— ceMeifHoe HOCHTEJbCTBO XPOMOCOM-
HEIX MEPECTPOCK;

— pOXIeHHe Mpeablayliero pebeHka c
MHOXXeCTBeHHBIMUA MOPOKAMU PA3BUTHS,

— OHOXUMHUYECKHe U YIbTPa3ByKOBBIE
MAapKepbl XpOMOCOMHBIX OosiesHel y roaa.

[ToMHMO 3TOr0, COINACHO OITBITY Hallle-
ro ueHrtpa |[1-3], kKapuoTUIIMpOBaHHE i€~
JlecooOpa3HO MPOBOAMTL BO BCEX CIIyuasix
HAJIMYKM4 TUIOAHOIO MaTepuaia He3aBUCH-
MO OT OCHOBHOM MPUYUHEI HHBa3UBHOTO
BMeIIATENbCTBA (MOHOT¢HHBIE OOJIe3HH,
pe3yc-KOHQAUKT U Op.).

OcrogHvle RPUHKUNBI YUINOZEHEMUYECKOll
RPEeHAMAIbHOU OUAZHOCINUKY

B HacTosiiiee Bpems mpobieMa [IMToreHe-
THUYECKOM TUATHOCTHKH IIPH JTHOOO0M CpOKe
OepeMeHHOCTH NMPAaKTHUYeCKU perneHa. Paspa-
GoTaHbl HageXxHble M 3 QEeKTUBHBIE METOIBI
XPOMOCOMHOIO aHAJIM3a KJIETOK TUIofa U 3a-
ponpIIIeBLIX 000M0UeK. B 3aBUCHMOCTH OT
CpOKa 68]}BM8HHOC'I'H H 3a71ay4y McClieqoBaHa
MATEPHATIOM JUTH XPOMOCOMHOT0O AHAIN 34 MO-
T'YT CIYKUTH KJIETKH AZK, XOpHOHA, TIIALIEH-
ThI U JTMMPOIHUTHI IYMTOBUHHOI KPOBH TI0-
J1a, TToImyJeHHBIe TeM W1 HHBIM MHBA3HBHBIM
criocoboM. B HaleM teHTpe Hauborsee 4acTo
MCIIONB3YIOTCH KIeTKHU XoproHa (1 TpuMecTp)
WM KieTku taneHTsl (11 Tpumectp), mony-
YEHHBIE € TIOMOLIBIO TPAHCAOMOMUHATBHOM
XOPHOHOMOTICHH WM TIALIeHTOLIeHTe3a. Xpo-
MOCOMHBIE TperapaTsl U3 TKaHel XopHoHa
WJIH TUIALIEHTRI TOTOBAT NIPAMBIM WJTA HETIPA-
MBIM METOJIAMH, JIeTATBHO pacCMOTPEHHBIMH
paHee B MeTOIMYECKHX peKOoMeHIauax |4] 1
COOTBETCTBYIOIIEM PYKOBOACTBE [3].

ITpermyLuecTsa M HEOCTATKH LIATOTEHEe-
TUYECKOTO aHATTH3a MTPU UCTIONB30BAHWH pas-
HBIX METOIOB ITOJTyUYeHHUSI XpOMOCOMHEIX TTpe-
TapaToB U3 00pas3iloB TUIOAHOTO MaTepHUana
npeacTaBieHbl B TaoM. 5.1.

Hcnosib3oBaHue B OOMBITMHCTBE LIEHTPOB
KOMITIEKCA IIMTOTeHETHIECKIX M MOJIEKY /ISP~
HO-1[UTOTeHETUIeCKMX MEeTOIOB TMATHOCTH-

KW IMO3BOJIAET MOJYUYHUTh Haubosee MoMHyo
MH(pOPMALIHIO O KAPHOTHIIE TLI0/IA HA Pa3HBIX
CTAIMSIX BHYTPUYTPOOHOTO pasBUTHA.

Ipu mipeHaTANBHOM KapUOTUITMPOBAHUI
clielyeT pyKOBOACTBOBATHCS TTIPHMHIIMTIAMM
aHal3a MpenaparoB XpoMOCOM, TPHUHATHI-
MW B MEXIYHAPOMHON KIMHUYECKON LATO-
reHeTHke |6, 7| U yrBepXXaeHHBIMA MUHI-
CTepcTBOM 3apaBooxpaHeHus PD [8], a Tak-
e ITpaBUIaMU MeXIYHAPOIHOI HOMeHK/1a-
TYPHI ONUCAHUA KapruoTura [9].

Ocobennocmu KUMo2eHemu4ecKo20 aHalusa
KACMOK PA3INYHO0 HAOOHO20 NPOUCXONCOCHUA

KneTkn aMHHOTHYECKO#H XKHIKOCTH

Krnetkrt AZK ripecTaBlieHbl HECKONBKI-
MU TUTITAMMW Pa3IMYHOTO TTPOUCXOXKIEHMS:

— KJIeTKM aMHHMOTHYEeCKOM 0o0OoNMouKH
(cOOCTBEHHO AMHMOLIUTHI),

— SIUTETHATbHbIE KJIETKH 1ofa (3r-
Jepmiica, TIHIIeBAPUTENIEHOTO TPAKTA, MOYe-
MMOJIOBBIX M OBIXATeNbHBIX IIyTeH, CITH3UCTOMN
000JIOYKH POTOBOM TTONIOCTH).

KomiyecTBeHHBI U Ka4eCTBEHHBIH CO-
cTaB KieToK AZK, a TakxKe KOHLEeHTpalus
KU3HECTIOCOOHBIX KJIETOK UMEIOT UHIWUBUITY-
AJTBHYHO BapHaﬁeI[BHOC'I'b M 3aBHUCHT OT CTA-
Juv passuTid. ONTUMATBHBIM IS LIMTOTe-
HETUYECKHX MCCeIOBAHMI sBNACTCH aMHW-
OTUYECKUIA 3MUTeNNii — aKTUBHO Tposude-
PUPYIOLIHMI KITOH KIeTOK, CITelu(puuecKuii
JUIS JAHHOM KYJIBTYPBl. Mexay TeM TouHasd
HAeHTHGHKALIMA TUTIOB KJIETOK, CIOCOOHBIX
K MUTOTUYECKHMM JeJIeHUSIM M KIIoOHo00pa3o-
BAHUWIO B YCIOBMSX KJIETOUHBIX KYJBTYpP in
vitro, Becbma 3arpynHena [10].

Haubonee yacto g KyJIbTUBUPOBAHUA
HCTIONB3YIOT AMHHUOTHIECKHE KJIETKH, TMOJTY-
yeHHBIE B cpoK 15—18 Hell GepeMeHHOCTH.
Wcnonmb3oBaHue U1 3THX LeIeii aMHAOLIU-
TOB Oonee paHHUX (12— 14 Hen GepeMeHHOC-
TH) Wi 6oJee ro3gHux (roce 20 Hey Oepe-
MEHHOCTH) CPOKOB MPHHITUTIHATLHO BO3-
MOXHO, HO, KAK MIPABUIIO, Pe3KO OCJIOXKHSET
W YIUTMHAET MpoLiecC AMarHOCTUKHA, yBETMYM-
BaeT YMCIIO HEYIAYHBIX ITOIMTBITOK.

CraHapTHoe KYJIbTUBUPOBAHHE KJIETOK
AXK BKmMIOUYAeT cIeAyIOIINe STAIBI: MOCTa-
HOBKY KYJBTYpPHI, CYOKYIETUBUPOBAHKE, TH-
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Tabnuya 5.1. XapakrepucTika MeETOO0B NONYHEHUA LIMTOFEHETMHECKIX NPenapartos AN KapUuOTUNMPOBaHUS nnoaa

Meton MpermyllecTBa Hepocrarkn APPEKTUBHOCTL, Yo
KyneTUBMpOBaHWe  BbICOKOE Ka4eCTBO XpOMO-  BO3MOXHOCTE KOHTAMMHALMA 99 (~70)*
KNeTOK AXK M KNETOK  COMHBIX Npenaparos:; KYIETYP MaTrepyHCKMMK KNeT-
XOpUOoHa unu nna- - DOCTaTOYHOE KONWYECTBO  KamK
LEHTHI mMeTadpazHbIX NAaCTUHOK LnuTensHOCTL KyNBTMBKMpOBAa-
- BOBMOXHOCTL AnddrepeH-  HuA (1,5-3 Hepn)
UMansHOro OKpalmeaHns OnacHOCTb MHEULMPOBaHMS
XPOMOCOM PasfiNyHLIMK Me- KYNLTYPH
TOAaMU Joporocrosiume peakTuB,
060pyfOBaHWE W pacxOfHLle
matepuarns
Bec o6pazua He meHee 5 Mr
BapuaHthl «npamo-  CKOpOCThb (1-2 aHA) HW3KWI MUTOTUHECKWIA WUH- 96-99 {>99)"
ro» MeTopa aHanuza  BoamoxHOCTbL aHanuaa 06-  fekc
KNETOK XOpUOoHa unk - paslia HeGonbLWoro o6kema HepocTynHOCTE HEKOTOPHBIX
MNNaLeHTLl Boamoxhocte adanuzas |, Il metopoe auddepeHumnans-
il tpumecTpax GepemMeHHO-  HOW OKpacky XpomMocomM
cTHn
OTCyTCTBUE KOHTaMUHALIMK
MaTEPUHCKUMK KNETKaMK
IKOHOMUYHOCTD
KyneTuBMpOBaHwne OTHOCKTENEHas CKOPOCTE BO3MOXHOCTE KOHTaMWHAa- >g9 (>99)*
NUMGOUNTOB Myno- (2-4 pHA) LMK KYyNbTYP MarepuHCKUMK
BUHHOM KPOBUW BricOkOe kayecTBO XpoMO-  KNeTKamu

COMHBIX Npenaparoe:
- JOCTATOUYHOE KONWYeCTBO
meTadhasHblX NNacTUHOK

- BO3MOXHOCTE AnddpepeH-
uuaneHoro okpalueaHws
XPOMOCOM PASNUYHLIMIA Me-
TOOaMKU

BoamoxHOCTE MCccnenoea-
HUS HauuHas ¢ 18 Hep Gepe-
MEHHOCTH

lNpumedanue. ™ — CODCTBEHHEIE NaHHEIe,

IMOTOHWYeCKYI 00paboTKy U (PHKCAIUIO.
HecMoTps Ha lIMpPOKOE HCIIONB30BaHHE
KYJIBTYP KIeToK AZK B MHUPOBOIi ITpakTHKE,
€AMHOI MEeTOAMKH IS IOJIYUYeHUS M3 HHX
XPOMOCOMHBIX MPETIapaToB HE CYIIECTBYET.
LT KyIBTUBUPOBAHWA KIIeTOK AZK MCTTONb-
3YIOT JBA OCHOBHBIX ITOJAX0/a, pasivyaro-
LIHXCS 110 crocoOy TMmoaydyeHHs] KOTOHUH 1
MmeToaaM (pHKCALIMH.

1. Flask-meTon — KyJIETUBMPOBAHHME KIIe-
TOK BO (rakoHax W ¢pUKcallga CyCreH3uH
MOHOCJIOWHOM KVJIBTYPEI IOCJIE TPUTICHHM-
3allMKU. AHAJIU3 MIPOBOMST B ABYX U3 TpeX
KyneTyp (110 10 MeTadas g Kaxaoro oopas-
1a). Eciii Bo Bcex MeTada3HbIX IUIACTHHKAX
HabmogaeTcs OIMHAKOBbLII KAPUOTUIL, IUAr-
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HO3 CUMTaeTCs yeTaHoBIIeHHBIM. B ciydae 06-
HapykeHMs eMHAYHOI MeTadassl ¢ abep-
PAHTHBIM KapUOTHUITOM (YHCIOBBIM WITH
CTPYKTYPHBIM), AHAJIM3UPYETCSI pe3epBHAs
TpeThs KynbTypa. Ecim olHa 1 Ta ke XpoMo-
cOMHas abeppais orpesensercs dosee, yeM
B ofnHoll MeTadasze U3 ogHoro ¢prakoHa, HO
He TTOATBePKIaeTCs B OCTATBHBIX (PIaKOHAX,
CTABUTCS IMATHO3 <«IICEBAOMO3auLIM3M». B
cliydyae oOHaApyXKeHW OJHOM M TOM Xe Xpo-
MOCOMHOM aHOMaJIMM OoJiee UeM B OTHOM
¢dakoHe, ycTaHABIUBAETCS IUATHO3 «MCTHH-
HBI MO3ZAHIIAIM».

2. MeTon in situ — KyJTbTHBHPOBAHHE U
¢uKcaMs KIeToK Ha MOKPOBHBIX CTEK/IAX B
yamkax I'leTpu WK crieliMaibHbIX (hJIakoHAaX-
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claiiaax. AHAIM3 NMPOBOIAT 1o MeTadasHBIM
TUIACTUHKAM M3 TPeX KYJIETYPAIbHBIX YalleK
(Bcero anamzupyoT 10 kononuii). [1pu BeI-
SIBJIEHWM AHOMAJIBHOTO KJIOHA aHATM3UPYIOT
BCe KYJIBTYpbl. XpOMOCOMHas abeppaLust, Ha-
OnrofaeMasi IIIb B OTHOM YalllKe, CBUIeTeb-
CTBYET O «ICEBIOMO3aULIN3Me», DOJiee YeM B
OMHOI — 00 «HMCTUHHOM MO3aWITU3Me».

[Tpoitecc cTaHgapTHOTO KYyNbTUBHUPOBA-
HWA AMHHOITUTOB C MOMEHTA ITOJTy4eHUs 00-
pasua AXK 10 KapHOTHITMPOBAHKS 3aHUMAET
BcpenHeMm 14—21 geHb. K HerocTaTkaM MOXK-
HO OTHECTH BBICOKYK) CTOMMOCTH KYJBTY-
PATBHBIX MMUTATENIEHBIX Cpell W 000pyHIoBa-
HHA, YTO HEMAJIOBAXKHO T4 OTeUeCTBEHHBIX
TabopaToOpHil, a TAKIKe BBICOKYIO (10 2% ) Be -
POSITHOCTb KOHTAMHUHAIMM 00pa3ija KiieTka-
MM MaTepMHCKOro nmpoucxoxaeHus [11].

B nocneaHue rojipl paspaboTaH MpHHLAIH-
AJTbHO HOBBIH MOAXO/ K AHAJIU3Y XPOMOCOM M3
KYIBTUBHPOBAHHBIX KJIETOK. MeTton «pipett»
OCHOBaH HAa MUK POMAHUITYISIITMOHHOIM M30J151-
1M MeTadasHbIX U IpoMeTadasHbIX KIEeTOK U3
HeCYCITEH3UOHHBIX KYJIETY p O1arofaps uX Mop-
onorugeckum 0COGEHHOCTSIM U 0CJIA0JIEHHIO
cBs13u ¢ cyocTparoM [12, 13]. JlanbHeiiinas ru-
TIOTOHHYecKas 00paboTKa M (PHKCALTHS TTPOBO-
JIATCA HA eIMHUYHEBIX KJIEeTKaX. 3TOT Crocob
TO3BOJIAET COKPATUTH TEPHOL KYJIBTUBHPOBA-
HMS 10 HECKOJIBKIX IHEH U, UTO OCODEHHO Cy-
1IeCTBEHHO, CHU3UTEL PUCK IMATHOCTHUECKIX
OLLMOOK, OOYCIIOBIEHHBIX KAK MO3AULIM3MOM,
TaK U KOHTAMUHaLMell obpasia. [TonydeHue
npomeTadasHeIX 1 MeTadasHbIX MIACTHHOK
TAKMM CTI0OCO00M BO3IMOXKHO M3 JIIOOBIX TIep-
BHAYHBIX U iepeBrBaeMbIx KyneTyp [13]. K co-
XaJleHUI0, Jloporoctosiiee obopynoBaHue 1
TPYIOEMKOCTD IMPETATCTBYIOT LIMPOKOMY BHE-
JPeHUIO 3TOTO MPOrPeCCUBHOTO METOIA B KITH-
HHUYECKYIO TTPAKTHKY.

KneTKn BopcHH XoproHa (IJIAIEHTbI): «1ps-
MOii» MeTOM M JITHTe/IbHOE KYIBTHBHPOBAHHE

KeTki1 BOpcCHHYATOro XOpHoHa (TUialleH-
THI), HOCTYITHBIE TS LIMTOT€HETHYECKOTO aHA-
JIU3a, UMEIOT pasiMuHOe MPOMCXOXIEHHE:

— KJeTKd uurorpodobnacta, nudde-
PEeHITHALINS KOTOPOTO MPOMCXOAUT HA CTATNN
MOPYITBI;

— KJIETKH Me3eHXMMBI, KOTophle T de-
pPEHLIMPYIOTCH M3 BHYTPEHHEH KIeTOUHON
MacCChl 3apOJbIIIIa HA CTAAUK OJIaCTOLIMCTHI.

J1J151 XxpOMOCOMHOTO aHAJTH3A M0 KIeTKAM
XOPHMOHA WM TIALIEHTHI MCTIOJIb3YIOT JIBA OC-
HOBHEBIX MeTOJA.

1. JInutenbHOe KyNETHBUPOBAHUE B MO-
HOCNoiHOM KynbType. Kak v B ciiydae aHa-
J13a KiieToK AZK, cylrecTByeT GOMbIIIOe YnC-
JIO MOIM(PUKALIMI KYJIBTUBUPOBAHUS KJIETOK
BOPCUH XopHoHa. ITospoOHee 03HAKOMUTh-
CSI C HUMH MOXHO B COOTBETCTBYIOILIEH JIH-
Tepatype [10, 14, 15]. OTMeTUM NHIIIB, YTO
pacTylHe NepBUYHbIe KYJIETYPEl UMEIOT re-
TePOreHHBIN KIeTOYHBII COCTaB ¢ MperuMy-
[IECTBeHHBIM pocToM (GUOpobIIacTONoI00-
HBIX KJIETOK Me3eHXUMAIbHOMW CTPOMBI BOpP-
cuH. OOpa3zoBaHMe KOJIOHWI WM PBIXJIOTO
MOHOCJIOS OOBIYHO MPOUCXoaUT K 10—12-My
JIHIO KYJIBTUBHPpOBaHWA. OCHOBHBIE ITPHUHIA-
MBI AHAJTM3A KYJIETYP KJIeTOK BOPCHH XOPUO-
HA M MHTe pIIpeTaliuy pe3y/IbTaTOB aHAJIOTUY-
HBI TAKOBBIM IUTA KYJIBTYP KJIeTOK AZXK.

2. «IIpsimbie» ripeniapatsl. MeTon aHam-
34 «TIPSIMBIX» TIPErapaToB 0a3UpyeTcs HA UC-
CIeMOBAHNUM CTIOHTAHHO AENSIIUXCS KIeTOK
auroTpodobnacta 6e3 WX MpeaBapMTeNEHO-
ro KynbTUBUpOBaHW. BriepBeie mperaparhsl
M3 BOPCHHYATOM TKAHH XOPHOHA, COMEpXKa-
1gMe MetadasHble TIACTUHKY YIOBIETBOPU-
TeJIbHOTO KauecTBa, 0€3 UCMONIb30BaHUI
KYJIBTYPEl KJIETOK OBLIH IMOMy4eHbl IPYIIoi
MUJIAHCKHX Hccnenopateneil Bo riase ¢ G.
Simoni [14]. B mocimenymomme rogsl ObUTH
MpeTOXKEeHBI pa3ITUIHEIE MOTHU(PUKAITH Me-
Tofa, KOTOpbIE 3aTparuBaloT Bce 3Tarbl 06-
paboTku BopcuH. 1o cylecTBy Bce BApHaH-
ThI METOIA MOXKHO paslieJIUTh HA JIBE TPYIIIILL:

— COOCTBEHHO «IIpsIMOil», OCHOBAHHBIIA
Ha KpaTKoOBpeMeHHOI (2—3 4) mpeHHKy0a-
LMK HATHBHBIX BOPCHH TIepel THTTOTOHHYeC-
Koil o6paboTKoi U (prKcaLmeit;

—  <«TIONYTIPSIMO¥», TIPpEAIOIaTatoNIIil
yBeueHre BpeMeHU MHKYOAIMH HATUBHBIX
BOPCHH B KYJIBTYPAJIBHOM Cpefie C MATaTe b~
HBIMHM JodaBkaMi 1o 24, 48 i 72 9.

HecMoTps Ha KaXyLIYIOCS TIPOCTOTY, 3TH
CITOCOOBI pe/IKO JAIOT CTAOMIIBHBIE pe3yiIbTa-
ThI U TIO3TOMY, KaK MPABWJIO, MCTIOJIB3YIOTCS
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B COUETAHUM C KYIBFTUBHpPOBAaHUEM. THITHY-
HBIMH HEIOCTATKAMM OIMTUCAHHBIX BAPUAHTOB
MIPSIMOTO METOJA SIBISTIOTCST MAJIOE YHCIIO Me-
TaasHbIX TUIACTUHOK, apTed)akTHAs yTpaTta
XPOMOCOM TTpH Malleparuu o0pasiia B yKcyc-
HOM KUCNOTe W Masiagd MpHUTOAHOCTE XpOMO-
COM JUI cTaHaapTHoi nudydepeHIMaIbHON
okpacku kpacuteneMm ['mmza. [logcuet unc-
JIa MHUTO30B Ha «IIPSIMBIX» W «ITOIYTIPSIMBIX»
rnpenaparax rnokasaji, 4YTto rnpv MHKyOauuu
BOPCHH B TeUeHHE 2— 3 CYT MUTOTHUYECKA AK-
TUBHOCTH KJIETOK IIUTOTpodobracTa Bhillie,
yeM IpH 2- Wi 24-4acoBoit MHKyb6amu [ 16].
BTO MO3BOJUIO MPeAroNoXNUTh, YTO B MO-
MEHT GHOTICHU KJIETKH MCTIBITRIBAIOT «1IIOK»,
MpU KOTOPOM HApYIIAKOTCS TapaMeTphl Kiie-
TOYHOIO LIMKJIA, X He BCTYNaoT B MUTO3 | 17].

Hamu pazpaboTaHbl coOGCTBeHHbBIE MOIH-
hUKALMM TTPSIMOTO METOIA — METO/ «CTPSIXH-
BaHUA-OTIIeYaThIBAHUS» [18] M yeKOpeHHBII
npsimoii mMeton |19]. Ucrmonb3oBaniie Gomb-
LIIAX 103 KOIXUIIMHA C OMHOBpPeMeHHOi1 00pa-
OOTKOI B THITOTOHUYECKOM pacTBOPE IMO3BO-
JISIeT TIOJIYYATh TIperiapaThl U3 XOpHOHA/TTa-
LIeHTHI B cpokH OepeMeHHocTH T 10 10 20 He,
YIOBJIETROPSIONINE BCeM KPUTEPHSIM KapHo-
TurpoBanus [6—9]. B couetanmu ¢ dumoo-
PeCLIEHTHBIMA MeTolaMU b depeHITianb-
HOM OKpPACKM XpOMOCOM pe3yJIbTATUBHOCTb
5THUX METOIOB ITpeBbiaeT 99% [1-3].

CrnenyeT rnmogue pKHYyTb, UTO 3TH MOJIU(DH-
Kamyu MpUToAHbI AJISE IIPUTOTOBIEHUS [Tpe-
apaToB XpOMOCOM M3 TKAHE C BBICOKOI ec-
TeCTBeHHOH MHUTOTHYECKOM aKTUBHOCTDLIO,
BKJTIOYAS JTI0ObIe TKAHW M OPTaHBbl 3apOJibl-
ma. Murepdasnbie aapa, oopaboTaHHbie Ta-
KHM crmoco®oM, BIOJIHE MPUTOAHBI AJIs
FISH-meTona co crieumpuvyeckumu JHK-
30HIAMU, YTO BaXKHO MPH BepUPHKALTHN ITH-
TOTeHETHUECKOTO MPpeHATATBHOTO JHMarH03a.
JeTamsHO MEeTOIMKH MPUTOTOBIIEHHUS MMpe-
napaToB U BapyUaHTH ¢ pepeHIaTbHON
OKpacKu omrcaHbl HAMM paHee [4, 5].

Bricokasi s¢pdpekTHBHOCTD, OBICTPOTA U
HAIeXHOCTb TPH MMHMMAJIBHONH cebecToM-
MOCTH o0ecTieuHIi OBICTpOe BHEPEHHE 3TUX
MOAHG(UKALIMIA B pa3IMYHBIX TpeHATAIbHBIX
JMATHOCTHIECKMX 1ieHTpax Poccin u cTpaH
OmKHero 3apyoexbsi.
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JIumdpouuThl KpoBH I10/12

JUT XpOMOCOMHOT0O aHANM3a KPOBH ITJ10-
JIa UCTIONB3YIOT CTAHAAPTHYIO METOIUKY CTH-
MYIMpoBaHUs TUM@OIMTOB (hUTOTeMAarTiko-
THHHHOM. OObIvHO aHam3upyioT 1120 me-
TahazHBIX MIACTHHOK.

DTOT METOM JaeT Haubosee aneKBaTHOE
TIpeJICTABNIEHHE O XPOMOCOMHOM CTATYCE TII0-
Jla M HACTOSITETbHO PEKOMEHIYeTCS I Kapy-
OTUIMPOBAHHA IJI0/IA B CITyUae XpOMOCOMHO-
ro MO3alLIM3Ma B TUIALIEHTe, & TAKXKe NP Ha-
JIMYKWK MOPOKOB pa3BUTHS He TOJNBKO Bo 11
TPUMECTpe, HO, KaK TIOKA3BIBAET HAIIl OITBIT,
M B IO3[IHHE CPOKH OepeMeHHOCTH. B riocrie-
JTHEM Clyyae KapHOTUITHpOBaHMe TITIoAA T10-
3BOJISET PELINTE BOIPOC O TAKTUKE BEIeHUS
GepeMeHHOCTH, POIOB W HEOHATAILHOTO T1e-
puona.

Jluaznocmuueckue npoéaremol kKapuomunu-
pOosanus nioda

K muarHocTHuecKUM OIIMOKAM MPH 1U-
ToreHeTH4eckou I1/1 Moryr npuBecTH CTpyK-
TypHble MepecTpOMKH XpOMOCOM, BO3HHUK-
e de novo, cBepxX4YUCIIeHHbIe MapKepHEIe
XPOMOCOMBI M MO3AMIIM3M XPOMOCOM.

CTpyKkTypHble NepecTpoilKH XpOMOCOM,
BO3HHKIIKe de novo

CTpyKTypHBIE TIepecTPOKH XPOMOCOM,
HE YHACIe/IOBaHHBIE OT KOTO-JTM00 M3 pOIH-
TeJlel MpH MOATBEPXKIeHHOM OTLLOBCTBE,
BCTpevaroTesl JoBOJILHO penko (0,06—0,20%
OT BceX MpeHATATLHEIX ucciieapoBanmii) [20].
I1pu 06HApyXKeHIH ITe peCTPOMKH XPOMOCOM,
JNeMCTBUTETbHO BO3ZHHKIIICH de novo, HEBO3-
MOXHO IOJIHOCTBIO MCKJTIOUNTh MUKpOITepe-
CTPOUKH U, CIIeOBATENIbHO, HECOATAHCHPO-
BaHHOCTEH XPOMOCOMHOTO Habopa y tuiofa. B
9TOI CUTYALMM PUCK POXIeHUS peOeHKaA ¢
AHOMANMSIMU pasBUTHA cocTapisger 10%.

MapkepHubie XpOMOCOMBI

CpepxuMclieHHbIe MapKepHbIe XpOMOCO-
MBI B TIpEHATATBHOM TIepHOIE BBISBISIOTCS C
yactoroii 0,6—0,96/1000 [21]. Bce MapKepHbIe
XPOMOCOMBI JIEJIATCSH HA HECKOJIBKO KJIACCOB:
BO3ZHUKIINME de novo U ceMeiiHbIe, MO3auUHbIe
M HeMO3auvHbIe, CITYyTHUYHbIE W JIUIIeHHbIe
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CITyTHUKOB. PUCK poxieHHs peOeHKa ¢ aHO-
MaJMAMM Pa3sBUTHS 3aBUCHUT OT XPOMOCOM,
TIPHHUMATOIINX YJacTHe B X 06pa30BaHKH, a
TaKXKe OT MX MPUHAIIEXKHOCTH K TOMY WIH
nHoMY Kiaccy. IlosToMy oOHapykeHHe B Ka-
PUOTHIIE TJIONA MAPKEPHOI XpPOMOCOMBI Tpe-
OyeTHe TOJIBKO e MACHTU(DUKALIMH BCEMU 10~
CTYITHBIMH METOJIAMH, HO M KAPUOTUITHPOBA-
HUSI poAUTeNeil IS YCTAHOBIEHUS IIPOUC-
XOXIeHWs Mapkepa ¥ (hopMbI aHeYITIOWIUH
(roJTHag WU MO3auuHas).

[IporHo3s B oTHOLIeHVH TUT0AA OoJee Oma-
TOTIPUATEH, €CTH OfWH U3 (PeHOTUITNYECKH
HOPMAJIBHBIX pOAMTENeil SABAAEeTCS HOCHUTe-
JieM HIeHTHYHOI MapKepHOI XpOMOCOMEIL.

OOI1MiT pHUCK aHOMAJTHIA pa3BUTHS Y T1I0/1A
TIPH CBEPXYHCIEHHBIX MAPKEPHBIX XPOMOCO-
Max, BO3HHMKIIIMX de novo, COCTARIISIET OKOJIO
8% M5 CATEJUIMTHBIX MAPKepOB (CoepXKalliX
KOPOTKHe I1IeYd aKpOLeHTPHYECKHX XPOMO-
COM, HECYIIIHX PHOOCOMHEIE TeHBI) 1127 % — s
HecaTe/UIMTHBIX [20]. [1pu 5T0M Hanuuue 3y-
XPOMAaTUHOBOIO MaTepHAIIa, BBISIBJIGHHOTO Me-
TofiaMK G depeHLIMATBHOTO OKpALBAHUSA
(G-,Q-,NOR-,DA/DAPI) v FISH c umc-
TIONB30BaHKeM HA00POB HEBHOXPOMOCOMHBIX
JHK -30H110B, CBHIETETECTBYET O YACTHYHOM
TPUCOMHMM M CYLLIECTBEHHO YBEJTMYMBAET Bepo-
SITHOCTb AHOMAJTMI pa3BUTHS.

Mosauyusm xpomocom

ITpobrieMe XpOMOCOMHOIO MO3aULIM3MA B
IT]1 yoensercsa ocoboe BHUMAHUE B CBA3M C
TeM, UTO HAKOTUIEHHBIE K HACTOSIIIEMY Bpe-
MEHH JJAaHHbIE CBHIETENLCTBYIOT O COBMECTH-
MOCTH € BHYTPHYTPOOHBIM pa3BUTHEM M KH-
BOPOXIeHHEM MHOTMX ayTOCOMHBIX TPUCO-
MUIL. TTpH 3TOM TAKECTh [IPOABICHWUA CHH/I-
POMOB He 3aBUCHUT OT (POPMBI AHEYTLTOMINHN
(TTonHAs WM MO3auYHAS) W JONHU aHEYIIO-
WIHBIX KJIETOK B UCCTIelyeMOM TKaHU.

BeposTtHOCT 0OHapyKeHH s KJIeTOK C pa3-
HBIM XPOMOCOMHBIM HAOOPOM CYIIIECTBEHHO
pasnuyaeTcs B 3aBHCHMMOCTU OT KMCIIOJb3ye-
MOTO MeTOJIa TIPMTOTOBIIEHH S TIPEIapaToB.
OnHako B J0OoM ciryyae HeoOXOAUMO orIpe -
JIeNUTh, SIBISETCS JIM MO3aUIIU3M apTe)akT-
HBIM, T.€. BOZHHKAIIIHUM B IIPOLIECCE TIPUTO-
TOBIIEHUSI XPOMOCOMHEIX TIpeTiapaTon, Wi

OH JIEHCTBUTENTBHO OTPaXKAaeT KApHOTHIT IJI0-
Ja. B omimuMe oT ayToOCOMHBIX MOHOCOMMIA,
KOTOpBIE, KAK MPABHJIO, 00YCIOBIEHBI METO-
JAYecCKUMH MOMEeHTAMH, MOHOCOMMUS X, a
TakXKe TPHUCOMHWH I1O TIOOBIM XPOMOCOMAaM
Habopa TpeOyIoT CAMOro MPUCTATBHOIO BHU-
MaHM4.

Haubonee yacTeIMU MCTOUHUKAMHA Aauar-
HOCTHYECKHX OLIH0OO0K SIBJISIIOTCS KOHTAMH-
HaLMs obpasiia M [CceBIOMO3aUII3M.

KontamMuHanus oGpa3na MaTepHHCKHMH
KNeTKaMH

O0Opa3sibl 1000r0 SMOPHOHAIIBHOIO MaTe -
pyaia MOTYT ObITE KOHTAMWUHHUPOBAHBI KITET-
KaMi MaTepUHCKOTO MPOMCXOXIEHUS.

Ipu pmuTenbHOM KYJTBTUBUPOBAHHA Ma-
TePUHCKHE KJIETKA MOTYT IpovdeprpoBaTh
1 MPHUBOAUTH K JHATHOCTUYECKMM OLLIMOKAM.
Puck o1rmbok, o0ycJIoBIeHHBIX KOHTAMMWHA-
1veit, coctapmsteT 0, 16% TpH Ky TETHBHPOBA-
HuM KIeToK AZK mBbiie (1o 0,4% ) nmpu KyJib-
TUBHPOBAHWU KJIETOK BOPCHH XOpHoHa [20].
M36exath OLIMOOYHEBIX pe3yIbTaTOB MOXHO
JIUILLB TPH COKpAllleHUU Bpe MeHU KYJIBETUBH-
pOBaHMS WA WCTIOML30BAHUN «TIPSIMOTO»
MeTOoHOa IMpHUTOTOBIEHHM: ITperapaToB.

Bo uzbexaHue AMarHocTHYeCKHMX OLITMO0K
npy aHanmse JUM@OLMTOB MyIMOBUHHON
KpOBH HEOOXOIMMO KOHTPOIMPOBATh YHCTO-
Ty 00pasiia B COOTBETCTBHI C METOIHUKOI, OC-
HOBAaHHOI Ha OTJIMYMAX peakLvK (peTaTbHO-
ro reMoriaoOMHa OT OKpacku reMorsiiobuHa
B3POCIILIX 3PUTPOLIMTOR B LIEJIOUHOM cpejie
[5.22].

IlceBomozannmsm

IMToa nceBIOMO3aUIIU3MOM TTOHUMAKOT
MO3aMLIU3M, KOTOPBIH He OTpaXKaeT UCTHH-
HOI XpOMOCOMHOI KOHCTUTYIIHN HHIWBHUIY-
yMa U O0YCIOBJIeH HATHUYMeM OTHEbHBIX
KJIETOK ¢ XPOMOCOMHBIM HA0OpOM, OTJIHMYa-
FOILIMMCS OT KAPMOTHUIIA OCHOBHOIM KJIeTOY-
Hoii norynsiiur. [1pu 5ToM XpoOMOCOMHYIO
AHOMAIIMIO MOXeT MMeTh eIMHHUYHAS KJIeTKA
(OMHOKJIETOYHBII TICEBIOMO3aULIM3M) WU
pasiM4yHbIe XPOMOCOMHBIE AHOMAJIMH MOTYT
BCTPEUYATHCSH B HECKOJIBKHX KIAETKAX (MHOTO-
KJIETOUYHBIH TICEBIOMO3aHUIIN3M).
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Ha npenapatax v3 KyJIbTHBHPOBAHH BIX
KJIeTOK, (PUKCHPOBAHHBIX METOMOM in situ,
TICEBAOMO3aNIIU3M pPeTUCTPUPYETCsI, eclu
AHOMANBHBIN KApUOTHIT NeMOHCTPHUpPYeT
KJIeTKa HA OTHOM yJacTKe KOJMOHHWH, TM00 Bce
MeTadasHele TUIACTUHKKA OMHOW KOJIOHWH,
100 HecKoJibKo KomoHuid. Ipu flask-meTto-
JIe TICeBIOMO3aMITN3MOM 0003HAYAIOT HAJH -
Yy1ie MHOTOYMCIIEHHBIX KJIeTOK C OMHOTUITHOI
XpPOMOCOMHOI aHOMATMEN B ITpejieJiax oHO-
ro ¢iakoHa.

YacToTa rceBIoMOo3auIM3Ma, o CyMMap-
HBIM JAHHBIM PAa3HBIX JTA00paTOpHiil, BApbH-
pyeT B nipeaenax 0,6—1,0% [20].

Mozannnsm, orpanyenHsiil MIANEHTOMH

Kak yxe or™meuanoch Beiie, [1/1 xpomo-
COMHBIX AHOMAJIMI TTPOBOAMTCS IO KJIeTKaM
JIM00 ruiosa, 60 MpOBU30PHBIX OpraHoB. Jg
UHTepIpeTauyu pesyisraron 111 ocobeHHOC-
TH MTPOMCXOXKIEHIS aHATM3UPYEMOTO MATEpH-
aJIa MOTYT HMETB ITPUHITUITHATEHOC 3SHAYCHME.
Tak, uurorpodobracT XoproHa, OyIyuu mpo-
M3BOIHBIM TPO3KTOAEPMBI, A TAKKe Me30oIep-
MaJTbHAs CTPOMA BOPCUH XOPUOHA/TUIATIEHTHI
000CcO0IAIOTCS OT BHYTPEHHEH KIIETOUHOM
MACCHEI HA CTAIMIA 6JIEIC’I‘OH;HC'I'I:»I, T.e. MMEHKOT 3K~
CTPasMOPHOHAIBHOE ITPOMCXOXKIEHHE. AMHU-
OH, GOPMUPYIOLIHHCH U3 IEPBUYHOM SKTOIEP-
MBI, SIBASICTCS SMOPHOHAIBHON CTPYKTYpPOIA.
HMOpHOHATTEHOE TIPOHCXOXIeHME UMEIOT BCe
SIUATENTHMATBHBIE KIIeTKH AZK, a Takke Jium(po-
LIUTHI MYTTOBUHHOM KPOBH.

Ha nocTUMIIAHTAIIMOHHBIX CTATHSIX pas-
BHUTHA YCJIOBEKA XpPOMOC OMHBII Haﬁop B
KINETKaxX TLTOAHBIX 060.]'[0'-{6]{, Kak IMpaBHuJIO,
COOTBETCTBYET KapuoTHITY Iiofa. OfgHako B
HEKOTOPBIX CIIyYasX BO3MOXHA THCKOPIAH-
THOCTb KAPHOTHIIOB B KJIETKAX 3KCTpasMOpH-

OHAMEHBIX TKAHEN W Tutofa. [Tpu sToM Heco-
OTBETCTBME XPOMOCOMHBIX HAOOpPOB MOXET
OBITH MOJTHBIM HIH HMETh MO3AHYHYIO (op-
my. KiteTouHbie TUHWN ¢ aHOMATBHBIM KapH-
OTHTIOM MOTYT OBITh JIOKATM30BaHBI B TKAHIX
KaK BHE3apO/IbILIEBBIX 000JIOUEK, TAK U ITI0-
Ja [23]. ITpyucyTcTBHE AHOMAJIBHOTO KJIETOY-
HOTO KJIOHA B TKaHSIX TUTONA TP ero Halu-
YWH B TUIAlleHTe (T.e. MCTHHHBIN WM TeHe-
PATM30BAHHBIA MO3AMLIM3M) MOATBEPXKIAeT-
c¢a B 10% cnyuaeB IUIALleHTAPHOTO
Mosauim3Ma, Wi coctasisteT 0, 1% ot Bcex
pasBuBawlmxcs bepemeHHocteii [24]. 1o
00001eHHBIM pesyisTataM [1/1, cayyau Mmo-
3aUYHOM aHEYTLTOMINH B TKAHAX ITIOAA, UMe-
IOIIETO HOPMANTBHEINM KAPUOTUTT B KJIETKAaX
MPOBU30PHBIX OPTAHOB, eIMHHUYHLL |25].
[TpuGm3uTesIEHO B 2% cy4aeB MporpeccH-
py1oiux 6epeMeHHOCTEH TUTOreHeTHYeCKUe
AHOMAJIUH, Yallle MO3aUYHbIe TPHCOMKH, OT -
paHWueHHI TU1aleHToil [24].
Krnaccndukaiys TMIIOB OrpaHHYeHHOrO
TIALIEHTOI MO3AUILIM3MA TTPUBeIeHA B TA0I. 5.2.
ITpenronaraercs, YTo IJaleHTAPHBIN
MO3aULH3M ABJIIeTCs HeOIaronpusTHLIM
dakTopom s pa3BuTUs Ioga. PUcK BHYT-
PHYTPOOHOIM 338 I PKKH PA3BUTUS TUIOAA, CA-
MOTMPOU3BOJBHOIO BBIKMABIIIA, AHTEHA-
TAJbHOW TUOEM WM [peXaeBpeMeHHBIX
POMIOB XapaKTepeH JJIsi CITydaeB IIaleHTap-
HOTO MO3aMIIM3Ma ¢ JIOCTATOYHO BBICOKOIA
JloJIlel aHeyTUIOMIHBIX KJIeTOK B LIMTOTPO-
¢obnacte, B 3KCTpasMOPHOHANEHON Me30-
JiepMe WIK Cpa3y BO BCeX TKAHSIX TIIAIIEHTEI
(Tumsbl 1, 2 ¥ 3 mIaleHTapHOTO MO3aHIIM3Ma
COOTBETCTBEHHO) |24, 26]. OnHako pas3mid-
HbIe MOJIXOBI K OLIeHKe aKyLIepCKO-KIMHHN-
YeCKUX MPOABIEHWHN TUTALEHTAPHOTO MO3a-
MI[A3MAa HEe MO3BOJIIIOT B HACTOSIIIIEE BpeMsl

Ta6nuua 5.2. TVnel OrpaHWYeHHOre NNaLeHTapHOro Mosanumuama

TkaHb Tun 1 Tun 2 Tun 3
LiwTorpodobnact AHeynnonaus HopmansHLIiA AHeynnonans
(MO3aMYHasA UK NMONHas ) Kaprotin (MO3aN4HAR MKW NOMHARA )
MezeHxumansHas HopmanbHbIi AHeynnonams To xe
CTPOMa XOpPUOHa KapnoTun (MOzamyHas unK NonHas)
Tkanwn nnopa To xe HopmanbHLIA HopmansHbI
KapuoTun KapuoTun
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PWCK XpOMOCOMHBIX
Bonezxen nnoga

T

PYCK MOHOMEHHBIX
DonezHei nnopa

XopruoHBHoncus

LIMTOreHeTUYEeCcKWin aHanu3a

Y
MNoeTOPHaA onepauma

(nnaueHTo6roncus ) \

--u— MonekynapHeIii aHanna

[Naronorms

‘

KapuotunupoBaHne popureneii

KopooueHTea

MpopomkeHne GepemMeHHOCTH
YNeTpaseykoBOe uccnefoBaHne
B AMHaMUKe

Y

lNpepuiBaHe GepeMeHHOCTY
Bepudwukauma amarHosza

Pue. 5.1. AfropurM NpeHaTaIbHOH THATHOCTHKH HACIeNICTBEHHBIX BoJie3Hei.

CUMTATh €r0 BIUSHUE HA PA3BHUTHE TUI0/IA a0-
COJIIOTHO JOKA3aHHBIM.

OueBUIHO, UTO MPHUHLIMITHAIIEHO BOIPOC
O THIle MO3auIM3Ma MOXeT OBITh pelleH
TOJIEKO B CIIy4ae NapasUIeJIbHOTO aHAIA3A LI~
ToTpoobnacTa u Me30IepMEL, T.€. KOMOMHM-
POBaHMH TIPSIMOTO METOMA TPUTOTOBIEHUA
TperaparoB ¢ KYJIBTHBHPOBaHHEM 0OpasLoB
XOpHOHA WM IUaneHThl. HeoOxonuMeiMu
3TAllAMH JUATHOCTHKHU B CIIyYadaX MO3aHII13-
Ma JTIOJKHBI OBITh TAKJKE YCTAHOBJIEHHE TIPO-
MCXOXIEHUI TPUCOMHOM JIMHWU (CTaaud W
MEXaHHW3M BO3HUKHOBEHHA ), a TAKIKE MCKITIO-
YyeHHe ONHOPOAMTEIIBCKOM AMCOMWK. DTH UC-
ClefoBaHN O0COOEHHO BAXHEI, KOTIA B MO-
3aUIIU3M BOBJI€YEHBI XPOMOCOMBI, JUTA KOTO-
PHIX YCTAHOBIEH (heHOMEH XPOMOCOMHOIO
HUMITpUHTHHTA [27, 28].

Aazopumm npeHamaivHol OuaeHOCIUKY
XpoMOCOMHBIX Doae3neil
MmuoroneTHuid onsiT [ nosBomdn HaM

pa3paboTaTh ATOPUTM M TPEIJIOXKHTE OTTH-
ManbHYI cxemy uHBasuBHOI [1/1 (puc. 5.1).
B ocHOBY anropuT™Ma OBLTH 3A70KEHBI OITpe-
JieJIeHHbIe YCJIOBUS paboThI.

|. crione3oBaHKe paHee pa3paboTaHHBIX
HAMMW METOHOB TIPUTOTORJIEHUS TIPETIapaTon
YCKOPEeHHBIM «ITPSIMBIM» CTTOCODOM, KOTOPBIe
B COUeTaHHH ¢ THQPepeHITMATLHON OKpac-
KO XpOMOCOM ITO3BOJNISIOT TPOBOIUTS Jie-
TAJIbHBII AHAIM3 KApHUOTHUIIA TUIOAA YXe Ye-
pe3 3—4 yaca mocJiie ToNMy4YeHUs TUIOTHOTO
MaTepUaa.

2. TlpuMeHeHHe KOMITBIOTEPHOM oTeve-
CTBeHHOI1 YCTAHOBKM ISl KAPHOTUITHPOBA-
Husl «Braeo-TecT» B LENsIX YCKOpeHHs 1 IT0-
BEILIEHMS KAUeCcTBA KapHOTUITUPOBAHUS
(cTaHIAPTHBII BApHAHT KapHUOTHIIA, MPUTO-
TOBJIEHHOTO TAKUM METOIOM, MpHBeIeH HA
puc. 5.2).

3. Huskas 4acToTa OCIOXHEHHI ITocie
MHBA3UBHBIX BMELIATENILCTB C HENBIO TOJTy-
YeHWd TUIOJHOTO MaTepuaa.
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4. CodeTaHHad AUATHOCTUKA HA OHOM
o0pasiie TeHHBIX 1 XPOMOCOMHBIX OoJIe3Hei
y IUJIONA.

CornacHo HalleMmMy ajaropuTMmy, paborta
OCYIIEeCTBIACTCH B HECKOJIBKO TTOCIIEN0oBa-
TENBHBIX 3TAroB. LlToreHeTHYeCKMii AaHATTH3,
KAaK IpaBHJIO, HAUMHAETCS ¢ aHamsa audge-
PEHLIHAJIBHO OKpAIICHHBIX XpPOMOCOM HA
«[IPSAMBIX» TTperaparax U3 XOpruoHa WIH TUIA-
LieHThl. [1py HOpMAJTBHOM KapyoTHIIE Y T10-
Jla peKOMeHAyeTCs MPpOAOITKEHHE OepeMeHHO-
ctu. [1py HegOCTATOUHON MUTOTHYECKOI aK-
THUBHOCTH B KJIeTKaX IIUToTpoobnacta yepes
HECKOJIBKO AHEH CliefyeT MpOBEeCTH MOBTOP-
HYIO acrupalio BOPCUH XopHoHa. B ciyyae
OMHOTUITHOIT XPOMOCOMHOM TIATONIOTUH BO
BCeX IMpOoaHATHM3HPOBAHHBIX MeTa(I)EBHHX
TUIACTUHKAX peKOMeHIyeTCsl ITpephIBaHKe Oe-
peMeHHOCTH. TIpH HaMMYuK B 6MONTaTe XO-
PHUOHA WM TUTALIEHTEI MAPKEPHBIX XPOMOCOM

Sain Onepigws Farspeaa Wucrppaess AmdcrauEezel Cewa Oorous

WIH XpOMOCOMHOI'0O MO3aHITH3Ma o0s3aTEeNb-
HO TMPOBOIWTCS KAPUOTUITMPOBAHKE POJTE-
nieil ¥ TipefiaraeTcsi poBefieHre KOpAOLeH-
Te3a JUI yTouHeHUs KapuoTtuna ruiofa. [o pe-
3yNbTaTaM KOpIOLIeHTe3a peKOMeHIyeTCs
MPpOIoJKeHUe OepeMEHHOCTH, 4 B CJTyJae IojI-
TBEPIKIEHUS MATOJIOTUM — ee TpepbIBaHKe.
I'pu mpoBepeHyin [1]1 B cBSI3K C BEICOKHM
PHUCKOM MOHOTEHHOI TIATOJIOTHH TTOCTe HC-
KJTIOUEHMS OCHOBHOTO JIHATHO3a, 110 HaLlleMy
MHEHHIO, L1eJlecoo0pa3zHO MpoBeieHIe aHAH-
3a KapMoOTUIIA, TMTOCKOJNIEKY COUeTaHKie BHICO-
KO0 pHicKa TeHHOM 60Jie3HI M MAaTOMOTHH Ka-
PUOTHIA Y OMHOIO IJIOAA B KIMHHYECKOMN
TpaKTHKE BCTpeYaeTCa JOCTATOUYHO YacTo.

Bepupuxayus ouaenoza

BaxubiM 3Tanom [1]1 ssnsgercst Beprdu-
KaLUsI LIMTOreHeTHYECKOro HArHo3a, BKITO-
yajolas mMecieloBaHue BIHAHHA aHOMATb-
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Puc. 5.2. Vcnonezopanne cucremel Buneo-Tecr-Kapio 2.1 s anammsa XpoMocoM 13 KIeToK 1ToTpogodacta,
oKpameHHbx (uryopoxpoMom Heechst 332538 ¢ koHTpacTHpOBaHHEM aKTHHOMHIIMHOM 1),
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HOTO XpOMOCOMHOTO Habopa Ha pasBUTHE
roga. YUuTeiBad OTCyTCTBHE OOLLENpUHS-
TOI CXeMbl KOMILIEKCHOTO MCCIIeIoBaHWS
TUIOOB € XPOMOCOMHBIMU abeppariisaMu,
aMOpHOTOTHYEeCKe M IIMTOTeHeTHYECKHe
0CcOOEHHOCTH XOpPHOHA, a TaKXKe OITBIT, Ha-
KOIUIEHHBIN TP UCCHIeOBAHUM CIOXKHBIX
cIyJyaeB, Mbl pa3paboTanu cxeMy Bepu(pHKa-
IIHK TIPeHATATBHOTO AuarHosa. Cxema ripe-
JIyCMaTpUBaeT aKTHBHOE y4yacTHe B BTOI pa-
6oTe Bpaya yJIbTpPasBYKOBOM AHArHOCTUKH,
Bpada-reHeTHKa, rmaroMmopdoinora, UTore-
HeTHKa ¥ MONeKyJisipHoro Guornora.

[Tocne ycTaHOBIEHUS XPOMOCOMHOTO
JucbanaHca nalHeHTKe peKOMeHIyeTcs ae-
TATBHOE VIIBTPA3BYKOBOE UCCIIEIOBAHHE BhI-
cokoro ypoBHs. [loBropHast sxorpadust mpu
YCTAHOBJIEHHOM ITUTOTe€HEeTHIeCKOM JIMATHO-
3€ TO3BOJIAET BBIABUTE AHOMAIMM PasBUTHA
TUIofa, He OTMeYeHHBIE TIPH TMePBUYHOM OC-

MoTtpe [29].

ITocne npepeiBaHug GepeMeHHOCTH B 1
TPUMECTpE MPOBOAUTCH LIUTOr€HETUYECKHIA
AHAJIW3 XPOMOCOMHBIX ITPerapaToB U3 TKaHeil
U OpraHOB abopTYCOB C MCTIONIB30BAHUEM Tpa-
JUINHMOHHBIX IHHUTOTEHETHYECKIX METOIORB, a
TAKKe MeTOI0B rudpuamsanuy in situ (FISH-
METOHBI) U MOJIEKYJIIPHBIX METOMIOB. YKe Ha
3TOM 3TAlle BeChbMa XXeJlaTeJIeH na’mmoptbono-
rMYeCKHii AHAIIM3 MaTepuaia abopryca.

ITocne UCcKyccTBEHHOT O TpephIBaHUS Oe-
peMeHHOCTH BO 11 TpUMecTpe BOZMOXHOCTH
L[HTOTEHB’IH‘IECKOﬁ JHATHOCTHUEKH OTpaHHYC-
HEI BCIIEICTBHE Mall€epalii OOJIBIIMHCTBA
TKaHel mona. JlaGopatopuu, rie Xopolluo
HaaXeHbl METOBI KYJIETHBUPOBAHUA TKA-
Hel, BIIOJTHE MOTYT MIPUMEHUTE STH METOMHI
Jutst BepuUKaIMM Kapuotuna rutoaa. Oosi-
3aTeJIbHBIM SIBJISIETCS IeTalbHBIM MATOMOP-
(onoruueckmil aHAIKU3 B COOTBETCTBUM C
MPOTOKOJIOM MCCIEIOBAHUA CITyYaeB aHTeHA-
TANBHOM THOEMM TII0IA.

MPEHATAJIBHASL IMATHOCTUKA TEHHBIX BOJIE3BHEMA

Obugue noaosxcenus

Ha oo reHHBIX HapyLeHWil IIpHUXOIUT-
51 B 0OLLIEi CITOKHOCTH 10 5% Beeil BpOXKIeH-
HOH MATOJIOTHH. DTO TAK HA3LIBAEMbBIH «Te-
HeTHYecKuit Tpy3» moryssiiuu [30]. M3 Hux
HAa coOCTBeHHO MOHOTEeHHBIE D0Me3HH TIpH-
Xomutes okono 1%; 3—3,5% cocTaBIAoT 3a-
GoNeBaHMA ¢ BEIpAXKECHHOM HACTIENCTBEHH O
TIpedpacIioNioXKeHHOCTEIO (caxapHblii AMadeT,
aTepoOCKIepo3, MILIEMHUs Ccep/ia, MHOTHE OH-
KoJIOTHYyecKHe 3a00eBaHms ).

g T B rmepByio odepelib NMpeacTaBis-
IOT MHTEpeC TeHHBIe 00JIe3HH, IIPUBOISILIE
K TSZKEJIOi, HepeaIKO CMepTe/IEHOM TIATOJIO-
TMW, B OTHOILLIEHWH KOTOPBIX IMMOKA OTCYT-
CTBYIOT MJIH e111e MaNOIOCTYITHBI METOIEI JIe-
KapcTBeHHOM Teparmu. M3 Goiee 6000 3a-
OoJieBaHMil, U3BECTHBIX HA CETrOMHIITHAN
JeHb, AoJs 3a0oneBaHHii, 6e3yCIIOBHO 3ac-
syxuBatomux IJ1, coctapasgeT He 6osee 1%
|31], mpryeM K B 3TOM IpyIirie yaeabHEIA BeC
PazIMYHBIX HO30J0THI CYLIECTBEHHO Baph-
upyeT. bonee MoIOBUHEI CITy4aeB MOHOTeH-

HOIi naTonoruu, Tpedyromux I1/1, coctaBmnsi-
FOT TAKKE CPAaBHUTENLHO YACThIe M TAXKEIIbIe
OoNe3HH, KaK MYKOBUCLIMIIO3, MUOIUCTPO-
¢ust romreHHa, cMHIpoM JIoMKol (¢pa-
TUIBHOIM) X-XpOMOCOMBI, TeMOpUIUs A,
(heHUTKeTOHYpPH S, TTOMTMKHUCTO3 TOYEK,
arakcusd Ppuapeiixa, cMHIpoM BepaHura —
IlN'ogppmana, cuHapoMm Ilapko — Mapu —
Tyc. I[1[] MeHHO 3THX COLIMATBLHO 3HAYM-
MBIX MOHOT€HHBIX 3a00MeBaHNI SIBISIETCS
0cODeHHO aKTyaIbHOM.

Briepseie MonekyisapHad (JIHK) marso-
cTuKa B PoccHit ObLa ocylecTeieHa B CaHKT-
ITetepOypre B 1987 . y JKeHIITMHEI ¢ BEICOKWM
PHICKOM pOXAeHMA peOeHKa, CTpafalolero
MYKOBHCLIMI030M |32]. K HacTos1emMy Bpe-
MeHH BCTpaHe npopeaeHo oonee 1000 I mo-
HoreHHBIX GosesHeii |33, 34|. bonee 500 u3
HUX BEITIONHEHBI B HAIIIEM LIEHTPe, YTO TT03B0-
JIAJTO TIPeJIOTBPaTUTL poxkaeHue 154 meteii ¢
TSKENBIMM MOHOTEHHBIMU O0JIe3HAMM, B TOM
YKCIe ¢ MYKOBHCLIMI030M, (DEHWIKETOHYPH-
eii, remogunmeii Au B, mmoavictpodieii io-
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LIIEHHA, CHHAPOMOM JIOMKOM X-XpOMOCOMBI
[35]. 'eHeTHYeCKHE LIEHTPBI CTPAHHI, IJ1e ITPo-
poauTes JIHK-muarnHoctrka Haubonee yac-
TBIX MOHOTEHHBIX O0Jie3Heil, MpuBeeHbl B
Tabm. 5.3.

OcrogHbie RpUHKUNBI RPEHAMAIbHOU Juaz-
HOCIUKH 2CHHBIX DoaesHell

[MpuHKmas Bo BHUMaHHe BBICOKYIO TOY-
HOCTb MOJNEKYISPHBIX METOI0B, HX OOJIBLLIYIO
YYBCTBUTEJBHOCTH U, K COXAIEHUIO, I0CTa-
TOUYHO BEICOKYIO ce0ecTOMMOCTE, HeOOXOaH-
MO IIOMHHTB, UTO 3¢pekTrBHOCTD JAHK-m11-
ArHOCTHKH ¥ TIJIOAA B 3HAYUTEILHOM Mepe
TpenonpeneNngeTcsa ciueayIolHMHU OCHOBHEI-
MU TpeOOBAHUAMU:

— TOYHOCTBIO KIIMHUYECKOTO IMAarHo3a;

— CBOEBpeMeHHBIM O0CIeJOBAHHEM Ce-
MbH BBICOKOTO pHCKa M OOJIBHOIO MOJIEKY-
JIAPHBIMW METOIAMM;

— TIPABHUJIBHOCTHIO OLIEHKH PUCKA POXK-
JieHus1 0oNbHOTO pebeHKa;

— BBIOOPOM OrTUMaNIBHOTO cpoka [1/1;

— BO3MOXHOCTBEIO TOJIYYEHU MaTepra-
Jia Iofa;

— YEeTKOCTBIO PEKOMEHIAIUN TToCie
ITA;

— HaTHYUEM CKPHHUPYIOIHX MpOorpaMM
B JIHK-guarsHocTuke.

Hiixe nmpuBeieHA KpaTKasl XapaKTepUCTH-
Ka KaXJI0TO W3 3TUX TTOJIOXKEHUIA.

ToyHoCTh KIMHHYECKOTO JHATHO3A

MonekynsipHasi IMATHOCTUKA TTPOBO-
JINTCSI HA YPOBHE WHAMBHIYATLHBIX TEHORB,
TovyHee, Ha ypoBHe (¢pparmenToB AHK ca-
MHX reHoB Wi onvsnexamx JIHK -roce -
JlopatesibHOCTEM. OTCYTCTBHE TOYHOTO
KJIMHWYIECKOTO JIMaTHO3a MOHOTE@HHOTO 3a-
GoneBaHIs MO CYTH AeTaeT HEBO3MOXKHEIM
MpUMeHeHHe MOJIEKYJIAPHBIX MeTomnoB. K
COXaJeHUIO, HECOBEPILIEHCTBO CTAHAAPT-
HBIX Ta00paTOPHBIX METOIOB, HEIOCTATOU-
HBIH OTBIT KIMHUIIUCTOB ¥ MeAUIIHHCKIX
T€HEeTHKOB, KOHCYNBTHPYIOIIHX CEMBbH BbI-
COKOIo pUCKa, HepeJKo IMPUBOMAT K TOMY,
yto Ha [1]l HanpaBIMIOT XeHIIWH, ¥ KOTO-
pbix auarHocTuka JIHK-MeTomamMu HeBoO3-
MOXHA.

132

CBoeBpeMeHHOCTh 00C/IEOBAHKHSA CeMbH
BBICOKOTO PHCKa

OnHO 1 TO 3Xe MOHOTeHHOe 3a00/eBaHKue
MOXeT ObITh pe3yIbTATOM CAMBIX PA3HBIX MY-
TalMii OOHOro M Toro xe reHa. Maentudm-
KalM4 TAKUX MYTALIMH B KaXI0M ceMbe — He-
obxomnmoe ycnosue yenerrHoi [111. Oco-
OeHHO BaXXHO, YTOOBI MIeHTU(UKALIMS MyTa-
Uil M MONEKYyJAspHOEe MapKHpOBaHHUE
MYTAHTHBIX XpPOMOCOM, TAK HA3bIBaeMas He-
npsAMas MOJeKYIApHad JIMArHOCTHKA, ObLUTH
TMpOBeJIeHBI TP HATMYMH B CEMbe OOJIBHOTO
pebenxka [36]. JIHK-o6cnenopane Kaxmoi
CEeMbM BBICOKOIO PHCKa HOJIKHO OBITH ITpO-
BeIeHO IO HACTYIUIEHHA ClieayIonei Oepe-
MeHHocTH. TIpi 2T0M 0CO0YIO JMATHOCTH-
YeCKYIO LIEeHHOCTD TTPeJICTABIISIOT TTPerapaThl
JIHK camoro 6onbHoro. B cityyae orcyTcTBHS
B ceMbe GOJNIbHOro pebeHKa U HEBO3MOXHOC-
TU TOYHO UAEHTHHUIUPOBATE MYTALIUK Y PO-
qureneit I1]1 ¢ icnomb3oBaHreM MOJIEKYIISIp-
HBIX METOZIOB HEBO3MOXHA. CBOEBpeMeHHOe
obcneloBaHue ceMeil M OTCHUTKA 00pasLioB
KPOBH CeéMeil BBICOKOIO pHCKa B COOTBET-
crrytolre ueHTpsl JIHK-IHMarHocTUKH TS
BBISICHEHUS MH(OPMATUBHOCTU CEMbH, T.€.
ee npurogHocTty ausa JAHK-aumarnoctikim, —
BaxHasd GyHKUMA KAOMHETOB MEIMKO-TeHe-
THYECKOIO KOHCYJIBTHPOBAHMS.

IIpaBUnbHOCTD ONIEHKH PHCKA POXKIEHHS
OoJIbHOTO pedeHKa

ITpaBUIBHOCTE MOCTAHOBKM KJIMHHYEC-
KOTO AMArHo3a rpearnoiaraeT U Mpapuib-
HOCTbH OLIEHKW pHCKa poXaeHHus 6OJEHOTO
pebenka. M3BecTHO, UTO A5 Ay TOCOMHO- pe-
LleCCUBHBIX 3a00JieBaHUI OH COCTAaBJIAeT
25%, IU14 ayTOCOMHO-IOMHHAHTHRIX — 50%,
JUIS1 6oJe3Hel, CLETUIEHHBIX € TToMoM, — 50%
LTSI MAJIBYMKOB M MpakTudecku 0% s nie-
BOYEK.

Ocoby1o CIOXHOCTD A1 OLEHKU pUCKa
TIPEICTABIIIOT 60MIe3HN «3KCIAHCHW», HA-
ClefioBaHKie KOTOPBIX HEPEIKO CYIIIeCTBeHHO
OTKJIOHSeTCs OT 3aKkoHOB MeHaensd. K Takum
Goe3HAM OTHOCHTCH CHHIPOM JIOMKOM X-
XPOMOCOMBI, MUOTOHHUYECKAs OucTpohus,
Xopest [ eHTUHTTOHA W PsiA IPYTHX Heliporne-
reHepaTUBHLIX 3a00neBaHui |36].
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Tabnuua 5.3. MoHoreHHele 6oneaHl, AMarHoCTpyeMble MONekyNApHEIMK METOOAMK U AOCTYNHLIE NpeHaTalb-

HO guarHoctuke B Poccnn

HacneacTeeHHbIEe 3ab0neBaHna

MenMuMHCK1e LUEHTPhI

X-cHenneHHbIe GQophbl

. Fremopunna A

. MNemodpunua B

. Muocauctpogua JioweHHa/bekkepa
CUHOPOM NOMKON X-XpOMOCOMBI
BonesHb Jlewa — HuxaHa

. CnnnoByneGapHan atpodua

. boneaHs XaHTtepa

. O-raMmMarnoGynuHeMns

. X-cuenneHHas HeBpaibHaa aMnoTpodgua
AyTocomMHbIe GOprb

10. MykoBucumaoos

11. MEHUNKETOHYPWUS

12. AppeHoreHUTansHeI CHHOpoOM

13. Atakcus dpuaopeiixa

14. MuoToHWHeCKas OncTpogus

15, BoneaHkL Bunnetpanpa

16. B-Tanaccemms

17. Xopen NeHTMHI ToHa

18. BonesHs BeppHura - lNog¢pmana

19. BonezHe BunecoHa — KoHoeanoea
20. DedpuumT o -aHTUTpUNcrHa

21. CemeiiHasn runepxonecrepuHemMus
22. Atakcua TeneaHrmakTazng

23. Heduupmr aumn-KoA pernpporeHass
24, CnHppom AnsnopTa

25. Axongponnaamnsa

26. Muoauctpodus Imepw — [peiidgyca
27. BoneaHk Yudeppuxra — Jlynnbopra
28. HecuHopomansHas HellpoCeHCcopHas ryxoTa
29, MNnoguaapHLIi HaHM3M

30. 3oHynsapHas karapakra

31, Numdepema Munpos

32. CuHppom Munnepa - nkepa

33. CuHppoM yanMHeHHoro nHTepeana Q-T
34

35

36

©ENOOALN

. CuHppom Jiyw-Bapp

. CuHppom Mapdgara

. CyHapom HuitmereH
37. CuHppom Cvuta - Jlenmnn — OnuTua
38. CvHppom Kpurnepa — Haiispa

39. Cunopom Lapko — Mapw — Tyc

VAT THLY; THOKAL
WAI; THLL, THOKALL

WAT; MITHLL; TWIMI; THOKZLL YHL
VAT

WAr

WAT; HUWH, MIHL,

VAT

MIHLL

MIHLL

WAT; MAM; MITHLL; TUMI; THOKZLL; YHL,
WA THLL; MIMA; MITHLL; THOK L
WAL THLL; HLUATT; MIHL
HL,

WA

WAT; THLL

HLL; TIMA

WAI; MIHLL; HUWH
MITHLL, WA

MIHLL

nam

WM3aM; NIMA; THOKZL,
MIHLL

MVA

MIHLL, FTHOKALL

MIHL,

MITHLL

MIrHLL

MIHLL

MIrHLL

MIrHLL

MIHLL

MIrHLL

MIrHLL

MIHLL

MIrHLL

MIHLL

MIHLL

MIrHLL

TUMIT; MITHL,

Mpumesanve. WA — MHCTUTYT akyliepeTea u rmHexkonorii um. [1.0. Orta PAMH, CaHkT-lNetep6ypr; MOM — K-
CTUTYT 3KCMEpUMEHTANBHON MeauuWHel PAMH, CankT-leTeptypr; NMMA — MNepuarprdeckas MegWMUMHCKana akaie-
mus, CaHkT-lMetepbypr; MIMHLL - Meanko-reHeTudecknii HayqHeIi LeHTp PAMH, Mockea; M'HL| - Nemaronoruyec-
KNI HayYHBIA LeHTp MuHucTepeTea 3apaeooxpadeHns PM, Mockea; TMUMI - TOMCKMIA MHCTUTYT MEAMLIMHCKOR
reqetvkn; HUMH — HAW Heeponorim PAMH; THOK/L| — NocynapcteeHHeIi HoBoCcBMpCKWii 0BNacTHOI KIMHA-
Yeckuii auarHoctuyeckii LeHTp; YHLL — Ydumcknin HayuHelid ueHTp; HLIAIT — HayuHeii LeHTp akyliepcTea, rHe-

Konormn 1 nepuHaronorm PAMH, Mockea.
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ITpu ouleHKe pHcKa 0coOoro BHUMaHHA
3aCIyKMBaIOT 3ab0NeBaHud, JUId KOTOPHIX
BEJIMKa BEPOATHOCTL TOHATHOIO MO3aMIIN3-
Ma (T.e. MyTAHTHBIE KJIETKH IIPUCYTCTBYIOT
TOJIBKO B HEKOTOPBIX KJIE€TOYHBIX KIOHAX I'0-
HaJ U He OIpelendIoTc B COMAaTHYECKHMX
KJIeTKax), Kak, HarpuMep, MpH MUOIHCTPO-
¢un [romeHHa.

CrieyeT TakKe YYMTBIBATD, UTO JUISL psia
HO30JI0ruiA (Harpumep, reMoguimg A, MHO-
Juctpoduda MroleHHa) HeOOBIYHO BBICOKA
HJacTOTa CTIOHTAHHBIX ]\I}*’I“cl].[]«ﬂ?l COOTBETCTBY-
omux reHoB (¢gakropa VIII cBepThiBaHMA
KPOBHM M AHCTPOMHA COOTBETCTBEHHO), T10-
5TOMY HO pelleHHd BOIpoca O MpoBedeHUH
I1]1 B TAKMX CEMBSIX OCOOEHHO BAXKHO YCTAHO-
BHUThHATHYHE T€TEPOZUTOTHOI'O HOCHUTENIBCTBA

MYyTallHKi COOTBETCTBYIOIIHX I'CHOB ¥ MdATEPH.

BriGop onTHMANIBHOTO CPOKA NPEHATAILHOI
JIHATHOCTHKH

['aBHBIM MPEUMYIIIECTBOM MOJEKYISIp-
HOI IMATHOCTUKM SBISETCSH €€ YHUBEPCalb-
HOCTb, BO3MOXKHOCTB MCITOJIB30BATH [J14 aHA-
Jjm3a mobsle JIHK-comgepxamue KJIeTKH
OpraHu3MAa WM TKaHU. AHATN3 MOXeT OBITh
IMpoBEIEH HA mob0ii CTAanaHli OHTOIeHe3a, Ha-
YHHasA CO CTAANH 3UTOTHI.

PeanbHO yKe ceromHs psj MOHOT€HHBIX
GonesHeil (MyKOBUCIIMIO3, (peHUIKETOHYPHSI,
muomucTpodud JxoreHHa, reMogpIINN ) MOX-
HO JIMATHOCTHPOBATh B JOMMIUTAHTALIMOHHOM
nepuoze. C y4eToM HHTEPECOB KEHIITWHBI Of1-
TUMATBLHBIM cpoKoM st [1/] MomeKymsipHBIMI
meToaamu curtaercd | Tprimectp. OOHAKO 3TO
TpebyeT netaneHoro JIHK -anamisza ceMbH etile
JIO HacTyIIeHUd OepeMeHHOCTH [36]. Hepen-
ko AHK-mHarHocTHKYy ripoBoasT U Bo 11 Tpu-
MecTpe, 0COOEHHO B CIy4ae YacTHUUHO MHpOp-
MATHUBHBIX ceMeii | 36—38 |, Korma mMeeTCsi BO3-
MOKHOCTB JTorToMHUTh JIHK - IHarHocTHKY co-
OTBETCTBYIOIIMMH OMOXUMMYECKUMHU (TTPHU
MYKOBHCIIMIO3€ ) MJTH CepONTIOTHYeCKUMH (TIpH
reMo(puIMn A) TeCTaMu.

INonyyenre MaTepuana /s npeHATAIbHOMN
JHATHOCTUKH MOJIEKYISIPHBIMH METOIAMU

B otmiune oT GHOXUMITUECKHX METOIOR
JHK-auarHocTMka Bo3MOXHA Ha JIHOOBIX
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KJIeTKax Iiosa U ero rMpoBHU30OPHBIX opra-
HOB. Takue KJIeTKH MOTYT OBITh ITOJIYYeHbI
MpH MOMOIIM CTAHAAPTHBIX MHBA3UBHBIX
metogoB. JIHK BeigensizoT 13 OHONTATOB
XOpHMOHa (TnaueHThl), KIeToK AXK uiu
JIUMGpOLMTOB IMYITOBUHHON KPOBH IUIOAA.
[Tpu HEOOXOAMMOCTH MU MOJIEKYIAPHOTO
aHaIM3a MOXHO UCTIONB30BaTh COCKOD Kile-
TOK C LIMTOJIOTHYECKMX TIPLIapaToB, paHee
MCTIOJIb30BAHHBIX [T KAPUOTHITMPOBAHMSI
3apoabIla.

OO0cnepoBaHiie ceMeil BHICOKOTO pHCKa U
OONBHBIX B CITyyae HEKOTOPBIX TeHHbIX 00J1e3-
He (MyKOBUCIIMI03, (DEHUIKETOHYPHA ) ITPO-
BOJIAT € UCTTONTB30BAHUEM MATEH KPOBH, Ha-
HeCeHHBIX Ha (QHITBTPOBAITEHYIO OyMary. Br1o
3HAYUTENIbHO 00JeryaeT TpaHCIIOPTUPOBKY U
XpaHeHHe o0pasloB U3 YIATIEHHBIX OT JMar-
HOCTUYECKUX LIEHTPOB palioHOB. OIHAKO JI1A
MHOTHMX ApYIHX reHHbIX OonesHell (reMogu-
s A, muonuctpodus [romeHHa, MUOTOHHU-
yeckas guctpodms u ap.) JAHK-mmarnoctu-
KA BO3MOXHA TOJIBKO HAa YUCTBIX TIperaparax
JHK, BbIIeieHHBIX U3 KpoBH [37].

YerkocTh pekoMeHIaNHil OCTie MOMEKY-
JIIPHOM MATHOCTHKH

PesyneratoM npeHatansHoid JJHK-uar-
HOCTHKHW MOXeT ObITh IMOATBEepKAeHHE qHar-
HO3a WK ero cHgatue. B IToCIieJHEM CITy4dac
17101 MOKeT OBITh FeTepO3UTOTHBIM HOCHTE -
JieM (IpH HATMYUK HanboJee YacTeIX ayTo-
COMHO-peleCCUBHBIX OoJIe3Hel) MK He
OBITE HOCHTEIIEM MYTAHTHOTI'O T€HA.

B moboM cimyuae KeHIIMHA (CeMbsI) T0JI-
»KHa OBITh B MAKCHMMAJIBHO CXKaTbhle CPOKH O3-
HAKOMJIEHA C pe3yNbTaTaMM JJMATHOCTUKH U
COOTBETCTBEHHO € OLIEHKOUN CTEIEHM pHCKa
poXaeHHs1 OONBHOTO, TeTePO3UTOTHOTO HO-
CUTEIIST WIH MTOJTHOCTBIO 3A0POBOT0 peOeHKa.

IIp¥ BBICOKOM pHCKe pOXKIEHHWA OONBHO-
ro pebeHKa XeHIIMHEe MOXeT ObITh peKOMEeH -
JIOBaHO TIpepbiBaHKe OepeMeHHOCTH, OIHA-
KO OKOHYATCJIBHOE pCIICHWE O COXpaHCHWMH
MM TIpephIBaHUK OepeMeHHOCTH BCerga oc-
TaeTcs TpeporaruBoii caMoil narueHTKU. B
cJryvae rpepeiBaHus GepeMeHHOCTH IpH HA-
JTMYUUA COOTBETCTBYIOIIUX YCIOBUI HACTOS-
TeJIbHO peKoMeHIyeTcsl BepruUKalus AHar-
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HO3a MOJIEKYJIAPHBIMU WJTH JIPYTHMM IOCTYIT-
HbBIMU MeToIaMu. [Tpobiiema BeIOOpa MOXeT
BOZHUKHYTE W B CTyJae reTe po3UroTHOTO HO-
CHUTENILCTBA (HAMpUMep, MyTAHTHBIX TeHOB
reMmodpumau A, muoguctpodun HromenHa
WM CUHJpOMa JIOMKON X-XpOMOCOMBI).

Cxpunnpyromue nporpamsl /IHK-nuarao-
CTHKH

BO3MOXHOCTE BEIABIATE OONBHEBIX U TeTe-
PO3MTOTHBIX HOCHUTEJIEH MOHOTEHHEIX O0JIe3-
Heilf y>ke Ha pAaHHUWX TIOCTHATATTBHBIX CTAIMSIX
MOXeT MMeTh OOJbIIoe TIpakKTHYecKoe 3Ha-
YeHHe BITIaHe paliHOHAIEHOM MPo¢UIaKTH-
KW 9THX 3abonepaHuii. OIHAKO pealbHO Ta-
KHe MporpaMMbl TIPUMEHUMBI TOJMIBKO K TEM
MOHOTeHHBIM O0JIe3HSIM, 1151 KOTOPBIX MOX-
HO UaeHTH(pHIIMpoBaTh He MeHee 90% Bcex
MYTAHTHBIX XPOMOCOM, T.€. XpOMOCOM, HeCy-
LIIHX MYTAHTHBIE T€HEI.

[TomoOHbIe mporpaMMBI pa3paboTaHbl U yC-
TIeIITHO MCTTONB3YIOTCS B Psifie pa3BUATHIX CTPaH
EBporisl U AMEpUKH JIJTS BBISIBIIGHUS «TOCHM-
NITOMATHYECKHUX» DOJIBHBIX M OeCCHMITTOMHBIX
reTepo3UroOTHBIX HOCUTESTei CeprioBUIHO-K e~
TOYHOIT AHEMHHM ¥ MYKOBHMCILIMIO3A.

B Poccii moka gocTyIHBl HaeHTHhHKA-
LIMM TOMBKO OKOJIO 65—70% XpOMOCOM ¢ My-
TALUSIMH I'€HA MYKOBUCLIMI034, YTO SBHO He-
JIOCTATOYHO JIJTsI BHEAPEHHSI CKPUHUPYIOIIUX
niporpamm JIHK-auarHoctuxkm.

Ocrogrvie nooxoe0bl K npeHamabHoi ouae-
HOCMmuKe 2eHHbIX Doaesnell

MeTobpl MOTEKYsipHOI AMATHOCTHUKN —
TIPOAYKT ¥ OCHOBHOM MHCTPYMEHT aHAH-
3a MepBUYHOIN CTPYKTYPHI, T.€. IoC/e10Ba-
TeJIHOCTH HYKJIeoTU10B B MoJiekyJie IHK
— OCHOBBI TéHOMA (HACJIe/ICTBEHHOT 0 aIlra-
pata) yenoBeka. IlepBrIil 3TanT rpaHANO3-
HOM MeXayHapoIHOI HAayYHOI Tporpam-
MBI 110 pacliH(ppOBKe MOJEKYISAPHOM
ctpykTyphl JIHK uenmoBeka OBLN 3aBepliieH
B 2000 1. co3naHueM «4epHOBOTO BApHAHTA
reHoMa yenoseka» [39]. B HacTosmem pas-
JieJie Mbl OrpaHUYMMCS M3MOXKeHUEM JIUILLb
oCcHOBHBIX mpuHIMIoB JIHK-MeTonoB. bo-
Jiee AETANbHO ¢ TEXHUKOH MOJEKYI pPHBIX
HCCIeNOBAHUI MOXHO O3HAKOMHUTHCS B

CrelUaNbHbIX MOHOrpadugaxX U pyKOBOI-
crBax [36, 37].

OcnoBy metogoB JJHK-guarHocTHKH,
HarpapIeHHBIX Ha WIeHTH(GUKAIUIO MyTa-
LM WJTH MOJIEKYJIsipHOEe MapKHpoBaH1e My-
TAHTHBIX XpOMOCOM, COCTABJIAET MOJIMMEpas-
Hayg nertHag peakidg cuHresa JIHK (TTLIP).
Hcropuuecku Oonee paHHMA MeTond O10T-
rubpummzaruu no CaysepHy B HacTosilee
BpeMs TIPUMEHSeTCs 3HAYUTESIBHO pexe,
XOTA Y MCITONb3yeTed U UaeHTUQUKATTN
HEKOTOPBIX MYTAIlHii, TIpeXae BCEro «IrHa-
MUYECKHMX MYTAI[HIT», BEMYIIHX K O0nIe3HIM
SKCTIAHCHM (CUHAPOM JIOMKOIM X-XpOMOCO-
MBI, MUOTOHWYECKAA IUCTpodusd, Xopes [ eH-
TUHITOHA, PSUI HEIpoIeTeHEPATUBHBIX 3a00-
JIeBaHWUil), a Takke reMoOPHINMK A U HEKOTO-
pPBIX APYTUX 3a60J1e BAHMIA.

Metopn ITLIP npeutoskeH B 1983 r. amepu-
KaHCKUM uccaenopateneM Kappu Mymiu-
COM, YAOCTOEHHBIM 3a 3TO OoTKphITHe Hobe-
JIeBCKOM nipeMuu B 1993 r. MeTon rmo3BonsieT
H30MpaTeIbHO CHHTE3UPOBATH (AMITTH(HILIA-
poBaTh) in Vitro OTHOCHTEILHO HeOobIlMe
yuactk JIHK, 1mdHOo 0T HeCKONbKKX Jie-
CSITKOB JIO HECKOJTLKWX THICSTY Map HyKJIEOTH-
JO0B, HCTTIOJIBE3YA B KAUeCcTBe MaTpHILIbL mobnIe
obpasuel AHK, conepxaume aMmauduiim-
pYEMYIO ITOC/IeI0BATENIbHOCTD.

Heob6xonuMbIM ycioBHeM AJISI TIpOBee-
uug [P ssngeTcs 3HaHMe HYKI€OTUIHOI
MocJeI0BaATeIBHOCTH aMITTMGULMPYeMOiA
obnactn JHK, Tak Kak crieuquduyecKuii
BBIOOP 3TOTO yUacTKa OCYIIECTBIISIOT ITyTeM
rubpuauzanun MatpuuHoii JIHK ¢ apyms
HMCKYCCTBEHHO CHHTE3HMPOBAaHHBIMM TIpaii-
MepaMH — OJIMTOHYKJIEOTHAHBIMHU ITOCIE0-
patesibHocTaMU JAHK, 00bIMHO AMHOKH OT
15 o 30 1.0., KOMITIEMEHTAPHBIMHA 3'-KOH-
aM aMITTAQHULHPYEMOTO YUACTKA HA CMBIC-
JOBOH ¥ aHTHCMBICIIOBOW HHUTAX JIHK cooTt-
BeTCTBEHHO (pMc. 5.3). PaccrosHue Mexay
rnpaiiMepaMu OTIpeaesisieT MIIMHY CHHTE3H-
pyembix Monekyi. [MoapobHo ¢ TeXHWKOM
noctaHoBKHU [TLP MoXHO 03HAKOMUTBECH B
pyKoBojicTBax [36—38].

Meton TTLP ctan ofHUM U3 OCHOBHBIX B
MOJIEKYJISIpHOM TMAarHOCTHUKE HACNEACTBEH-
HBIX OonesHeil. Pa3paboTtaHbl M IIMPOKO MC-
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MOJIB3YIOTCH Ha TPAKTHKE pasfIiuHble Bapy-
AHTBI 3TOT0 METOA, TO3BOJAIOIKE OBICTPO U
53¢ pekTHBHO WIeHTUPUIIMPOBATL MYTALUH,
uzyuath JIHK-momaMopdu3Mbl, mpruMeHsie-
MBI€ LTS MOJIEKY/ISIPHOTO MapKMpPOBaHMsA My-
TAHTHBIX XPOMOCOM.

B Hacrosiiiee BpeMs CYLIECTBYIOT JIBa OC-
HoBHBIX noaxona K [1/1, kak 1 BooOiiie K gu-
ATHOCTHKE TeHHbIX OOJIe3HEH:

— TIpAMad JUArHOCTUKA, OCHOBAHHAY HA
HETOCPEACTBEHHON UIEHTU(PHUKALINKU MyTa-
LIM B OMpeJieJIEeHHOM FeHE;

— KOCBeHHas (HerpsiMasi) IHATHOCTHKA,
B OCHOBE KOTOPOMH JIEXKUT MAPKUPOBAHHWE MY-
TAHTHOT'O TeHa (MHOTIa HA3BIBA-
eMas MapKupoBaHHeM «D0Jb-

HOM» XpOMOCOMBI, HECYIIEH My-
TAHTHBIH T€H) C MTOMOLIBIO MO-
JIEKYJIPHBIX MapKepoB [36, 37].

Ilpsimasa auarnocTHka

UX PeHOTUITHIECKOE BEIpAXKeHHE (TAKECTh 3a-
OoneBaHM) crielMpHUIHBL T KaXJI0ro reHa
M B 3HAYWTENBHON CTenmeHUu OITpEeneArOTCS
YHHEKATbHBIMHA oco0eHHOCTSIMH eTo TepBHY-
HOM CTPYKTYpHI (IOCIIeA0BATeNFHOCTBIO HYK-
JIeOTHIOR).

M3BeCTHO TAKXe, YTO YaCTOTA pasHBIX
MYTallMi B KaXIoM TeHe pasmuuHa. Cyiie-
CTBYIOT HAaCTO BCTPEYAKIIHECH «MaAXKOPHBIE»
MYTALIMK, TMArHOCTHYeCKas LIeHHOCTh KOTO-
PBIX 0COOEHHO BEICOKA, M «MUHOPHbBIe» (€11~
HUYHBIE CITOpagiiecKue ), perMcTPUPYIOLI-
ecsl KpaiiHe penko. Jliasi MHOTHMX TeHOB, OT-
BETCTBEHHBIX 34 HACNEICTBEHHbIe 3a00/eBa-

¢dparmendt [IHK - ofbekT

amrnnngukaLim
Y '
JeHaTypaLms n oTXUr T
npalimepoB
el TR

OcHOBY TIpSIMOI1 IMATHOCTH-
KW cocTaBseT uaeHTH(hUKALINA

cunres AHK T
-

MmyTauuii B camom reHe. [Ipe-
UMYILLECTBA METOMIA — BBICOKAS
(mpubmuxaromasica K 100%)
TOYHOCTE JHATHOCTHEM, BO3-

MOXHOCTE nposefieHud T1/1, a
TaKKe aHaM3a MHGOPMATHBHO-
CTH (IPHUTOAHOCTH JJISI MOJIEKY~

JIIPHOM AUATHOCTUKH) CEMBH U
BBISIBJIEHUSI TeTepOo3HIrOTHBIX

HOcHTeNeU TpHU OTCYTCTBUU
OonbHOrO pebeHka.

[1pu oTCYTCTBHUM MaKOPHBIX
MyTaluii reHa TpeGyeTcs e Taib-
HBIA MOJNIEKYJISAPHBIM aHaIu3
(CKaHUpOBaHHE) MEepBUYHOU

CTPYKTYPbI T€HA C LIeJTBIO 0OHApY-
SKeHMS MYTALIWi, YTO MOXKHO OT-

—_—

HEeCTH K HeJIOCTaTKaM MeToJa.

B ocHoBe 060ro MOHOTeH-
HOTO 3a00JIeBAHUS JIeKAT Hapy-
1reHust (pyHKITAM TeHa, BhI3BaH-
HBIE Pa3THIHBIMK MYTALAIMH B
€10 CMBICITOBOI YacTH, T.e. BIIOC-
JIeJIOBATENIBHOCTH I'eHA, KOIUPY-
roueit cuHTes 6enka (kJIHK).
Tur 1 cieKTpBl MyTalIWil, Kak U
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HH, CIIEKTPBl MYTALIHIT XOPOILIO H3YUYeHBI 1
paspaboTaHbl ONTUMAIbHBIE ANTOPUTMBI MX
uneHTUUKanuu. Tak, HanpuMep, MaxKop-
HOIA [i7151 TeHa MyKOBHMCIIMI03a SIBIISIETCS MY -
Taumg delF508, BcTpeualomascs Moyt B
50% Bcex MyTaHTHBIX XpOMOCOM Y GOJIbHBIX
MYKOBUCIIUI030M B Poccumn, and reHa ¢e-
HWIATAHUHTHIPOKCUIA3E — 3TO MYTAIIMs
R408W, obnapyxeHHas y 45% 6onbsHBIX (pe-
HWJIKeToHYpuel B Poccuu, Jitd reHa JIUCT-
poduHa XapaKTepHEI JOCTATOYHO TMPOTH-
XeHHBIE JIeJIelINH, perucTpupyeMmeie B 60%
X-XpoMoOCcOM Yy DONBbHBIX MUOAUCTpOhMEi
JroleHHa v T.1.

bornee rmogpoOHO ATOPUTMEI MOJIEKYJIAP-
HOU AMArHOCTUKIN PA3IMUYHBIX MOHOT¢HHBIX
OornesHeii MpHBeIeHB B CTIEIIMAIbHBIX PYKO-
BoOACTBax, obzopax [36—38].

Kocsennas aparnoctuka

Henpsivoii (KOCBeHHBII) MOAX0A K MO-
TIeKYSIpPHOI TUArHOCTUKE UCTOPUYECKH SIB-
JisieTcs 6oJiee paHHUM K GoJiee YHUBepCalb-
HbIM. OH OCHOBAaH Ha aHAJIM3e BHYTPU- U
BHEreHHBIX TTONUMOpdHBIX caiiToB. B Kaye-
CTBE MOCIeTHUX 0OBITHO BEICTYTIAIOT KOPOT-
kue JIHK -rmocnemoBaTe NBHOCTI OJHMX M TeX

MNonHocTeio Hactiuro HeurdoprmaTieras
vHGopMaTUBHas WHGOPMATHEHEA CEMbS
CeMbs cembs

IIITO

N

Puc. 5.4. lpuveps HHPOPMATHBHOCTH CEMBH.

K€ TOMOJIOTHUHBIX YYACTKOB XPOMOCOM,
pasIMYAIOLLIMXCH 110 TIEPBUYHOM CTPYKTYpE.
DT JUarHocTudecKue nomiMmopdgHbie caii-
ThI MOTYT PACIIOJIATaTHCS JTMOO BHYTPH CAMO-
ro reta, mM00 B HermocpeACTBeHHOIT O30~
CTH OT HETO.

HerpeMeHHBIM yCIOBHEM KOCBEHHON
JHK -nuarnocTiKu sIBIsieTCsl HATTUUME B Ce-
Mbe OO0JTbHOTO pebeHKa WM BO3MOXHOCTH
ucciepoBanms ero JIHK (rmdmeH KpoBH, ruc-
TOJNOTHUYESCKHX IMPErnapaToB U Ap.). YCTaHOB-
JieHe MH(POPMATUBHOCTH TPeAyCMATPUBAET
BBISIBJIEHHE TAKOTO MoauMopQHOTO caiiTa,
KOTOPBIN MOZXKET OBITE UCITONB30BAH B Kave-
CTBE MOJIEKYIIAPHOIO MapKepa I JUCKPU-
MUHAITUKA KaK MYTAHTHOTO, TAK W HOPMAJThb-
Horo amnens. [1py 3ToM B cnydae ayTocom-
HO-peLeCCUBHBIX 3a00JieBAHUI pOOMTEA
OYIYT ABJIATECH TeTEPO3UTOTAMU M0 JJAHHO-
MY MoIMMOpdhU3My, a GOIBHOM — FTOMO3KUTO-
TOM T10 OIHOMY M3 MapKepHBIX aJlnesei.
MmeHHO reTepo3UroTHOCTD T10 MOJEKYJISIp-
HBIM TTosMMopdH3MaM onpedendeT HHGOp-
MaTUBHOCTB TOU MM MHOIT CEMbH BBEICOKOIO
PUCKA pOXIeHUA pebeHKA ¢ TEHHOM 1aTOoNOo-
rueii. B zaBUCHMOCTH OT pacripefefieHUs
MapKepHBIX ajesieil HA TOMOJIOTMUHbBIX XpPO-
MOCOMax OOJTbHOTO M €T0 POIUTENIEHN CeMbs
MOXeT OBITh TTOJTHOCTHIO MHGOPMATHBHOM
g JHK-amargHoc Tk, 4acTUYHO WH-
¢dopmaTHBHOI MU HeMHOPMATUBHOM
(puc. 5.4).

TTpHHIMITHATEHO BaXHO TTPOAHATN3H-
pOBaTh B CeMb€ BBICOKOTO PUCKA TAKOE KO-
JIMYECTBO TOIUMOPQHBIX CANTOB OTHOTO
reHa, yToObl TOUHO OTpeHesIiTh, C KAKHUM
KOHKPEeTHBIM a/lJieJIeM HACIIeyeTCs MyTaH-
THBIN TeH, U CAENATH CEMBIO TTOJTHOCTHE UH-
dopMmaTuBHOI 1 nocnenyromeit [T/,

[maBHOe TIpeMMYIIIECTBO KOCBEHHOTO
MeTo/ia — BosMoxkHocTh JIHK -nuarHoctu-
KW 0e3 TOUHOU uaeHTH(PMKAIAM MyTALIMIA
B CaMOM TeHe U IaKe MPH OTCYTCTBUH TaH-
HBIX O TOYHOM WIeHTU(PUKALIMU U KIOHHUPO-
BaHMM CaMOT0 MyTaHTHOTO reHa. Ero cyie-
CTBEHHBIMHU HeJIOCTATKAMM ABJIAIOTCH HEBO3-
MOXHOCTE JUATHOCTUKH TIPH OTCYTCTBHUKA
OoneHOTO pebeHKA (HENMb3sA TOUHO OIpele-
JIUTh, ¢ KAKUM NOMUMOPQHBIM annenem
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CLeTUleH MYTAHTHBIM TeH), olIMOKa B Iyar-
HO3€ B CBA3H ¢ BO3MOXHOCTBIO KPOCCHHIO-
Bepa B Melo3e M repeHoca moJauMopdHOro
calTa Ha 310pOoBBIii aniens |36—38].

Tounocme moaexyaapnoii ouazrnocmuku,
BO3MOJCHBIE UCIMOYMHNKH OUUGOK

[Tpu nposegenu [1]] MoneKynspHbIMA
MeTOAAMH BaXXHO ITOMHHUTE O JIBYX OCHOBHBIX
MCTOYHUKAX OLIMOOK:

— KOHTaMHWHAaLWK TUIogHOro obpasia
MaTepUHCKHUMH KJIeTKAMM;

— BO3MOXHOCTH KPOCCHHTOBEpA TIPH FiC-
MOJTb30BAHUM HETTPSIMOrO MeTOJA.

VYuuTthiBad oUeHb BEICOKYIO UYBCTBUTEb-
HocTb MeTona TTHP, BAKHO HM30€XATh 3arpsisz-
HeHMsI 00pasiioB TUIOAHBIX TKaHeil MaTepuHC-
KMMM KJeTKamiL. Yucrora obpasiia Ut aHaIM-
34 MOXeT OBITh JOCTUTHYTA TOJIBKO ITyTeM TILA-
TEJBHOT0 0TO0pa BOPCHHOK XOpMOHAa WU
TUIALIEHTHI MO OMHOKYIISI PHOM JTYTIOHN € TIOCTe-
JIYIOITMM OTMBIBaHKEM (DH3HOTOTMIecKM pa-
cTBopoM. OCcOBEHHO BAKHO He OOIMYCTUTh T10-
NaJIaHKU MaTepHHCKOI KpOBH B clydae 3abopa
MYIOBUHHOM KPOBU IUJI0/1a [PH KOPIOLIEHTE3e.
Bricokas kBammMKaLs Bpaya-orepaTopa |
UCTIONB30BaH1e KAYeCTBeHHBIX peaklnil Ha
BBIARIEHHE TPUMECH MATEPHHCKON KPOBH T10-
3BOJIAIOT M30€XKaTh 3TOr0 OCHOXHeHH. PHUCK
NMOoA0OHBIX AUATHOCTUYECKHX OIMMOOK MOXKET
OBITE 3HAUNTENTEHO YMEHbIIIEH TIpU paboTe BCTe-
PWIBHBIX YCIIOBHAX.

JLOCTOBEPHOCTE MOJIEKYJIAPHOM JHATHO-
CTUKH MPSIMBIM METOMIOM, T.€. TIyTeM MJIeH-
TU(GUKAIIMM MYTAI[U B CAMOM TeHe, OYeHb
BBICOKA M ITpHOmMTKaeTcs K abcomoTHoM. On-
HAKO C Y4eTOM BCEro MHOroo0pasms BO3MOX-
HbIX U3MEHEHWI B TEHOME TTpH CO3peBAHUUN
raMmeT (KpOCCHMHIOBep) W HA HAYAIBHBIX CTa-
ausax >MOpHoreHesa (MyTareHHbBIN 3 ¢eKT)
Ooree TOYHBIM SABIIeTCS MOKa3aTeN b JHArHO-
CTHKHU OKOJIO 99,9%. 3HAUMUTEJILHO CIIOXHee
OLIEHUTH Pe3yIbTATBI MOJIEKYIISIPHOIT Trar-
HOCTHKHU KOCBEHHBIM MeTomgoM. B ciyuae
yueTa BHYTPHUTeHHBIX TMOJMMOP(H3MOB TOY-
HOCTh HernpsIMOM JUArHOCTUKHM JOCTATOMHO
BBICOKA, TAK KaK BeJIMYHHA BHYTPUTEHHOTO
KPOCCHHTOBEpa, KaK MpaBUIIO, He TIPEBBIIIA-
eT 0, 1% s GonbIIMHCTBA H3BECTHBIX I'eHOB.
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HckmoueHne MOTYT COCTABIIATE TOJBKO
CPaBHUTEJILHO KPYITHBIE T€HBI, TAKHE KAK TeH
guctpoduna, remodmnin A, Helipodubpo-
Maro3a M HeKoTopble apyrue. Tak, B ciydyae
JucTpodMHa YacToTa OIIMOOYHOTO AUATHO-
34 MOXeT JAOCTUTaTh 2%, UTO COOTBETCTBYET
BBICOKOI 4acToTe BHYTPUT€HHOIO KPOCCHH-
roBepa (0KoJI0 2%) B 3TOM TMTAHTCKOM TeHe
(2.2 MaH 11.0.). BaXkHO Tak:Ke yUUTBIBATE CTe-
neHes pojcTsa OoneHOro W npobaxHaa, y Ko-
Toporo nposomuTes [111. BenuunHa BO3MOX-
HOH OIIMOKH BO3PACTAET, €CIH MapKepHBII
aJuienb oripejiensieTcs: He y cubca 1ofa, a y
JPYIHX €ro polIcTBeHHUKOB. OCOOEHHO OC-
TOPOXKHO CHeyeT OLEHHWBATE pe3yIIbTaThl He-
MPSIMON AMATHOCTHKY € UCTIONB30BaHUEM
BHET€HHBIX TOIMMOPQPHBIX TOKycoB. CunTa-
€TCSI, YTO C YBePeHHOCTBIO MpoBoauTh I1/1 B
S5THX CITy4adX MOXHO TOJIBKO ITpH OJTHOBpE-
MEHHOM TeCTUPOBAHWM HECKOJBKHUX ITOJH-
MOP(HBIX caiiToB, (IAHKUPYIOIINX MyTaHT-
HbIi TeH. OOBIYHO 711 MONeKYIsSIPHOM JUar-
HOCTUKH UCITOJIB3YIOT MAPKephl, YacToTa pe-
KOMOMHAUMI KOTOPBHIX C MYTAHTHBIMM
aJUIeJIsIMU TeHa He TTpeBLIIAeT JecIThIX WA
COTBIX JIOJell TIpolleHTa. XapaKTepucTUKa
JAHK-nmomimvopdrzMoB, nocienoBaTe/lbHO-
¢t nipaitMepos Jutda TTLIP, BeuyUHEL 110-
TPELHOCTH HETTPAMBIX METOIOB JIJT4 pas/iv-
HBIX 3a0071eBaHNI, AMATHOCTUPYEMBIX TIpe-
HATAJTLHO, TIPHBeIEHE B MOHorpadmu [36] 1
ob3zopax |37, 38].

KomOnnmpoBannag aMarsocTuka

B psine cnyuaeB (OTCyTCTBHE WMIA YACTHY-
Hasg uHdopmaruBHocTh) JIHK-anarnoctrka
HeKOTOpBIX 3aboyieBaHUil MoXeT OBITH A0-
MOJIHEHA IPYTUMH JTUATHOCTUUYCCKHUMH HMC-
cnepopaHusaMu. B cnyuae reModmim A Bo3-
MOXKHO IpsIMOE OTIpefesieHHe YPOBHSI (haKTo-
pa VIII cBepThIBAHMA KPOBH B ITYTTOBUHHOM
KpoBH 1u10/1a 1iociie 20 Hesl OepeMeHHOCTH.
JHK-guarHoctuka agpeHOre HUTaIbHOTO
CHHIPOMA MOXeT OBITh JIOTIOJTHEHA TIPSIMBIM
uccrenoBaHueM comepxanus 17-OH mpore-
CTepoHa B AMHMOTHYECKOM KHIKocTH (AXK).
I1JI cuHapoMa JTOMKO X-XpOMOCOMEI He-
PeAKO AOTIONHSIOT TIPSIMBIM IIMTOT€HETHIEC-
KUM aHATHA30M KYJIBTYPbI TUMQOIUTOB TTy-
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CemMbU BHICOKOTO PUCKa

/

Poputenu 1 GonbHOM peGeHok

Y

Ty

Toneko pogurTeny

Y

AHanNM3 maxopHsux MyTaumii reHa CFTR
(Metop MILIP)

/

t N

MyTaumm He oGHapy*eHbl MyTaumm oGHapy»KeHbl MyTaumm He oBHapyXeHul
NAaoPD aHanus
] \ [ —
Cembs He- Cembsi MONHOCTEID CemMbs HacTU4HHO
nHpopMaTMBHa nHpopMaTUBHa nHpopMaTuBHa

' :

MpeHaransHas aparHocTuka
B | TpUMeEcTpe

MNpeHaTansHas aparHocTuka
B | TpuMecTpe

Y

7

OBHapyxeHa myTaums
Yy nnoga

Y

lNpeHaraneHaa auarHocTrka
BO |l TpUMECTPE
BUOXMMUHECKUM METOLOM

MpeHaransHan aMarHoCTHKa
Bc |l TpUMeCTpe
BUNOXUMUHECKUIM METOAOM

MNpeHataneHan aMarHocTUka
Bo Il TpPUMECTPE
BUNOXUMUHECKUM METOOM

Puc. 5.5. IlpunimnuansHas cxema IpeHATATEHON JTHATHOCTHKH MYKOBHCIMIO3a.

NMOBUHHOM KpoBH Inofa. JIHK-auarHocTH-
Ka Muopuctpoduu JromeHHa MpUHIMITH-
aTbHO MOXET OBITh JOTIOJTHEHA MMMYHOI[H-
TOXMMHUYECKHM AHATH30M OMONTATOB CKe-
JIETHBIX MBIIIILL TUIOAA.

B ci1yyae MyKOBUCIIH/I03a JIOTTOJTHUTE TbHAS
HMHGOPMALIMA O COCTOSIHUM TUIONA MOXKET OBITh

MONyYeHa IMpH OHOXMMHYECKOM HMCCIeNoBa-
HMM AKTUBHOCTH (hepMeHTOB AZK B 17—19 Hepn
OepeMeHHOCTH. Pa3paboTaHHBIN U ITHPOKO
IMPUMEHSeMEBIN B Halllel 1abopaTopru ajaro-
pur™ [1/1 MyKOBHCIIMIO3a MPUBEIICH HA PHC.
5.5. IloppobHee GMoxumMmuyecKue MeToabl B I111
paccMOTpeHEI B CHeAYIOIeM pasiene.
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BUOXMMUWUYECKUE METO/Ibl B IPEHATAJILHOM
JANATHOCTUKE

CyniecTBeHHBIM OrpaHMUYeHHeM OMOXUMHU-
YeCKHX MeToJIoB B I 1]1 ABMIAETCS XOpOLLIO H3Be-
CTHBIN (aKT, 4To 0 PYHKIMOHATBHOM COCTO-
SIHHMW TOTO MM MHOTO OpTraHa TIIoNa VI CHC-
TEMBI MOXKHO CYIUTh TOJIEKO TIOCTIE POKISHIS,
KOIIa 3aKaHYMBAKOTCS TTPOLIECCH] TePMHUHATB-
HOM I pepeHLIMPOBKH KJIETOK CIIELMATM3A-
POBAaHHBIX TKAHEH, C OTHOM CTOPOHBI, M KOIIa
MpeKpallaeTcsi CBsA3b IUI0Jla ¢ MaTepUHCKIIM
OpPraHHu3MOM, KOTOPBIH obecrneunBaeT Tpodu-
KY ¥ OCHOBHEIE MeTabOJIMYeCKHe MpOLIECChl
IUI04a, — € APYroid. DToro HeloCTATKA JIMILLE -
HBI pAaCCMOTPeHHBIE paHee IUTOTeHeTHUeCKIe
u mostekyssipHbie MeTopkl [1/1. Tem He MeHee
OHOXUMHYECKHE U HEKOTOPBIe Ipyrye MEeTOMBI
MCCIeOBAHUA B OTHEIBHBIX CITYYAsX OKa3bIBa-
[OTCS ToJile3HBIMU B crcTeMe 11, xotd vame
BCET0 WIrpaioT BCIIOMOTATENBHYIO PpOJIb.
Hesnb34, oqHaKo, MCKITIOYHTE, YTO 1O Mepe Bce
Oonee riyboKoro no3HaHus (PyHKIIMH TeHOB,
B TOM YMCJIe COBEPILEHHO HOBBIX, HACHTH(H-
LIMPOBAHHBIX B IIPOLIECCE BBITTOJHEHUSI MTPO-
rpaMMbl «['eHOM YestoBeKa», poib GHOXUMM-
yeckrx MetonoB B [1/1 Gyner Bozpactars.

HauGonee yacto MaTe pHATIOM JIJI5I OMOXH-
MHUYeCKHX MccnenoBaHuil B [1/] siBasieTcs
AZK, monmyyaemasi mytem amHHoLieHTe3a. AZK
o0pasyercs 3a CHeT CEKPeTOPHOM aKTUBHOC-
TH KJIETOK AaMHHUOHA HA pAaHHUX 3SMOpHOHAb-
HBIX CTAUSIX PA3BUTHS U 32 CUET ITEPBUYHOI
MOUM I10a — B OGonee mo3aHue cpoku. Ko-
JIMUYECTBEHHBIA M KAYECTBEHHBII COCTAB OKO-
JIOMIOAHBIX BOA, peryJIupyeTcs KOMITOHEHTA-
MM CUCTEMBI AMHUOH — MaTh — TUIOM; Hapy-
1LIeHre MoOoTo M3 HUX NPUBOANUT K U30BITKY
WKW HEIOCTATKY BOJI, BIMseT HA OUOXUMU-
YECKHI U KJIETOUHBIN cocTan AXK.

OcobeHHOCTH OMOXMMHYECKOIO M KJe-
TOYHOro coctana AZK Ha pazHBIX cpoKax Oe-
peMeHHOCTH TTOAPoOHO paCCMOTpPEHbI B CIIe-
LIHATBHBIX CBOAKAaX U o630pax |40, 41].

Kaemru avnuomusecroii scudxocmu

Knerku AXK vcnonbayrorcst B I[1/1 He Tomnb-
KO TS LI TOTeHETUUECKOT 0 aHATN 34, HO M 1T
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BBISIBJIEHUSI HEKOTOPBIX MeTabosiuecKnx 0o-
Jie3He, cBA3aHHBIX ¢ edeKTaMH oOMeHa Be-
ecTs. HeKynbTHBMpOBaHHBIE KIeTKU AXK
MOTYT ObITh MicioNib3oBaHb! 11 [1)1 HekoTo-
PBIX HacleACTBEHHBIX AedeKToB oOMeHa
(H/10), Koraa ¢ MOMOLIBI0 THCTOXMMUYECKUX
M 3JIEKTPOHHO-MUKPOCKOITMYECKHX METOIOB
OIpenessiioT crnelduiecKie BKIIOUeHHS,
XapakTepHBIE I psina Doe3Heil HAKOILIe-
mud. [omoGHble crmoco6wl T/ ormicads! mnd
rnvkoreHosa tumna I1. Jo nogsnenus JTHK-
JHArHOCTHKH KyJbTypa KieToK AZK ponroe
Bpems1 Ob171a ocHOBHEIM oObekToM [1/1 H/TO.

I'maBHoe ycnopue yenemiHo# [T HIO —
TOYHAs MH(pOpMAaL O ITepBUIHOM OMOXMMM-
yecKkoM JedeKTe, NexalleM B OCHOBe 3a00J1e-
panus. bomsmHerBo HIO Hacnenyercst mo
ayTOCOMHO-PELIECCUBHOMY THITY, TIpU KOTO-
PpOM 00a pOIHTEIS SIBJISIOTCS T€Te PO3UTOTHbI -
MM HOCHTEJIAMHU MYTAHTHOIO TeHa U ¢ Bepo-
SITHOCTBIO 25% MOT'YT MMeTh OOJIBHBIX JIeTell.

buoxuMHIecKrii CKpUHUHT Ha TeTepo3u-
TOTHOE HOCHTENBCTBO AJS OONBIIUHCTBA
HJAO HeBO3MOXeH B CBSI3H ¢ OTCYTCTBHEM
CpeIHHX 3HAUe HUI{ KOHLIEHTpaLWii uccneny-
eMbIX OenkoB B HopMme. MonekynspHbIii
CKPHUHUHT HEOIIPABOAH 3KOHOMHYECKH, 3a
HUCKITIOUeHUEM pAJa HeOOIBIIMX STHHYECKMX
IPYIIII, B KOTOPBIX YacToTa OIpeieieHHbIX
MYTAIMI CYIIECTBEHHO BBILIE, YEM B OCHOB-
Hoii rorygimy. [TprvepoM MOTYT CITy>KUTE
ranrmiozuno3 GM2 tuna IV y eBpeeB-atnke-
Ha3H, JIM30COMHBIE OOJIE3HH THUITA CHATUIO-
34 M rajakTocHuanaugosa, KoTopele yalle
BCTPEUAIOTCS Y SITIOHIEB W UTAJBSIHIIEB.

Jnst tounoii [1/1 HIO HegocTaTtouHo 3HA-
HMA KJIMHUYECKOTO JUarHosa. Jlaxe ripy xo-
POLLIO M3YYEHHBIX CUMITTOMAax OOJIe3HH, Ha-
TIpUMep TIpH psifie TIIUKOJIAITIO30B U MYKO-
MONUCaXapuI030B, CYIIECTBYIOT BADHUAHTHI,
o0ycrnoBneHHbIe pa3TMYHBIMA TIePBUYHBIMMA
oHoxumuyeckMu aedektamu. ITpumMepom
BBIpaXKeHHON OHMOXMMHYECKOM reTeporeHHo-
crusipsiercs rnikoreHo3 tumna l. T LA Bei3-
BaH AedeKToM TIMOK030-6-(ocdarassl, B TO
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BpeM# Kak 1npu Tunax B u C sroro 3aboneBa-
HHWA HapyleHUs (GyHKIMOHUpOBaHUA (ep-
MeHTa 0OyCJIOBJIeHBl OTCYTCTBHUEM JIPYTHX
6enKoB, HeOOXOMUMBIX TS HOPMATLHOIO Me-
TabomM3Ma rmoKo30-6-pocdarasel, a UMeH-
HO crienuguyuecKrx TpaHcyiokas. [pu stom
AKTUBHOCTH M3y4aeMoro (pepMeHTa Y OIHOIo
M3 poauTeeil MoxeT ObITh IM0O CyIlIeCTBeH-
HO BbIlIe, MO0 HUKE CpeHero ypoBHS W
MPaKTHYECKH He OTIIMYATECH OT YPOBHS, OIT-
pefeneHHoro y caMoro 6oJieHoro. Takas rces-
JOHEIOCTATOYHOCTH OTMCAHA, B YACTHOCTH
JUIs TIOOOMIHOM JTeiiKOmUCTPOMH.

IMomoOHag BaprabeIbBHOCTE CYLECTREHHO
cHItKaeT 3¢ dekTrBHOCTE T/ GHOXMMIYeC-
KuMH MeTonaMu. Jig yerienrHowt /1 B Takux
cnydyasx ocobeHHO BaxHa MHQpopMalusa ob
3Kcripeccuu nedekTHoro Oesika unu Qep-
MEHTA B pa3HBIX TKaHAX. DT1a MHOopMaLWg U
ornpenesseT BEIOOP ONTUMATIBHOI0 GHOJIOTH-
yeckoro oowekTa I[1/1. [TepBuunbiii OMoxm-
MUYeCKHi1 fieheKT U3yJancs B pa3HbIX TKa-
HAX TOJIBKO UL HEKOTOPBIX TPYI hepMeH-
TORB (HAIpUMep, U1 JIM30COMHBIX THIPOJIas).
Kpome Toro, U3BeCTHO, YTO AKTUBHOCTE MHO-
Tux e pMEHTOB MOXeT BapbMPOBATh B KJIET-
KaX pasHBIX TKaHell B Ipe- H IMOCTHATATBHOM
nepuoaax.

MeTtoapl ycTaHOBIEHHA OMOXMMHYECKO-
ro gedekTa oOBIMHO CBSI3aHBI OO ¢ OLleH-
KOM aKTUBHOCTU (pepMeHTA, MO0 C BBISBIIE-
HHeM JApyrux OeJIKOB, YYacTBYIOLIMX B (ep-
MEHTATHBHOM peakilir, MO0 ¢ onpeaeieH -
eM TMpOAYKTOB, HAKATUIMBAKOIIHXCS B
pesynbTate (pepMeHTaTHBHOTO O110Ka. B psime
CITeLHAIbHBIX M30aHWI MOXKHO HAUTH TTOI-
pobHOe ormMcaHye MeTOI0B JMArHOCTHKH KaK
JIABHO U3BECTHBIX, TAK U CPABHUTENBHO He-
JABHO pa3paboTaHHBIX.

OcHoOBHBIC HaclleACTBeHHBIC OOJNe3HH,
JUIA KOTOpBIX BosMoxHa I1/] Ha ocHOBaHHH
OMOXMMIYECKOr o UccrieloBaHud KneTok AZK
umm coctaBa AZK, rpuBeieHs B TA0mI. 5.4.

Kaxmoit 13 nepeyucieHHBIX HO30JI0THUec-
Kix (popmM 3a00eBaHMi1 COOTBETCTBYET CBOI
NepBUYHBIN OMOXUMUYecKUit fiedheKT, T.e. Ha-
PYILIEHKE TOTO WJIH MHOT'O 3BeHA MeTabOoIIM3MA,
BBISICHEHHE KOTOPOTO M COCTARIISIET OCHOBHYHO
3a1auy OMOXMMMNYECKOM TUATHOCTUKU.

B cBA3M ¢ OBICTPEIM HAKOIUIEHUEM 3HA-
HUI1 0 TeHOMe YeJloBeKa, uaeHTH(hHKareil
HOBBIX TeHOB, WCCIIeIOBAHUSIMIA X MYTAIHii
M monuMopdpu3MOB, ¢ OJHOI CTOPOHHI,
CIIOXKHOCTBIO M 3a4aCTyI0 HeorpeaeleHHOC-
ThIO OMOXMMHWUECKUX Pe3YIIETATOB, TPYAHO-
JIOCTYITHOCTBIO CIieU(hUIeCKUX CYOCTpaToB
— C IpyTOii, IMATHOCTUKA BCe OOJTBINero Unc-
JIa HACTeACTBeHHBIX Ae(eKToB oOMeHa Mpo-
BOIIMTCY € MCIOJb30BaHHeM OoJlee YHUBEp-
CAlTBHBIX M TOYHBIX MOJIEKY/ISPHBIX METOJIOB
a"anmmza. Crmicok H/1O, g KoTopeIX yXe
paspaboTaHbl MOJIEKY/ISIPHbIE METOMBI JWAT-
HOCTHUKH, TpyBedeH B MoHorpagum B.H.
lopoyHoBoii 1 B.C. bapanoga [36].

TeMm He MeHee HEKOTOphIE OeNKu AZK,
MpexkJie BCero Tak Ha3biBaeMble 3MOpHocTie-
uudmyeckiie Genku, T.e. OEJIKH, XapaKTep-
HbIe TOJIBKO JUE IUIOAA M B HOPMe He CHHTe-
SUPYIOLLMECH B OpraHU3Me MaTepH, COXpaHi-
10T OOMBIITOE AMATHOCTHUeCKOoe 3HaueHe. K
TaKuM OeJIkaMm B [MepBYKO odepenb ClieayeT
otHecTH anbpaderonporerH (ADPII), ane-
TUIXOIMH3CTepasy, GeJIKU MUKPOBOPCHHOK
KUIIeYHUKA TUI0[A U CTePOUTHBIE TOPMOHBI.

Codepacarnue arvpaghemonpomeuna ¢ am-
HUOIMUYECKON HCUOKOCIU

A®DIT oTHOCHTCH K KATETOPHU OHKO3M-
OpUOHATBHBIX AHTUTEHOB, T.e. OeJIKoB, KO-
TOpEIE B HOPME TIPUCYTCTBYIOT TOJTBKO B 3M-
OpPUOHANBHBIX TKAH4X, B TO BpeMsd KaK BO
B3POCIHBIX TKAHAX OHW BBIABIAOTCA JIUIIb
MpY HATUYKWH OTIpeAeNIeHHBIX TUTIOB OMyXO0-
neii. Conepxanve ADIT B AK mameHsieTcs
B pasHble cpoku ObepeMeHHocTH. B HeGob-
X konmmdecTBax ADIT rnogBisiercs yxe Ha
PaHHHUX CTAIHUAX, €70 KOHLIEHTpaIHs ObICT-
po Bozpactaet nocye 10 Hel GepeMeHHOCTH,
COXpaHseTCsI Ha 3TOM YPOBHE BILUIOTH IO
17-i1 HenelH, TMOCTEIIeHHO CHHXKaeTcH
BCJeICTBHMe pasBefieHHs AZK Mouoit rutoga
nocne 20 Hex GepeMeHHOCTH. Tak, MakCcH-
MmanbHoe coaepxaHue ADIT (oxkono 3000
MKT/MJI) B CBIBOPOTKE KPOBHU 17102 HaGmo-
Jaercst Mexay 10-it m 14-ii Heneneit Oepe-
MEHHOCTH, OHO B COTHM pa3s IpeBbIlIaeT
ypoBeHb ADIT B AZK 1 B TEICSIUM pa3 — B Ma-
TePHHCKOI CHIBOPOTKE B MCCIEAVEeMbIi I1e-
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Ta6nuua 5.4. OCHOBHLIE HACNENCTBEHHBIE 3a60NeBaHs, ANs KOTOPLIX BO3MOXHA NpeHaTasbHasi AMarHoCTUKa
BNOXMMUYECKMMW METOLAMM

Tun Goneann

Hoszonornyeckue dpopmbl 3abonesaHunin

A. BonesHW HakonneHus
NPOUEBOAHBIX
XonectepuHa

bE. HapyweHus oBMmeHa
MyKOnonucaxapuoos

B. HapyweHus oBMmena
aMVHOKMCINOT U
OopraHn4yeckny. KMcnoT

. HapyweHua otmeHa
YrAEBOAOB WK
NUKOMNPOTEWHOR

1. lNpoyre HapylweHns

BonezHs Mabpu, cemeliHas runepxonectepuHemus, Gonears (hapbepa,
BonesHb [Nowe (petckasn u Bapocnas Gpopmbl), raHrnmoangoes GM1, tune |
n ll, raHrnnosnaes GM2 tun | (6onesHs Tea — Cakea), Tun |l (6oneaHb Ca-
orodga), raHrnmuosmnpoa GM3, GonesHe Kpatbbe (nefikoincTpodua Kpyribix
KNeToK), MeTaxpomarmieckasn neikoaucTpodus (ASTCKWA, IOBEHUNBLHBIA 1
B3pOCnbIA TWNB), MHOXECTBEHHLIFM 0edrunT cynedartassl, AepuumT Heil-
paMuH1Oa3el, Goneads Humana — MNuka, Tunel A, B w C, Gonezds Pedgoyma,
GonezHs Bonmana

CuHppom lNypnepa (MINCIH), cuiopom Lieie (MITCIS), cuiopom XaHTepa
{MIC A u IB), cuHapom CaHdgunnnno (MIC A w HIB), cuHppom Mopkuo
{MT1C IV), cungpom MapoTto — Jlamm (MIC VIA 1 VIB), peduunt o-rmoky-
poHnfazel (MIIC V)

JeduumT aprmHassl, aprMHUHOCYKLIMHATYPUS, LIATPYINIMHEMWS, LMCTATUO-
HUHYPWS, LIMCTUHO3, AeduumT aurvaponrepriMHpe aykTasel (Bapuant hkY),
rNoTapoBas aumasMus, TMCTUAVHEMUS, TOMOLIMCTUHYDKS (BUTaMuH B, —
HYBCTBUTESIbHBIN U BUTAMWH B, — PE3UCTEHTHLIN TUMI), TUNepBauHemMs,
LePUUMT 3-M1apoKCn-3-METUNMMYTapUNKOSH3UMIKMa3E!, TMNepPoPHUTUHE-
Mus (Dopoaoyatas atpodua XoOpKoHa M CETHATKM MNas3a), naceaneparaum-
OemMud, BoNe3Hb «KNIEHOBOTO CUPONas (TSXENLIA M NepemMeXaioLLMicH TUIb ),
nepuLMT MeTuneHTeTparnppodgonatpenykrassl, MeTUNManoHoBas aumae-
Must (BUTaMUH B, — YYBCTBUTENEHLIN W BUTaMUH B, — Pe3NCTEHTHLIN TUME ),
LeduUMT NpoNUAa3kl, NPoNUMoHOBAad alWMAeMUs (KETOTUHECKAA TUNEPRTTIMLM -
HEMISR), CaxaponuHypus, AehnunT cynbpHUTOKCHOAaSH!

ACnapTUNImoKo2amMUHYPUS, GYKo2na0o2, 0edUUMT FanakToKMHazE, FasaKk-
TozemMus, AepUUMT rMiokoso-6-gocdarneraporeHastl, 6oNeaHn Hakon-
neHns rnkoreHa (tunel 1,2,3,4,6,8), MmaHHo3nnos, peduyur nupyearge-
KapBokcunazsl, fedyuvT NupyeaTkapbokeunassl, feguunT NMpyearaern-
poreHasel

Octpas nepemexatollasics nophupus, nedbuunT aieHoNMHOSaMUHASE,
OePULNT o, -aHTUTPUNCKHE, XPOHUYeCcKan rpaHynemarosHas GoJiesHb,
BPOXJeHHad runepnnasmng HaanoYeyHWKoB, BPOXAEHHLIA HedppoTUHeCKUi
CUHAPOM, KUCTO3HLIA PUBpos (MyKOBUCLIMAOS), runodocdarasns, mMxTi-
o0z (pednumnt creponacynbdarassl, X-cuenneHHuiii Tun), cuHapom Jelwa
— HuxaHa, pedpuvumt nuaocomansHoi kuenoii gocdarassl,ciHapom Me-
Ke, opoToBas auMaypus, NMUIMEHTHas kcepopepma

puoa. Ha 17-i1 Hemene GepeMeHHOCTH CO-
nepxanue ADIT B cHIBOPOTKE KPOBH IUIOAA
npubnusuTensHo B 50 000 pa3s Beille, yeM B
MAaTepUHCKOI CEIBOpOTKe, U B 150 pas BHIIIIE,
YyeM B OKOJIOTUTOAHBIX BOAAX.

Jlo MccnenoBaHM AHMATHOCTHYECKUX 00-
pasioB HeoOXOAMMO B KaXkaI0M Jabopatop-
HOM LIEHTpe MOJIYYUTh CBOM MeIUAHbI (HOp-
Mbl) comepxanusd APIT B AZK nns kaxnoii
Henem OepemMeHHOCTH. OTKIOHEeHHST 00bIU-
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HO BBIpAXAaT B eAMHUIIAX, KPATHBIX HOP-
MabHOMY YPOBHIO JUIs JAHHOTO CpOKa Gepe-
meHHOocTH (MoM).

B nabopatopuu rmpeHATATBHOI JUATHOC-
THKHA MHCTUTYTA aKylllepcTBa M THHEKOJO-
i uM. J1.0O. Otta PAMH (Caukr-Iletep-
Oypr) ¢ 1989 r. rnpoBoaMTCs McclieloBaHue
AZK GepeMeHHBIX IPYIIIIEI BEICOKOTO PHUCKA
M0 POXIAEHUIO JeTeii ¢ meeKTaMu HepBHOM
TPYOKH U APYTUMH TIOPOKAMM PA3BUTHSI.
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s uMMyHo(epMEHTHOIO aHAN34 COo-
Jnepxanua APIT B AZK Mcriolib3yroTcs cTaH-
napTHble HAGOpHl peaKTHBOB (HAIpUMep,
TecT-cucTeMbl «Pom-MockBa» Wi «AnKop-
buo» (Cankr-IletepOypr)), npu 3TOM OKO-
JIOTIIOAHBIE BOJBI HEOOXOANMO pasBOIMTH 10
KpaitHeit mepe B 100 pa3, Tak Kak comepika-
Hue ADI1 B AZK B HOpMe COCTaBIsIeT HE Me-
Hee 5 MKT/MIL

ITopenueHue ypoHsa ADIT B AXK B He-
CKOJIBKO pas SIBIIAeTCH cepbe3HbIM MpH3Ha-
KOM Hamuuus ged)eKToB HEPBHOM TpyOKH,
TnepenHei OpONIHON CTEHKH WIIH APYTUX
aHOMANIU, BCIEJCTBHE KOTOPBIX MPOHCXO-
JUAT UCTEUYeHHE TKAHEBOI XHUIKOCTH (CBIBO-
poTKn) 1ona B AXK.

Auemuaxoaunscmepasa u npeHaAMaIbHAA
duazHocmuka depexinoe HepeHoil mpybxu

ALeTWIXONMUHACTepas3a (AXD) oTHOCHTCH
K KJaccy 3¢Tepa3s, yUaCTBYIONIMX B THAPOIH-
3€ XONMMHOBLIX 3¢upoB. CylIecTBYIOT ABa
OONBIUMX KJlacca: OYTHPHIXOJIMHICTEPA3HI
(rceBIOXOJIMHACTEPA3bl) U UCTUHHBIe AXD.
['aBHOI TPYIHOCTBIO B U3Me peHuH AXD B~
JISIeTCsT MUCKPUMUWHALIMS aKTHBHOCTEM IBYX
depmenToB, rostomy B I1]] Mcrone3yeTcs
METOM KA4eCTBEHHOTO MCCIIeIOBaHUA U30-
(epmeHTHOrO CcocTasa, rMpyu KOTOPOM B T10-
JIMAKpUIAMUIHOM Tefie B oGpasiiax AZK mno-
JIOB ¢ aH3HIIehanmeii BRISBIISIeTCS CIIeIH(I-
yeckad ObIcTpo ABUraromasgcs rojoca. B moc-
JielHee BpeMd B MevYaTH CHOBA TMOABUIINCH
coobIIeHMs 0 pa3padoTKe TeCT-CHCTeM JIJIsI
KOJIMUYeCTBEeHHOro aHanmsza AXD, ogHaKo B
Haleli cTpaHe OHHM TTOKa He TTPOU3BOIATCSI.

B 1989 r. B 17 ueHtpax BenmukoOputaHun
OBLITIO IMPOBEJIEHO COBMECTHOE HCCIIENOBAHKE
o6pasuoB AXK 32 642 GepeMeHHBIX, 428 U3
KOTOPBIX MMENH TTOA ¢ OTKPBITOI CITMHHO-
MO3rOBOM TpeDKei, a 238 — ¢ aHsHIedanm-
eil. CriendpuaHocTs AXD-TecTa OKazalach
peine, yeM ADII, ocobeHHo 1pu cpoke Ge-
peMmeHHOCcTH Gonee 16 Hen. YacToTa BRISBIIE-
HMS TIOPOKOB Pa3BUTHS 110 HATWMYHIO AXD
cocTaBria 98% ripu 0,31% NOKHOIIONMOXH-
TeJIbHBIX pe3yJILTaTOB, B TO BpeMS KakK oIlpe-
neneHue conepxaHusg API mo3Bomno BeI-
SIBUTH MaTosioruio B 91% ciyuaes (ripu 0,36 %

JIOXKHOTIONMOXKUTETBHBIX JJAHHBIX). BELT cae-
JIAaH BBIBOJ O BBICOKOIW MH(MOPMATUBHOCTH
KoMmIutekcHoro onpegenenist API n AXD
BO Bcex A ¢ TOBBIIIEHHBIM COfiepKaHueM
ADITI.

CornacHo HallMM HabMONEeHUAM BO BCeX
AZK 1utonos ¢ gedekTaMy HepBHOH TPYOKH
MEeTOIOM HATUBHOTO 3/1eKTpodropesa B O~
AKPUTAMUIHOM TeJie oTpefesisieTcs: Haauune
crienrdudeckoii nzodopmbl AXD. Crenyer
OTMETUTB, UTO rposeieHe B CaHkT-Iletep-
Oypre IBYXypOBHEBOTO YJIETPA3BYKOBOTO 00-
cleoBaHus OepeMeHHBIX TIO3BOMSIET B TTOC-
JiefITHWe TOJBI BBIABIATE OOJBIIUMHCTBO TPYy-
OBIX TIOPOKOB pasBUTH, He TpHOETasd K H3-
mMeperio ADTT n AXD B AXK.

Taxkum oOpazom, BHoXUMHYeCcKOoe HCCTie1o-
BaHue A K 11 BeIsiBieHM Ae(DeKTOB He pBHOI
TPYOKM WU IepeIHei OPIOLLIHOI CTeHKH TTpo-
BOIMTCSH B CJIy4ae pe3Ko IMOBBIIIEHHOIO YPOB-
Ha ADI1 B ceiBopoTKe KpoBH (Oonee 2,5 MoM
B 15—17 Hem) ¥ TIpH OTCYTCTBHM YJIBTPA3BYKO-
BBIX JAHHBIX O MATONOTHMA TLIOJA.

OO pasiel AZXK rmonyqaroT npH aMHHOLIEH-
Tese IyTeM acIupanuu 5—10 MIT KIIKOCTH B
cpokn GepeMeHHOCTH OT 16 10 26 Hen. AXK
ueHTpugyrupyior 20 Mun rmpu 2500 06./MuH
1 JTHO0 HETTOCPEACTBEHHO MCTIONB3YIOT, MO0
XpaHAT J10 WCCHeNOBAaHMS [IPH TeMIlepaType
-20°- 70° C. Conepxanue ADIT B AXK ompe-
JIETSIIOT METOOM paKeTHOTO MMMYHO3IEeKT-
podopesa WM UMMYHO(epMeHTHBIM MeTO-
JioM. TToapoOHO ¢ METOMKOM onpefeeHUs
ADIT u AXD B AXK MOXHO 03HAKOMHUTECS B
pykoBoacTie |41].

Hszyuenue axmuenocmu ¢heprmenmos xu-
WEeYHUKA HA00A 6 NPeHAINAbHON OUazHOCII-
Ke MYKoGUCHU003a

C 1980 mo 1985 1., T. e. O TIOSIBIEHHS MO-
JIeKYISIPHBIX METOMOB, JIOPONIOBAS IUATHOCTH-
Ka MYKOBMCLIMIO3a IPOBOAMIACH MCKTIOUH-
TeJIBHO HA OCHOBAHMM HU3YYeHIS AKTHBHOCTI
HEKOTOPBIX (pepMEHTOB KHUIIIEUHHKA TUIOAA B
AZXK. Unesa I1[1 sToro 3aboneBaHus NMyTeM HC-
CIIe/IOBAHUS aKTUBHOCTH (he pMEHTOB MUKPO-
BOPCHHOK KWIIEYHUKA BO3HUKIIA B CBSA3HU C
TeM, UTO CpeaH KIeToK AZXK GONBIIYIO YacTh
COCTABILSIIOT SIUTETHANIBHBIE KIeTKH TUIONA.
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BEI710 YCTAHOBIIEHO, UTO XapaKTepHBIe 1A
OOJIBHOTO MUI0a U3MEHEHHA B CIieKTpe Oell-
KoB AZJK orpenensitoTcsi B TeUyeHHe CpaBHU-
TeJIbHO KOpoTKoro repuona (¢ 16 mo 20 Hepn
OepeMeHHOCTH) M, MO-BUAMMOMY, SABIIAIOTCH
pesyNpTATOM HAPYIIEHHS TPOXOJIHUMOCTH
KHIIIEYHUKA BCISICTBHE TPAHIUTOPHOTO WA
nepcucTHpyoliero uiaeyca. I'pymnmnoii aHr-
MHCKUX HMccneaoBaresieii Obld paspabota-
Hbl U OCHOBHBIE KpUTepUH BepH(pUKALIMU
JIUarHo3a MYKOBUCUMI03a Y TUIOJA, TaKHe
KaK MEKOHHUATLHBIN WITEYC, TIOBBIIIEHHOE CO-
JepXaHue ambO0yMHMHA B MEKOHWM TOHKOTO
KMILIEYHHUKA, HAIMYHE MU3MEHEHHIT B BEIBOJI-
HBIX MPOTOKaX TTOKEYIOTHOI XKeJe3hl.

HecMmoTps Ha pasBHTHE MOJIEKYIIIPHO-TE -
HeTHYeCKUX UCCIIeI0BAHWIA MYKOBUCITHI03a,
JMAarHOCTHKA 3TOro 3a00neBaHMs MOJIEKY-
JIAPHBIMHU MeTOHAMU HepeJKo CYIIeCTBEHHO
3aTPy/IHEHA B CBA3M € TeM, YTO B CEMbe BEI-
COKOTO pHCKa, rje O0MbHOM MyKOBMCIIHIO-
30M peOeHOK yKe yMep, MyTal[iy reHa MyKo-
BUCLIMI03a HE YAAeTCH UIeHTU(PULIMPOBATE.
CrneoBateylbHO, CTAHOBATCS HEBO3MOXHBI-
MU KaK IpsMast, TAK U HeTIpSIMAas MOJIeKYJIsp-
Has IMarHocTrka. OcobeHHO YacTo TaKasi CH-
TyalMsl BCTpeuaeTcsl B Hallleli cTpaHe, rje
MOJIEKYJIAPHBIMUA MeTOJAMH MAEHTHU(RUIIN-
pyetcs He 6onee 65-70% MyTAHTHBIX XpOMO-
COM, a YMCJIO ceMeli BBICOKOTO pHcKa, oOpa-
marommxcst st [1J1 mykosucumnosa, y Ko-
TOPBIX OONBHOM pebeHOK yiKe yMep, HOCTH-
raet 80% [36, 37]. Bce aTH ceMBM OyayT
CUMTATBCS TOJHOCTEIO HEeMH(POPMATUBHEI-
MM, T.€. HempurogHuIMu st [1/1 momexymsip-
HBIMM MeTOnaMH. Ecii MyTaliys reHa TpaHc-
MeMOpaHHOro Oenka WaeHTH()HUIIMPOBAHA
TOMBKO ¥ OJTHOTO U3 POAUTENEN U UCCIIEN0-
BaHIe TTOMMMOpP(pH3Ma B CBSI3H C OTCYTCTBH-
eM OONBHOTO pebeHKa 6eCCMBICTIEHHO, CEMbSI
CUMTAeTCH YACTUYHO MH(OPMATUBHOIN. BHO-
xummHueckad 11 mykopucimmosa Bo Il Tpu-
MeCTpe TIPOBOAWTCS B YACTHIHO UHpOpMAa-
TUBHBIX CEMBSIX, €CJTA TJI0/1 TIOJTYYMI U3BeC-
THYIO MYTALIMIO OT OTHOTO M3 POAMTENEH, TN
B ITOTHOCTHIO HEMH(POPMATUBHEIX CEMBSIX.

B Haweii ctpaHe GHOXMMUYECKAsS A0PO-
JIoBasi AMATHOCTUKA MYKOBHCITHI03a ObLIa
Hauata B 1986 r. B MHCTHUTYTE 3KCTIepUMEH-
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TaneHoi MeauuuHel AMH CCCP (CaHkr-
ITetepOypr), a ¢ 1987 r. NpoBOAMTCS B CO-
30aHHOM B MHCTUTYTe aKylllepcTBa ¥ TMHE-
koJtorud um. [1.0. OtTta BececorosHoM, a HEIHE
BcepoccuiickoMm 1LieHTpe MpeHaTalIbHOM J1-
arHOCTUKM MykKoBHciMaosa. [TogpobHo me-
TONHMKA OMOXUMHYECKOM JTMArHOCTHKHM MYKO-
BHCIIMI03a TIpUBeaeHa B o03ope [41].

buroxumuueckasa npenamaivnas duazroc-
IMUKA GPONCOCHHOI 2UREPRAA3UN KOPBI HAOHO-
YCHHUKOG

OnHoit 3 HauOoee pacrpocTpaHeHHBIX
(hepMEeHTONATHIA ABIbeTCH BPOXKICHHAA TH-
repruiasisa Kopel HaarmouyeyHukor (BI'KH),
00yCITORNIEHHAS HAPYILIEHHEM CUHTE3a KOPTH-
30J1a BCEACTBUE HEOCTATOUHOCTH (pepMeH-
Ta 2 1-ruapokcunassl. Yactora 3Toro 3abone-
BaHMA Cpefli HOBOPOXIEHHBIX cocTaBiiseT 1/
5000 — 1/15 000. 3aboneBaHue MMeeT ayTo-
COMHO-PeIIeCCUBHBIN THM HACTEIOBAHUS T
XapaKTepu3yeTcsl BEIPaKeHHBIM TeHeTHIeC-
KUM M KIMHUYECKUM MOJIMMOPGU3MOM.

11 conmprepsitoreii popmel BIKH Bo 11
TprUMecTpe 6epeMeHHOCTH MeTOIOM HUCCIIei0-
BaHM$ TOPMOHOB ITPOBOIUTCS € CepeArHEI 70-
xronor |42]. B Poccrn 3T MccnienoraHHs BB -
nonusored B Mockse B HIIATHIT PAMH.
AMHHUOLIEHTe3 [MpoBoAUTCH Ha 9—12-i1 win
16—24-i1 nepene GepeMeHHOCTH. ONTUMAITB-
HBIM cpokKoM cuuTaiorcs 10—11 Hen, Koraa
TPU BBIABIIeHUM OOJIBHOTO T1/101a MOXKHO TTpe-
pBath OepeMeHHOCTB 110 12 Heal. JInarHos cta-
BUTCS ITyTeM onpeneneHus B AZK yposHs 17-
OKCHITPOTeCTepOHA C TIOMOIIIBIO PATHONMMY-
Honorudeckoro metona [41]. Cnenyer, ogHa-
KO, HAIIOMHMTB, YTO B HACTOMLLee BpeMs
Oosee HATEKHBIM W 3((PEeKTUBHBIM CUATACT-
cs1 meton JIHK-nMarHocTHKK agpeHOreHu-
TAJIHOTO CHUHIpoMa [36].

I'eH 21-TUAPOKCHIA3H MIeHTUGHUIPO-
BaH M KapTupoBaH. [ TogpobHo U3yueHbl Hau-
Gornee YacTo BCTPEUAOIIMECS MAaKOPHBIE MY-
TaI[W, XapaKTepHble s xkureneii Poccuu.
MonexkynsapHas puarHoctuka BI'KH nipoBo-
JuTcs B Memiko-reHeTHYeCKOM Hay4YHOM
eHTpe (Mocksa) U MHCTUTYTe akyllepcTBa
U ruHekonoruu um. JI.0. Otta PAMH
(Canxkr-IlerepOypr).
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JOUMITNIAHTAITMOHHAA TUATHOCTUKA

JouMnnaHTallHOHHasA JTUarHOCTUKA
(1) — HoBoe HarpaBieHue B IT]1 Hacnen-
CTBeHHBIX DoJIe3Hel, Bo3HuKIee B 90-x ro-
Jax bmarogapsi pasBATHIO METOIOB BCTIOMO-
raTeJIbHOM perpoLyKLuMU (3KCTpaKopIio-
PAJIBLHOTO OIIOJOTBOPEHMS ), METOIOB MO-
JIEKYJIIPHOI LIUTOTeHETUKH (pa3JIMIHbIE
papuanTel FISH) u monexynsapHoii reHeTH-
k¥ (BapuaHThl [1L1P), mpueMiaeMbIx i1 aHA-
JI3a TeHOMA eIMHHYHBIX KJ1eToK. Eciu nep-
BbIe ycrieliHble MorbITK| JIJ1 ObL1H orpaHu-
YeHHI OripefiefieHueM Ioa 3MOpHoHAa TIpr
X-cueneHHBIX 3a00neBaHusIx [43 ], To BHaA-
cToslee BpeMs CIeKTp HacleACTBeHHBIX
GonesHell CYLIEeCTBEHHO YBEJWUYMIICH W
BKJTIOUAET He TOJIbKO MHOTHe MOHOTE€HHBIE
(MYKOBHCIMI03, (PeHUIKETOHYPHSI), HO U
pa3nuuHbIe XPOMOCOMHBIe DoJle3HM (Tabmn.
5.5). CornacHo mocnegHuM JaHHbBIM, K 2001
I. B MHpe npoBefeHo okono 2500 1. TToc-

Tabnuua 5.5, Crncok OCHOBHBIX XPOMOCOMHBIX U MO-
HOreHHbIX 3a6oneBaHni, AOCTYMNHLIX 015 AoUMNNaHTa-
LMOHHOW OMarHoCcTUkKM [45]

XpOMOCOMHBIE aHOMaTUK
TpaHcnokaumm
Heneuwn, nHBepcUn
MaoHo-, An- U TPUCOMUK

['eHHEle GonesHn
AnpeHoneikoameTpodua
MyKoBMCLMAOS
Boneank Tea — Cakca
Femodunusa Au B
CepnoBWIHO-KIETOHHAA aHEMKUS
Tanaccemusn
HenoctaroyHoCTh O, -8HTUTPUINCUHA
BoneaHs Matpu
CyHOpoM NOMKOI X-XpOMOCOMBI
bonesHk Jlewa — Huxana
MuopucTtpodua oleHHa
HepoctarouHocTe riokoao-6-dhocdoneria-
poreHassl
Xopea 'eHTHIToHa
BoneaHs lNowe
deHUNKeToHYpUA
CrnvHaneHas MellleqHas atpodua
MuoToHWYeckaa aucTpogus
X-cuenneHHas rniapouedgania
MuoxecTBeHHan anudua3apHas AMcrnasmna

Jie oTceBa GOJIbHBIX 3apOJbIlieil U TpaHC-
[UIAHTALIMKA B MATKY pelMITMEHTOB OCTaB-
mmxcst sMOpuoHoB B 500 cnyJasx poquinch
3M00poBbie AeTH |44].

B Poccuu J1/1 aenaeT TONBKO NepBblie Waru
M I10 CYTH COCPeOTOYEHA B HECKOJIBKUX LIeH-
Tpax BCIIOMOTaTeIbHBIX PEIPOAYKTHBHBIX
TexHosoruii B Mockse u Cankr-IletepOypre,
MpUYeM M B 5THX LIEHTPax OHA OTpaHHYeHa
JUArHOCTMKOM I1oJ1a TU1ojia (TlaHHpoBaHKe
ceMbU U X-CLeIJIeHHbIe 3a00JIeBAHNA ), A TAK-
JKe UCKJTIOUeHHeM XPOMOCOMHBIX abeppaliunii.

CnellyeT HalTOMHUTD, YTO MaTepHUAIOM
Jutd J1J1 ABioTes MOJApHbBIe TesbLAa WK OT-
JleJibHBle BracToMephl Apo0Osdieiica fdite-
KJIEeTKH, TIONyUeHHbIE MUKPOXHPYPrHIeCKHUM
MyTeM OT JIOMMILTAHTAITMOHHBIX 3apObIIIeiA
— TIPOAYKTOB 3KCTPAKOPINOPAIBHOIO OILIO-
JioTBopeHusI |46]. B 3aBUCHUMOCTH OT MaTe pH-
ana JIJ1 MOXHO ToJIpazieJIiTh Ha TPeKOH-
LEeTIMOHHY (AHAIM3 TOIMPHLBIX Tenell) 1
COOCTBEHHO JOMMITIAHTALIMOHHYKO (aHAIN3
onactoMepoB MIIM KiIeToK Tpodobnacta).
KpaTko paccMOTpUM OCHOBHBIE TTPHHLMUITHL
J1J1, BOBMOXHOCTH TAKWX TTOIXOIOB, UX TIpe-
MMYIIECTBA U HETOCTATKH.

Juacnocmuxa c ucnoavzoeanuem noaspuvix
rme.iey TIO3BOJISIET ITPOBOIUTL OTOOP OOLIUTOB,
He HECYIIMX TeHHBIX U TeHOMHBIX MYTAlIWii,
Jutst ortopoTBopeHus. [ osmy4yeHs! yoeauresb-
HbIE JI0KAa3aTeJIbCTBA TOrO, YTO YIAJEHHe Tep-
BOI'O IOMSIPHOTO TeNbIA He HAPYIAeT IpoLiec-
COB JIpo0nieHUsT U UMIUIAHTALIUH, A TAKXKE He
BIMSET HAa sMOpHoHaTBHOE paspuTHe. [Tomnsip-
HbIE TeJbLIA Yalle MCITONB3YIOT U1 JHATHOC-
THUKHA MOHOTeHHBIX 00J1e3He . OCHOBHAA TPO-
Gnema — OonblIasg BepOSITHOCThL HETOUHOTO
MPOTrHO3a O TeHOTHUIIE OOLIWTA IO pe3yJIbTaTaM
TECTUPOBAHUA TONBKO TEPBOTO TOMAPHOTO
Tesbla. BeposATHOCTE IMonagaHusd B OOLMT
BTOPOTO TOPSIIKA XPOMOCOMBI, HECYIIEH My-
TALIMIO B Pe3YyNBTATe KPOCCHHIOBEpa, Teope-
THYECKU cOCTaBIsIeT 50%, MO3TOMY TOUHBII
JIMATHO3 O HAJIMUMH OTIPEIeNIEHHON MyTallui
MOXKeT OBITh [MOCTABJIEH TONBKO IMOCIe OKOH-
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YaHHA BTOPOTo JielieHHd Melo3a, T.€. 10 BTO-
POMY TOJISPHOMY TeJIbLLY, KOTOpoe oOpazyer-
sl y2Ke TocJie OTUIONOTBOPEHUSI STIMTIEKJIeTKH.

Btopas pobnema obycioBieHa ocobeH-
HOCTSIMWA TIPUMEHEeHWs] MOJIEKYJIsipHO-TeHe-
THUYECKHX METOIOB JIJI AMATHOCTUKH ¢JIM-
HUYHOW KJIeTKA. Ha pe3ynsTarhl HCceaoBa-
HUSI MOTYT TIOBJIMSITL pa3IMdHble (PAKTOpPHI,
B YAaCTHOCTH KOHTaMMWHaius oOpasiia uin
ycnoBus riposeenus TTLIP.

JUTd ripeoiofieHUs 3TUX MpobieM paspa-
GOTaHBI METO/THI TIOCITEIOBATETEHOTO AHATH-
3a | ¥ 2 DO pHBIX TeNell IPH MOMEKYITIpPHOI
JIMArHOCTUKE AyTOCOMHO-PELeCCHBHBIX 3a-
OoneBaHMiA [46]. JOCTUTHYTEL YCIIEXH U B pas-
paboTKe ONTUMATBHBIX YCIOBUIA TS TIPOBE-
gexus TP Ha eAMHUYHBIX KJIeTKAX, KOTO-
pbie crocoOCTBYIOT CHYDKEHHWIO BEPOSITHOC-
TH OLIMOOYHOIO JUArHo3a. BTH ITOJXOAbI
MO3BOJIAIOT YCIEIHO NpuMeHATs L1 B cny-
yasx X-CIerIeHHBIX, AyTOCOMHO-IOMWHAH-
THBIX W pelleCCUBHBIX 3a00meBaHMil.

[MpobneMa mUTOreHETUUECKOTO aHATH3A
MOJIAPHBIX TeJel 3aKJI0YaeTCH B HEBO3MOX-
HOCTU MPUMEHEHUS TPATUILIUOHHBIX METOJIOB
uccnegoBaHusl MeTadazHBIX XPOMOCOM.
BonsumiiaeTBo pador BemtonHeHo FISH-Me-
TOMOM € HcTioNb3oBaHeM cMecH JIHK -30H-
JI0B, creU(pHUIHBIX K NMPUIIEHTPOMEPHBIM
YUACTKaM OTJIeJIbHBIX XpoMocoM [47].

B miocnentve roan! pazpaboTaHbl U aripo-
OMpOBaHBI METOJIBI MTPUTOTOBIEHMS XPOMO-
COM M3 IOMSAPHBIX TeJIELl YeJIOBEKA, IPUTol-
HBIe IS CTAHAAPTHOTO IUTOTeHEeTHIeCKOTO
aHamiza. [lpennoxeHHble MOAMpUKALINNI
yXKe TO3BOJMIN TIPOBECTH XPOMOCOMHBIH
AHAJIM3 TIePBBIX MOJIIPHBIX Tenell ¢ 3¢dek-
TUBHOCTBIO 94,1% [48]. Craau nocTyIHbIMU
JUTSE CTAHAZAPTHOTO aHAMN3a W XPOMOCOMBI
BTOPOTO TIOSPHOTO TeJbLA TOCIe €r0 MHb-
€KMW B LIUTOILIA3MY SHYKIEUPOBAHHOT O
oouTa [49]. OpHako npeooyieHue MeToIu-
YeCKUX TPYAHOCTeil He pelraeT mpobaeMy
TOYHOCTH [[UTOT€HETHYECKOH JJUATHOCTUKHA
10 TIOJISIPHBIM TeJiblaM. Tak, aHAIu3 TiepBo-
IO TOJIAPHOIO TeJblla MO3BOJMeT perucTpy-
pOBATH AHEYTUIOMIMIO, BO3HUKILYIO BCJE/I-
CTBHE aHOMAaJIbHOI cerperaliid XpoMoCoM
JIMIITH B TIEPBOM JIeJIeHUI Mei03a, B TO BpeMs
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KaK YacToTa aHeYIUVIOMIHBIX BTOPBIX IOJIAp-
HBIX TeJlel] cocTaBIsgeT okono 25% [49]. bo-
Jiee Toro, 0OHApY KeHA BLICOKAS CTeMeHb HC-
KOPAAHTHOCTH XPOMOCOMHBIX HAOOpPOB BO
BTOPOM TOJISIPHOM TeJIbLe ¥ B MAaTepHHCKOM
MpoHyKJIeyce y Meleit [50]. D11 obcTos-
TEeJNBCTBA, OOYCHOBIEHHBIE AHOMAIBHOI Cer-
perauueii xpomatua B aHadase II, craBsirion
COMHEHHe KOPPeKTHOCTh MUATHOCTHKH Ha
OCHOBEe aHAIM3a XPOMOCOM ITOJIAPHBIX TeJIeLl.

Takum oOpazoM, BO3SMOXHOCTH JUTA Tpe-
KOHIENIIMOHHOIT TMAarHOCTHKK HACIe-
CTBEHHBIX O0JIe3HEI YKe pealbHO CYILeCTBY-
10T. BMecTe ¢ TeM HCITONB30BaHMe TIOJAPHBIX
TeNew A MONEKYIAPHO-TEHETHYECKOTO U
LIMTOTeHETUUECKOTO aHAT3A TTOKA ellle He
CTalO0 TIOMYJIIPHEIM Cpelll CIelHalucToOB
JI. CIOXHOCTH METOTHYECKHUX TIPUEMOB
padoThI ¢ eIMHUYHBIMU KJIeTKAMH K 60JTbLIALA
BEPOATHOCTDH AUATHOCTHYECKHX OLIMOOK He
OTPABIBIBAIOT 3HAYUTETBHBIX (DMHAHCOBBIX
3aTpar Ha TIpoBefieHHe TPeKOHLIeTIIIMOHHOI
JIMArHOCTUKH.

Jluaznocmura na wzoaupoeanusix Gaacmo-
Mepax TIO3BOJIET TIONYUYUTh TOUHYIO HHGbOp-
MAIHIO O TeHOTHITe 3MOpHoHa. B ocHoBHOM
ouoricus 1—2 61acTOMEpOB OCYILECTRIIETCS
y s5MOpHOHOB Ha ctaguu 8— 10 kietok. Ilo-
CKOJIBKY Ha pAHHUX CTaaWsIX ApobGrIeHus Bce
OGnacToMephbl TOTUIMMOTEHTHHI (T.€. B3aMMO03a-
MeHSeMbl), yaaleHHe HeCKOJIbKHX KJIeTOK He
CKa3bIBAeTCH Ha JaTbHEIIEM pasBUTHH 5M-
OpuoHa [46]. MeTomnuecKn aHaIN3 eUHAY-
HBIX O6J1aCTOMEPOB OT APOOSIIIUXCS 3aAPOIbI-
LIeH TPUHLIMTITHANIEHO He OTIIHYASTCS OT aHA-
JI3a MOJISIPHBIX TeJlell.

Beibop MeTona MOJNEKYIAPHOIM THArHoC-
TUKU OTPEJEeNsIeTcs: crieluUKoil UCCnemy-
eMoii MyTauH M BKTouaeT Kak [THP o on-
HOBpPEMEHHOM JeTeKIIMH HeCKOMBKHX MyTa-
it (MyneturekcHas ITLP), Tak u Gonee
cnoxusie JIHK-metonwr [36]. X mprivene-
HHE TTO3BOJIsieT MPOBOANTE JUATHOCTHKY
HanboJee pacnpoCcTpaHeHHBIX ayTOCOMHO-
peLecCMBHBIX MOHOT€HHBIX OoJie3Hel — My-
KOBHUCLMI03a, f-TalacceMUU, CITMHAIBHOI
MBIIeyHo atpogun, Oone3Hu Tesi — Cak-
€a, a TAaKXKe ayTOCOMHO-TOMMHAHTHBIX - MH-
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OTOHWYECKOM aucTpoduu, cuHapomMa Map-
¢ana, xopen [ eHTHHITOHA U X-CLIETJIEHHBIX
— muoarcTpodun [olleHHa W CHHIpOMA
JIoMKO#i X-XxpoMocoMBI (cM. Tabm. 5.5).

[mroreneTuveckas JIJI mpoBoaMTcsi Ha
1-2 6nacromepax FISH-MeTonoM ¢ HCTTONB-
sopaHueM JIHK-30H10B, cniend@UIHbIX K
TMPULIEHTPOMEPHBIM paifoHaM Xpomocom 16,
18, 21, 13, X, Y |51]. B cnyuae rerepo3uror-
HOT'O HOCUTEJIBCTBA TPAHCIIOKALIMU OHUM U3
pomuTenei rmpeArpUHUMAOTCH MOTTBITKH MC-
TOJb30BaHMs 1LleIbHOXpoMocoMHBIX JIHK-
30H/IOB.

[Tpobnema TMATHOCTUKM TeTepOILIOMINI
OCIOXKHAETCH BEICOKOM YaCTOTON XpOMOCOM-
HOT'O MO3aHIM3Ma HA PAHHWX CTAIUAX IMO-
puoreHesa yenoBeka. Tak, mokasaHo, YTO
38—46% mopdonorinyecKu HOpMaTbHBIX M-
OpMOHOB Ha cTaTuK 8— 10 KIeTOK MMEIOT TpH
U 6onee aHeyIUioMAHBIX OnacToMepa [52].
Uncno GnacToMepoB, pasmUIaONUXC 110
YKUCITY M HAOOPY XpOMOCOM, MOXKeT JOCTHUTATD
TMOJIOBMHBI BCEX KNeTOK 3apoasia |53, 54).
IMTocKonbKy 3aKI0UeHWe, OCHOBAHHOE HA
aHamze 1—2 KJeTOK, He B ITOJIHOM Mepe OT-
paxaeT XpOMOCOMHBIN cTaTyc (popMHpYIO-
HIETO 3apoablila BCJIIEICTBHE BBICOKOI1 YacTo-
Thl AHOMAJIBHOM Cerperaimn XpoMocoM TIpH
JpoOJIEHUH 3UTOTHI, BEPOSTHOCTD JIMArHOC-
THYECKUX oLIMOOK BenuKa. [Tosromy J1J1 Mo-
XeT ObITh peKOMEHIOBAaHA B CITyUYasiX BBICO-
Koro pucka (25—-50%) poxzaeHust pebeHKa ¢
HACJEICTBEHHON TaTOTOTHE.

Huaenocmurxa na cmaduu b6aacmoyucmot
SIBIISI@TCS OTHHM M3 Ie pCeKTHBHBIX HATIPaB-
Jrenuit J1JT [46, 55]. Ha craguu OnacToucTsl
3APOJIBITIT COCTOMUT MPpUMepHO 13 60— 100 KJ1e-
ToK. I'lpn Bu3yamauuy Tpodo- u 5MOpHO-
Onacta Ge3 yiepba a1s pa3BATHA 3MOpPHOHA
MOXHO yaamuTh 10 10 KieTok Tpodobiacta.
OnHako creayeT YYMThIBATh, YTO KYJIBTUBH-
poBaHHe SMOPUOHOB in Vitro B IporpaMMax
5KCTPAKOPIIOPaATBLHOTO OTUIOAOTBOpEHUS
(2KO0) penko 1oBoasIT A0 cTaauH O1acTOLH -
CTBI, TAK KAK CITOCOOHOCTH TAKUX 3SMOPHOHOB
K UMIUIAHTALIMK MOXET OKa3aThCs CyIle-
CTBEHHO CHIDKeHHOI. B TO Xe BpeMs yacTo-
Ta Mop(oNIoTHIeCKH HOPMATBHBIX SMOpHO-

HOB ¢ MO3aWUYHOI (POPMOM UMCIIEHHEBIX XPO-
MOCOMHEIX abeppaLyii ocTaeTcs J0CTATOYHO
BBICOKO#M U gocturaeT 40% [56].

Takum o6pazoM, OCHOBHOE (M e JUHCTBEH-
Hoe) nperuMyLuecTBo J1/1 3akimovaeTcsi B BO3-
MOXHOCTH TpaHCIUIAHTALIMH TeHeTHUeCKH
[OJTHOLEHHBIX 3MOpHroHOB. HemocraTkaMu
3TOrO TIOAX0NA SIBISTIOTCS: METONUIECKYe TPY/I-
HOCTH, CBSI3aHHBIE ¢ HEOOXOMUMOCTHIO pabo-
Thl ¢ MUKPOKOIHMYECTBAMM MaTepHasia, orpa-
HUYEHUA TUATHOCTUKH paMKaMH MporpamMmm
DK O 1 60nblias BepoSTHOCTH OLIMOOUHO K-
arHOCTHKH, 0OYCTIOBJIEHHOMN CMOXHOCTSMU
aHaJM3a eIMHUYHEBIX KJIeTOK. [TepcrnekTiBbl
AHATM3a OONBLIETO YHCITA KIIETOK, 6€3YCIOBHO,
[OBBICAT PA3PEILAOIIYIO CTIOCOOHOCTH METO-
goB J1/1. OgHako rpy aHamise Jaxke HeCKOMb-
KHX KJeToK Tpodobnacta npobiieMa XpomMo-
COMHOTO MO3AMIIM3MA OCTAETCH HEPEILIEHHOI
H, CIeOBATeNbHO, He UCKITIOYAeT HeOoOXOMU-
MOCTH TIpoBefieHUsI TTocaeayrorieii I'1/] Ha mo-
CTUMIUIAHTALIMOHHBIX CTAAWsIX.

B 3akmouyeHue OTMETHUM JIBA OCHOBHBIX
00CTOATENBCTBA, CAEPKUBAIOILMX pasBHUTHE
JUJ1 B Poccrn. Bo-TiepBbIX, 5TH HCCITe JOBAHUS
Jlake B HaMOoOJee pa3BHUTHIX OTEUECTBEHHBIX
[EHTPAX BCIIOMOTATEITEHBIX PeTTPOAYKTHBHBIX
TEXHOJIOTHI TTOKA HAXOAATCH HA CTAIMKU Ha-
YYHBIX pa3paboToOK. DTO 03HAYAET, YTO I1OCHe
npoBeaeHus JIJ1 v HACTYTUIEHUS AONTOXIAH-
HOI DepeMEHHOCTH TIOCTe TPAHCILUTAHTALIMNA
OIepUPOBAHHBIX 3apOMBILIeH HA TTOCTUMIT-
JIAHTALIMOHHBIX CTAIUAX 11eJIeCO00pa3HO Ipo-
Bectu I1/1 cTanapTHEIMUA METOIAMH.

Bo-propsbix, /1/] HeBo3MoxXHAa Oe3 HaTuuns
BBICOKOTOYHOTO 00OpYIOBAHMA /151 MOJNIEKY-
JIIPHBIX M IUTOT€HeTHYECKUX MCCIIeJOBAHUIA,
MPELH3HOHHON TEXHUKH JIJI MUKPOXHPYPri-
YECKHX OITEPALIIH SIIEKIeTOK U OMTACTOLINCT,
BBICOKOKBAMA(DHIIMPOBAHHBIX CTICLIHAIVICTOR
— LIMTOT€HETUKOB, MOJIEKYJIAPHBIX OHOJIOTOB
M SMOpPHMOJIOrOB M, KOHEYHO, CIIeliHATEHbBIX
BBICOKOKAYECTBEHHBIX PEAKTUBOB, BTOM UKC-
Jie XpOMOCOM- M NOKYC-CrenpuIecKux
JHK-30H10B 1 pacxomHbIX MaTepranoB. B
pesyJibTare storo /1, 6e3ycnoBHO, cylle-
CTBEHHO YBENWYHBAET U 0e3 TOr0 BBICOKYIO
cronMocTh Tiporieaypel DKO 1 aenaet ee ma-
JIOOOCTYITHOM Ut XuTeneil Poccum.
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HETPAAIULIMOHHBIE METOAbI MPEHATAJIBHON
JANATHOCTUKHUN

JI1oboe XUpYypruveckoe BMellaTebLCTRO
npu 3a00pe TUIOHOTO MaTepuaia Her30ex-
HO COTIPSIKEHO € OCNoXHeHUAMH. Tak, yaoa-
JieHHe dnacToMe poB MpH J1/] MOXeT BEI3BATH
3aMeJUTIEHHe TEMIIOB IPOOIIEHHA U OCTAHOB-
Ky pa3BuTHs 3MOpHMOHA HA pAHHUX CTAIMsIX.
[Tocne MITAHTALIMM UHBA3MBHOE BMella-
TEMBECTBO € ENBIO TIONMYUEHHA BOPCHHOK X0O-
PUOHA WM [UIALIEHTHI, OKOJIOTUIOAHBIX BOJ
WK KPOBU U3 MYTTOBUHEI MOXKET IIPUBECTH K
rr6eli TI0J1a ¥ CTIOHTAHHOMY TIPEPhIBAHUIO
GepemeHHocTH. [TosTOMY pa3paboTka HEMH-
BasUBHEIX MeTooB [1/1, mosBondommx us-
Oexxarh MOOBIX OCJIOKHEH W, MpeicTaBIgeT-
C$1 BITOJIHE OINpaBIAHHOMN.

IMouck MeTomoOB MONyYeHUs TUI0JIHOTO
MaTepualia, HCKIIOYAIOLIHMX XMPYPIriiecKoe
BMELLIATENMBCTRO, BEJICS B ABYX HATIpaBIeHM!-
sx. OHO W3 HHUX BKJIIOYAJI0 M3YYEeHHE BO3-
MOXKHOCTE UCIIONb30BAHM KJIETOK TUIoAA
M3 BIarajauila v LepBUKaIbHOTO KaHana
MaTKH OepeMeHHOM XXeHLUHHEI, Apyroe —
KJIETOK TUIofa, HMPKYIUPYIOIIHX B KPOBU
OepeMeHHOI XeHIIMHBL. KpaTKo paccMoT-
PHM OCHOBHEIE NOCTVDKEHUA U HEJOCTATKUA
5THX TOAXOA0B MIA IHArHOCTUKH XPOMO-
COMHBIX OOJIE3HE.

Kitemku nioda 6 mpancyepeuxa.isolx 06-
pasuax

Eiue B 1971 r. OBLIO MOKA3aHO, YTO KJeT-
KU TpodobacTa 3apobIa YeJIoOBeKa MOTyT
MHIPHPOBATh B LIEPBUKAIBHBIA KAHAJ 1Ieii-
K1 MaTKH [57]. M exaHH3MbI TPOHMKHOBEHUS
KJIeTOK Tpo(pobJiacTa B LIepBUKAJIbHBIA KaHATI
JI0 CHX MOp He M3Y4YeHbl, OJJHAKO HaTH4Ke
KJIeTOK TpodpobnacTa B o0pa3iax Le pBHUKab-
HOI1 cITH3H OBLITO IOKA3AHO PA3TMUHBIMA M-
TOAAMHM, BKIIIOUAS UMMYHOTHCTOXUMMWUYEC-
KW [58].

JLs ronyueHHd TpaHCHepBHKATBHBIX 00-
pasiioB B cCpoKU OepeMeHHOCTH 6—15 Hell
MpeNJIOKeHO HECKOJIBKO CITocoB0B — COCKO-
OBl M CMBIBBI CO CTEHOK KaHAMNA, acpalmg
LIepBUKABHOM cJM3H [57]. B 3aBUCHMOCTH
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OT crioco0a rojiyueHud oOpasipl B OoNblIeii
WM MeHblel cTerneHH KOHTAMMHHAPOBAHBI
KJIeTKAMY MATePUHCKUX TKAHEi, TIpU 3TOM
SMOpHMOHANBHEIE KIIETKH, TpeacTaBIeHHBIE
KJIETOUYHBIMHM 3JIEMEHTAMHM TUTALIEHTAPHEBIX
TKaHell, cocTansnoT okono 30—50% kneTou-
HOT'O COCTaBa.

J1a vccmemoBaHMA TIOYUeHHOTO 00pas-
114 MCITOJIBb3YeTCH KOMITIEKCHBIM TTOIXO0/,
Brmovaronmit [P pis aHanusa BEICOKOIO-
mumopdHbx STR 1 FISH ¢ npuiienTpomep-
HBIMU ITpOGAMK Ha HATUBHBIX KJIETKAX U T10C-
Jie KpaTKOBPEMEHHOTO KYJIBTUBUPOBAHUA,
KOTOPOE IMO3BOJIMET ITPOBECTH KAPHUOTHUITHPO-
BaHue |57].

Hcnionb3oBaHue TpaHCLepBUKATbLHBIX 00-
PA3LIOB He HALLIO UIMPOKOTo MPpHMEeHEHHS B
KJIMHWYECKOM IMpakTuke. B oCHOBHOM 3TO
00YCJIOBIIEHO METONMYECKUMM TPYTHOCTIMUA
paboThI ¢ 3aBeIOMO KOHTAMMHMPOBAHHBIMUA
o0pasiiaMy, 4To pe3Ko CHWKAeT JIMAarHOCTH-
YeCKYI0 LIeHHOCTb 3Toro riofixona. OHu uccJie-
JIOBATEITH MPOIEMOHCTPH POBAITH BEICOKYIO (-
(PeKTUBHOCTD TIONYYeHUSI MATepHAia U ero
AHAIKW3A [UTs OTIpeieSIeHs [10J1a IUJI0AA U pac-
NpOCTPAHEHHBIX aHeyIUIoMIMit [57]. apyrue
TIOJTYYWIH pe3yJIBTaT I B44% ciydaeB | 59].
Kpome Toro, o cHX MOop He OfpenesieH pHUcK
OCJIOKHEHUI Tmocse TpoLeayphl MOayUeHHs
TIJIOTHOTO MaTepHAaiia, TAK KAK BCE HCCIEN0BA-
HM OB MPOBEIEHBl HEITOCPEACTBEHHO I1e-
pen aboproM. Penkue ciayyad aHAMM3a TpaHC-
LIepBHUKATBHBIX 00pa3110B ITPH MPOr PeccHpyIo-
ekt GepeMeHHOCTH OBLITH JIOIOTHEHBI TPaay-
IMOHHBIMKM MeTomamu T [57, 59], u
CJIEIOBATENTEHO, He TO3BOIMIM OLIEHUTH PUCK
MpepeiBaHUs OepeMEHHOCTH, YTO UMeeT IIPUH-
LMHANBHOE 3HAYEHVE /151 BHEAPEHMs METO-

JIa B MeMITUHCKYIO TIPAKTHKY.

Kiaemiu niooa e kpoeswom pyc.ie mamepu

B nocnenHue roabl NpenpuHATE yCHUITHS
no paspabotke meronoB 1)1 ¢ ucrnons3zosa-
HUEM KJIETOK IUIOJA, BBUIEIIEHHEBIX U3 KPOBH
MatepH. KolmuecTBo KIeTOK I710ja, LIUPKY-
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JIMPYIONIHX B KPOBH OepeMeEHHOM, OLieHUBA-
€TCs KaK KpaiiHe He3HAYUTeIbHOe — B Cpejl-
HeM 1x10-—10¢. OmHako g0 CHX TTOP OCTAET-
C$l IMCKYCCUOHHBIM BOTIPOC O IUHAMMHKE HX
KOJIMYECTBA B pa3Hble CPOKH OepeMeHHOCTH,
A TakKXke 0 COXPAHHOCTH B OpraHu3Me MaTepH
nocJie poaopasperieHus Wi IpepbIBAHUA
OepemeHHOCTH. COCTaB KJI@TOK I10A B KPO-
BSIHOM pyclie MaTepy BApBUpPYyeT U TIpeacTaB-
JIEH 3JleMeHTAMM COOCTBEHHO KPOBH TTIOJA,
BTOM YMCIIe AAEPHBIMH SPUTPOLIMTAMH, JTMM-
(ormTamM¥ TUI0AA W KJIeTOUHBIMHU 3JIEMEHTA -
MM TUIALIEHTHI.

[TpeBapUTENEHEIM TAITOM aAHAJIW3A AB-
ngetca ppakiMOHMpOBaHUE KpoBH Oepe-
MeHHOW. KieTouHasa copTHpOBKa OCVIle-
CTBJISIETCS € TIOMOIL[BIO METOJIOB TPOTOYHOM
TUTOMIYOPUMETPHM, MArHUTHOI aKTHBA-
UK WIH TPOTOYHOT O LIEHTPHUQYTUPOBAHMS.
Bce Metoipl, MpUMeHAeMBIe IJTA 3THX Lie-
Jei, TIO3BOIIOT 000TATUTE 00pa3er] KJIETKA-
MU TUIOJHOTO MpoucXoxXaeHusi. OaHako
NpUMEHEeHUEe 3TUX METOJIOB B ITMPOKOM KJTH-
HHYeCKOM MpaKTUKe 3aTPYIHEHO U3-3a BbI-
COKOI1 cTouMOCTH. TIpeAripUHATHL yCrIien-
HBIE TIOTIBITKH TTOJYUeHUs BOCTIPOM3BOJIM-
MBIX B CTAHJAPTHBIX JJAOOPATOPHBIX YCIIOBH -
AX Ppe3yAbTAaTOB C HCIOJNB30BAHHEM
CTYIEHYATOro LieHTpUGYIMpOBaHUA B Ipa-
JeHTe MaoTHocTH (hukomna [60] mibo my-
TeM 0oTOOpa TAKUX KJIETOK Ha MpeJIMeTHBIX
CTeKJIaX MPH IMOMOLIH HUTIThl MUKPOMAHHITY -
JIATOpa 1ocie MpeaBapuTeIbHON OKpacku
oboraiieHHOI CyCneH3UM KJIeTOK Ha BBISB-
JieHue (eTanbHOro reMornooMHa.

JLtst aHanu3a MIoAHBIX KNETOK, BbIIEJIeH-
HBIX W3 KPOBSHOIO pyciia MarepH, Kak Ipa-
BWJIO, IPUMEHAIOTCA BBICOKOTEXHOJIOTHY -
HBIE METOJIBI MOJIEKYIISAPHOM Fe HETUKH 1 LIW-
ToreHeTHKH. Ha HMX yXe MpoIe MOHCTPHPO-
BaHBl BO3MOXHOCTH JJUMATHOCTHKM ITOJIA
TUIojia W pacripocTpaHeHHbIX aHeyTLTOM I
[60, 61].

HHTepecHBIM 1 MHOTOOGEIIAOLIAM TIPe-
CTaBIIAETCS NMPeIJIOXKEHHBII HEJABHO TTOAX0/,

OCHOBAHHEIN HA aHaJiM3e BHEKJIETOUYHOM
JHK miona B kpoBu Matepu [62]. TTpemno-
naraiot, uro JIHK BcrieacTsue gerpagaiin
KJIETOK T1/I0/1A TIOTIAAET B IIA3MY MAaTepHHC-
KOM KpOBH, T1e MoXeT ObITb OOHapyXeHa IpHr
nomotu TLP. OpHako qMarHocTHyeckas
LIEHHOCTB 3TOIO TIO/IXOAA BECbMA OrpaHWYeHA
[0 TeM ke TIPUYMHAM, YTO U AUATHOCTUKA TIO
KJIeTKaM TUToAa B KPOBHA MaTepH.

HccnepoBaHue KJIETOK IJI0Ja B KPOBU
MaTepH Ha TMpaKkTHKe MOXKET OBITh HCTTONB30-
BAHO He CTONBKO I AUATHOCTUUECKUX 11e-
JIei, CKOJTBKO 11 (pOpMUPOBAHUS TPYTITT BBI-
COKOI'0 pHUCKa POXKIeHHA OOITBHOIO pebeHKa.
B T0 e BpeM# MeTOMbI, OCHOBAHHBIE Ha aHA-
JI3€ TUIOMHOTO MaTepHania, TpeICTaBlIeHHO-
ro B KpOBH MaTepH, B HEKOTOPBIX CIydasix
MOTYT OKA3aThCs €AMHCTBEHHO BO3MOXHBI-
MU METOAAMM JUATHOCTHUKH, HATIPUMeEp MpH
COCTOSIHMSAX YTPOXKAKOLIETO BBIKWIbILIIA.

Taxum obpazoM, magsIe (TpaHcie pBU-
KaJIbHble KJIeTKW) 1 HeMHBA3KWBHbIE (KIeTKIA
nJoga B KpoBU Matepu) Metonst [1/1 roka He
HALLUTH IHPOKOTo IMPUMEHEH WU B KIIMHUYeC-
KO IpakTuke. VX TpyIHO HA3ZBATL ITePCIIeK -
TUBHBIMU HATIPABJIEHUSMHU, TTOCKOJIBKY He-
SACHEI ITY¥TH IIpeoao/IeHHA KOHTaAMHWHAalIHK
MJIOAHBIX 0OpA3LOB KIeTKAMW MaTepHHCKO-
ro MpoMCcXOXAeHUA. IMEHHO 3TOT HelocTa-
TOK SIBJISIETCS] OCHOBHBIM TIPETSITCTBUEM IS
TOUHOM IIHTOTeHEeTHUECKON M MOJNEKYIISIPHOIA
JMArHoCTHKU. [To3ToMY HECMOTPSA HA 3aMaH-
YUBOCTE 5TH IMOAXObI, Kak U BeA [1]1, He Mo-
[YT CIYKUTH albTepHaThBom [1J1 ¢ ucronn-
30BAaHMEM CTAHAAPTHBIX MHBA3WUBHBIX METO-
J1oB. baarogaps BbICOKO# TOUHOCTH H MMHH-
MaJIbHOM OIMACHOCTH JUTA MaTepy M Tuioaa
HHBa3HWBHbBIE MeTobl TTH mprodpenn mmpo-
KYIO TIONYJSIPHOCTE BO BceM Mupe. CoBep-
LIEHCTBOBAHKWE 3THX CTAHIAPTHEIX METOLOB
B COUETAHHH C MOBBILLIEHHEM paspelaloneit
CIIOCOOHOCTH MOJIEKYAPHBIX M IIUTOr€HEeTH-
JeCKUX METOMOB HCCIIeOBAHMS MOXKHO pac-
CMaTPHBATh KaK peabHYIO MepCreKTHBY pas-
putud 1)1 B XXI Beke.
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ARKTYAADBHBDBIE INPOBAEMbI
MEAHUKO-TEHETHYECKOI'O
KROHCYABI'MPOBAHUHA

I'.I'. I'yseen

] ———

MemHko-reHeTHYecKoe KOHCYIIbTHPOBA-
HHE — HeOTheMJIEMAs YAaCTh MEIHIIMHCKOM
TeHeTUKH. B l'[peHaTaJ'[bHOﬁ JHUATHOCTHKE
3TOT BHI KOHCYI[b’I‘cl’I‘.[{BHOﬁ MMoMoIni, K co-
XaJIeHWIO, 10 CUX ITOp He Hallle)l [IIUPOKOro
npuMeHeHusA. B fopoioBOM Mepuojie KOH-
CYJIBTALIMS TeHETHKA B 00s13aTeJIbHOM TOPSiI-
K€ IMpOBOOUTCH TOJBKO B TeX CIIYyYAAX, KOTIa
HEeOOXOOMMO PELLMTE BOIPOC O (pOpMHUPOBA-
HHM TOKa3aHWi K 00CIeoBaHUIO ¢ TTpHMe-
HeHHeM MHBA3WBHBIX MeTONOB. JApyrumMu
CJIOBAMHU, AKYIIEPbI-TMHEKOJIOTW MPHBJIEKA-
T KOHCYIIbTAHTA-TEHETHKA B CHUTYVAallMAX,
KOrja akylepcKux 3HAHHH OKa3bIBAETCS He-
JIOCTATOUHO JUIS COCTABIIEHUA T/IaHA BeJIeHW 4
OepeMeHHOCTH, HATIpUMeEp, MPH HATUYHH
MOHOTEeHHBIX 3a00IeBaHMil B CeMbe WIH
CJIOXKHOM XpOMOCOMHOM IMATONOTHH Y TTPeIbI -
JIYLLMX JeTeil W Y OHOTO M3 CYIIPYTOB.

I1py BEIABIEHNH Y IIOOA BPOXKIEHHBIX
TIOPOKOB PAa3BUTHS, KAK COBMECTHMBIX, TaK 1
HECOBMECTHMBIX € XH3HBIO, MEIUKO-TeHETH-
YecKoe KOHCY/IETH POBaHUE TTPOBOAMTCH Jlajle-
KO He BO BCEX CJIy4asdx, HECMOTpS HA TO, YTO
HHOIrJA OHO MOXKET CYLICCTBEHHO IMOBJIMATE HA
TIPOrHO3 AJ1d XWM3HW U 3J0pOBbSL peﬁeHKa.
BonbImMHCTBO aKy1le pOB-THHEK OJIOTOB 3aHK -
MAKOT JOCTATOYHO arpeCcCHBHYIO MO3UIIMIO B
OTHOLIeHNH GepeMeHHOCTe ! ¢ BpOXKIeHHBIMH
HHACIeOCTBEHHBIM I 3a00JIeBAHMAMM 1 MHOT -

———— L

Jia HEOTTPABIAHHO LIHMPOKO MOJNB3YIOTCS BO3-
MOXHOCTBI, MPEAOCTABIEHHOI 3aKOHOA~
TENBCTBOM, TIpephIBaTh OepeMEHHOCTH B JIHO-
GOM cpoKe TpU HATHYWH MATOJIOTHH Y TUIOAA.

[1p¥ BBISIBIEHUM I'pyOBIX ITOPOKOB pa3BU-
TUA MALMEHTKU HAITPAB/ISAIOTCH Ha IpephiBa-
HHe OepeMeHHOCTH M0 MeAUITMHCKHUM TT0Ka-
3aHMAM, MUHYH MEAWKO-TEHETHYCCKOE KOH-
CYJIbTHpPOBAaHHE, UYTO Pe3KO CHUXKaeT ToY-
HOCTBITpeHAaTAIBHOTO nuarHosa. Harpumep,
BBISIBIIEHHE Y IT011A «D0JTBLINX OeJIbIX [TOYeK»
1 MAJIOBOJIUSL, KaK ITPABKJIO, BedeT K IUarHO-
3y «rpyOBIN TMOPOK PA3BUTHS MOUEBBEIBOIS -
el cUcTeMbl» M OIHOZHAYHOMY IpephiBa-
HHIO OepeMeHHOCTH. AKYLIEPHI-THHEKOIO-
TH, & MUHOTIA U BpauM YJIBTPAa3BYKOBOM JIHAT-
HOCTHKH, HEPECIKO Baf}BIBaIOT, qTroe 3Ta
AHOMAJIMA MOXET BXOIMTh B CHHIpOM Mek-
Kend — I'pybepa M, COOTBETCTBEHHO, MPOSB-
JSITECS MPYTUMM ITOPOKAMM PasBHTHA Y TLTO-
na. B ciydae npoBeie HUSI COBMECTHOTO KOH-
CYIBTATHBHOTO OCMOTPa C BpauOM-TeHeTH-
KOM TIpeHaTaJIbHbI TUArHO03 MOXeT OBITh
CBOEBPEMEHHO YTOUHEH, YTO ITO3BOJIMT JaTh
ceMbe Oomnee TpaBUIBHBIN MTPOTHO3 HA AATb-
Heillliee JETOPOXKICHHE, IMMOCKOJIBKY PHCK
[IOBTOPEHMS 3TOI0 CHHAPOMA 3HAYHUTENTEHO
BBILLIE, YeM H30JIMPOBAHHOIO ITOPOKA ITOYeK.

[Ipy HamMuMK y 1UI0AA TPyObIX TIOPOKOB
Pa3BHUTHA BCTpe4da ¢ TEHETHKOM B JIVUIIICM
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cliydyae NMpoMUCXOIUT YXKe Iociie HHAYLIHPO-
BaHHBIX POJIOB I TOro, YTOOBI HA OCHOBA-
HWUM JAHHBIX MATOJIOT0AHATOMWYECKOTO UC-
CJIeNOBaHUS YTOUHWUTH XapakTep MaToJOTHA
M MCKTIOUMTDH WK TIOATBEPAHTE €€ CUHAPO-
MaJTBHYI0 (hopmy. [TpeHaTaIEHOE YIBTPa3BY-
KOBO€ HUCCIeIOBAHWe, KAK TPABUIIO, HE TI0-
3BOJISIET 3aTIOI03PUTH HATMYKE Y TUI0JIAa TOTO
WM WHOTO CHUHIPOMA, MOCKOJIbKY MHOTHE
CTUIMBI AU33MOpHUOreHe3a U aHOMAJIUM pa3-
BUTHA, GOPMUPYIOIIME CUHIPOM, OCTAKTCH
3a paMKaM¥ JIMarHOCTHYeCKHX BO3MOXKHOC-
Teil sxorpaduu. OueBHAHO, YTO B X0 Me-
JIHUKO-TEHETHYECKOTO KOHCYJIBTHPOBAHUA
CeMbH, MPpOBeAeHHOroO post factum rocne
MpepbIBaHg OepeMEHHOCTH 110 MEJTUIIMHC -
KWM TTOKA3aHMM, TIPeHATATbHbIN JIMATHO3 U,
COOTBETCTBEHHO, MPOTHO3 M1 JabHeH e~
ro JeTOPOXIEHUA MOTYT OBITh IPHMHIIUITH-
AJTbHO W3MeHeHbl. BaXHo, YTO B 3TUX CUTYA-
LIHSIX Bpau-TeHEeTHUK MOXKET He TONMBKO pac-
CUMTATh PMCK poxaeHHI OonbsHOro pebeHka
B OyaylleM, HO U HAMETUTb CXeMy U CPOKH
ofcIteoBaHMA MPH MOCeIYIOLIHX OepeMeH -
HOCTSIX (HATIpUMED, IPeUTOXUTE ITPeHATATb-
HYI0 IMATHOCTHKY, €CJTU TAKOBAas BO3MOKHA).

BreisieneHue y mioaa MopoKOB pazBHATHS,
COBMECTHUMBIX C KH3HBIO, MOXET OBITh ITOBO-
JIOM JUTA MEIUKO-TEHETHUECKOT 0 KOHCYITBTH-
POBAaHUSI € LIEJIbIO YTOUHEHUS TIPOTHO3a TS
KM3HU U 310poBbsl. OnHako 3¢ PpeKTHBHOCTD

TAKOM KOHCYITETAIMHA HEBBICOKA, TTOCKOJIBKY
B OOJIBIIMHCTBE CIIyyaeB Bpau-reHeThuK He
MOXeT TOYHO PaCCUMTATh PUCK B CBSI3M C OT-
pPaHUYeHHOCTbIO MH(pOopMaLIUK 000 Beex (e-
HOTUIMMYEeCKHUX U3MEHEeHM X Y TII0/A, MOJTy-
YEeHHOM ¢ MoMonIblo axorpadguu. TakTHka
BeJleHHA OepeMEHHOCTH B TAKWX CITy4YasX OC-
HOBBIBAeTCS MCKIIOUYNATELHO HA pellieHHH
CeMbH O MPONOHTHPOBAHWU WJIH TIpepbIBa-
HUK BepeMeHHOCTH. Jlaxe Ipu MpeHaTalb-
HOM BBIABJIEHHH KypaOeIbHEIX ITOPOKOR pas-
BUTHS pertaionmM (HakTopoM B BEIpaOOTKe
TAKTUKHW BeJieHHS OepeMeHHOCTH SIBJISeTCS
BOJIA poawTesieil, a He peKOMeHJAalu1 Bpa-
Yyeil, TTOCKOMBKY MOCTHATATBHOE JleueHHe
TpeOyeT OT pOIUTENEN MOPAITBHBIX., (PH3NYEC-
KMX U MaTepUaIbHBIX 3aTpart.

Taxum obGpazom, TOpoIOBOE MEIUKO-Te-
HETHYECKOE KOHCYJIETHPOBAHHME B LIEJIOM He
MOXeT BBIMOJHWUTE CBOMX 3a7a4 B ITOJTHOM
o0BeMe B CBSI3H € OTPAHHYeHHOCTEIO TIpeHa-
TanbHOIM MH(popMAalUH o tuioae. OcTpad mo-
TpeOHOCTB B KOHCYIJIBTALIMHN TeHETUKA BO3HM-
KaeT, KakK IMMpaBuJIo, yXKe rociie poxXaeHUs
pebeHKa, KOrjia KOHCTATUPYEeTCS HAIMYUe
CTUTM JIN33MOpHoreHe3a, aHATOMUYECKUX
AHOMAJHI1 WJIH OTKIOHEHHWIT B (PH3MUYeCKOM
M YMCTBEHHOM pPa3BHUTHH, T. €. TeX MPOARIIE-
HHI1 BPOXIEHHBIX Y HACJEACTBEHHBIX 3a00-
JieBaHWIi, KOTOpBIE HE TIOJIEXAT CBOEBpe-
MEHHOH TIPEeHATAIFHOM IHATHOCTHKE.

INPAKTUYECKUE ITPOBJIEMBbI ITOCTHATAJIBHOI'O
MEJIUKO-TEHETUYECKOI'O KOHCVYJIBTUPOBAHWA

Omcymemeue duaznosa y npobanoa

B xivHW4YecKoi TpakTHKe 53Ta CUTYAIWs
BCTpeyaeTcsi HeyacTo M, KaK MpaBiio, CBU-
JIeTeNbCTBYET O HAIMYHH Y pebeHKa BpOXK-
JIEHHOM M/ WJTA HACKeACTBEHHOM IMaTOJIOTWH.
Bo MHOI'MX CJTy4asx 5TO JIETU ¢ TAK HA3bIBae -
MBIMH (paCIIATEHBIMU CUHAPOMAMH (CHIPO-
mbl Tpuuepa Komminza, ndio snsda, 1o
1101, CBUCTALLEero A, Paccena — CunBe-
pa M Ip.) KK ¢ peKoi HaceACTBe HHOM T1a-
ToJiorueli obMeHa, KOTOpasi MOXeT MpOosiB-
JITHCS pasTMUHBIMU KIMHUYeCKUMH HAXOI-
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KaMH, HAIIpyuMep, reratocruieHoMerairiei.
JLnst ycTaHOBIeHMSI TOYHOTO IMAarHo3a Tpeby-
eTcsI TIIaTeIbHOe 1 BcecTopoHHee obceno-
BaHUe peﬁeHKa, BKJIIOYAOIIee OMOXUMHYEC-
KHe MCCeloBaHUS M KOHCYJIBTAIMM APYTHX
CMELUATUCTOB. BOJIBILIYIO MOMOILLL OKA3BIBA-
10T YJIBTPa3BYKOBOE HCCIeIoBaHHe, KOMITh-
1oTepHasi Tomorpadusi, MATHUTHO-pPe30HAH-
cHast ToMorpadus, ¢ MOMOILBID KOTOPBIX
MOHO BBISBHTH XapaKTepHble [T KOHKpeT-
Horo 3aboseBaHus U3MeHEeHUSI BHYTPEeHHUX
OpTaHoOB (OpTraHOMETaNNsl, TUTIOTLIA3MS W
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arnniasvsd, XapakTepHble CTPYKTYPHEIE M3Me-
HeHusa Mo3ra m T.11.) [1].

CyliecTBeHHYIO TIOMOII[b B TIOCTAHOBKE
JINATHO3a OKA3BIBAeT CTAHAAPTHOE HCCIIeI0-
BaHWe KOCTHOTO Bospacta. Hampuwmep, oHO
noszponaer nupepeHUMPOBAT CUHAPOM
beksuTta — BuiemMaHHa, COYETAOLIETOCH C
MakKpornoccHeii U orepexeHreM KOCTHOTO
BO3pacTa Ha peHTreHorpaMme KHUCTH, OT
BPOXJIEHHOI0 FTMNOTUPE03a ¢ MAKPOIJIOCCH-
€l M OTCTABAHMEM KOCTHOTO Bo3pacta [2].

[{uToreHeTHUeCKOE MICCIIEOBAHIE Kapyi-
otyna pebeHka nmo3poJisieT U depeHirpo-
Barb cuHIpoMoM JlayHa ot Tak Ha3bIBaeMBIX
JayHOITOOOOHEIX (heHOTHTIOR |3—5]. TTocne-
JTHUE MOTYT HAGITIONATHC S TIPH HEKOTOPBIX HE
XPOMOCOMHBIX CHHApoMax (JIUio 37bda,
beknirta — BunemanHa, Kabyku), BpoxkneH-
HOM TUITOTUpPEO3€e, a TAKXKe Y COBEPIIEHHO
3/I0pPOBEIX JleTeil. B Hamell nmpakTuke ObLI
CclIyuail, K CYaCThI0 €IUHCTBEHHEII, KOTIa
HOBOPOXIeHHbBII pebeHOK OBLN MepeBefeH
M3 pOIMITBHOIO JIOMA B AETCKUIA JOM B CBA3U
C KJIMHUYeCKMM JUArHO30M «CHHIpoM Jlay-
HAa» U OTKA30M pojauTeseid ot pebeHka. Ye-
pe3 3 roma mocne Hallei KOHCYIbTAI[UH U 1IN~
TOTEHETHUECKOIo aHa/lM3a KpOBH, IHArHO3
ObL1 CHAT. JleBouka Ob11a IMOMHOCTRIO 300p0o-
Ba, HO 00J1ajana JayHOrnogoOHbIM JIMLIEBBIM
¢enoTumioM. PeGeHok ObLI Bo3BpallieH B ce-
MBIO, K COXKATIEHUIO, € 3lIeMeHTaMU COITHATh-
HOl gernpUBallvK (HEKOTOPOM 3a1epKKOM
TEMIIOB TICHXOPEYEBOro pasBUTHA), ¢ KOTO-
PO OHA OBICTPO CIIPABUIIAC.

Huazernosy npobanda nenpacuavrotil uau ne-
ROAHBLE

HenpaBuibHBIA WM HEMOJIHBIA JUATHO3
— caMasi 9acTasi CUTYaL¥sI TIpU oOpallieHUH B
MEAMKO-TCHeTHISCKYIO KOHCYIbTalMio. B
nojgasigoneM OOJNBIIMHCTBE CIyUaeB 3a-
TPYAHEHW BO3ZHUKAIOT [MPU 0OCIeNoBaAHH
HOBOPOXIEHHBIX ¢ TAK HA3BIBAEMBIM CHH/I-
POMOM MHOXECTBEHHBIX MOPOKOB PA3BUTHS
(cunapom MBITP). J[laneko He Bceraa Takue
JIeTH CBOEBPEMEHHO OKa3bIBAIOTCS HA KOH-
CYNBTALIMK TeHeTHKAa. Hepenko oHU 1ocTy-
AT B OTAENeHWE XUPYpPTUH HOBOPOXIEH-
HBIX B OCTPOM COCTOSTHHH, U JieueHUe UM

NPOBOIUTCS MO KU3HEHHBIM TMOKa3aHUAM B
OTCYTCTBHE TOYHOIO JHArHO3a.

ITo gannsm CaHkT-1leTepOyprcKoii rpyr-
TIbl XMPYProB-HeOHATOJIOTOB [6], M3y4aBIIMX
CTPYKTYPY TOKa3aHUiT K XMPYPrUYecKOMY Jie-
YEHHIO HOBOPOKIEHHBIX, B LIEJIOM B ITOCTIEHME
ronpl B CavkT-1IetepOypre KOnU4ecTBO JAeTei
C BPOXIEHHBIMH TTOPOKAMH Pa3BUTHSI YBEJH-
uniocke 13708 1965—1979 1. o 2267 B 1980—
1994 1., nipu 570M Ha cuHapoM MBIIP ripu-
1w1ock 27,9%. Cpe i HOBOPOXKIEHHBIX, ITOCTY-
TIMBIIHX U151 SKCTPEHHOTO JIEYeHMSI, BpOXKIeH-
HBIE€ TIOPOKH pa3BUTHs cocTaBuau 80%, a
cuHpoM MBITP — 29%. Ha ¢oHe 3HauMTe b-
HOTO YMEHBIIEHHA OOIIe JIETATBHOCTH OT
BPOXIeHHBIX TTOPOKOB pasBuTys (¢ 46,6% B 70-
e Tobl 10 16,2% B 1994 1.) cCHIDKeHNe CMepT-
HOCTH B citydasix cuHapoM MBITP 3a stor ke
MEePUOJL BpeMeHH ITPOUCXOUIIO He CTOJb ObIC-
TPBIMU TeMITaMu — ¢ 65,1 1o 34,5% |7].

OueBUIHO, YTO KOMTUTEKCHOE 00CIeIoBa-
HHe HOBOPOXIEHHBIX, BKIIOYAIOIIEe MeIH-
KO-TeHeTHYeCKOe KOHCYJIbTUPOBAHUE, MO-
XeT He TOJIBEKO YCTAHOBUTH IPaBHIIBLHBIH T~
4rHo3, HO M OKa3aTh MOMOIIhL B BEIpaboTKe
AMeKBATHON TAKTUKY BeIEHW TTAIIMEHTA, UTO
OKa3bIBAET CYIIIECTBEHHOE BIIMAHHE HA ITOKA-
3aTeNd MilaJleHYecKoi 3abolleBaeMoCTH M
CMEPTHOCTH.

CortocTaBeHWe JAHHBIX MPIKI3HEHHOI
M TIOCMEPTHO#M IMATHOCTUKH TMOKA3A0, UTO
TOYHBIM IUArHO3 HOBOPOXIEHHOMY C MHO-
KECTBEHHBIMM MOPOKAMH pa3BUTHA YCTAHAB-
JIUBAETCSI MEHEE YeM B ITOJIOBHHE CIIy4aeB.
CnemyeT OTMETHTD, UTO YIeIbHBII BeC COMyT-
CTBYIOLINX AHOMATHIT MEHSIETCS B 3aBUCHMO-
CTU OT BHIA OCHOBHOIO TIOPOKA PA3BHUTHSI.
HarnpuMep, MpH aTpe3suy IMUIIEBOAA WK
TPBIKAX MYTIOYHOTO KAHATHKA COUYEeTAHHEIE
AHOMANIMH Y OeTeil peTUCTPUPYIOTCS B 55%
CIIy4yaeB, a IMpH TracTPOIIM3HUCe WITH MEHWH-
romueJtoresie — JUIIb B 13% HaOMoaeHHiA.

ITpu mocTaHOBKE AMATHO34 CHHIPOM
MBITP HeoGxoaMMO YUYUTBHIBATL M BOZMOX-
HOCTB CETMEHTAPHOI 3aBUCMMOCTH Pa3BUTHS
COIYTCTBYIOLIMX AHOMAIUIA. OImHcaHbl acCOo-
anuu Tiarna VATER u VACTERL, anoma-
nansl THIIAa CHARGE wmu [Meepa Pobuna,
Knunmens — @eiins. [locnegHue aBa MOryT
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BKJTIOUYATECH B COCTAB 00Jiee CITOXKHBIX CUHII-
poMoB. Takue CeKBEHLIMM KAK CHHIPOM CJTH-
BOBHAHOrO XuBoTa (prune belly) momumo
U0~ WIM arlla3’iu CTeHKM XHWBOTa BCeraa
COYETAIOTCH C AHOMAIMAMM MOYETIONOBOM
cucTeMbl. OOLUMPHBIE TPBIKU ITYTTOYHOIO Ka-
HATHUKA U 3BEHTEepaLi BHYTPEHHUX OpPraHoB
BCTPEYAarOTCsl KAK M30IMPOBAHHO, TaK U TIPU
cuHapome MBIIP. Hampumep, cuHapoM
beksuTa — BugemaHHa, MOXeT MPOSABIATE-
¢ ombaiolesie B COYeTAHUM ¢ OpraHoMera-
el (MCKImovast yBeJTMueHue cepila, reve-
HU M 110Y€K) U TUTIEPILIA3Me N MHCYTMH-TIPO-
AYLUHUPYIOIHMX OeTa-KIeToK oCTpOBKOB JlaH-
repraiHca B IOMXKEIYIOYHOM XeJese, 4To
TIPUBOIUT K HEOHATAIBH O T'MITOTJTMKEMUH 1
TpedyeT 5KCTpeHHOI TepareBTHIeCKOoi Kop-
pekii. TpoMOoOIIUTONIEHUSI MOXET OBITh
npossieHHeM cuHapoMa TAR U cooTBeT-
CTBEHHO, COYETATHCH ¢ JIYUEBOI KOCOPYKOC-
T, HO MOXET JIMATHOCTHPOBATHCH OHO-
BpeMEHHO C KaBepHO3HOM reMaHTMoMOM K1
BXOOUTE B ciHApoM Kazabaxa — Meppurra.
Taxkum o6pasoM, 14 yCIelTHOM XUpy pri-
YeCKOM KOppeKILMU U JalbHe1Iero aJleKBarT-
HOro BefieHus aeteit rpu cuHapome MBITP
HeoOXOTMMO 3HAHMEe CHHIPOMAIBEHEIX hopM
XUpYpruvecKou natonoru. CreioBatesibHo,
NpH HAIMYUH TeX WM MHBIX aHOMAJII pa3-
BUTHS B KOMIUIEKCHOE 00cneioBaHre HOBO-
POXXKIeHHBIX HeOOXONMMO BKIIOUATH KOH-
CYJIBTALIMIO Bpaya-reHeTHKa [8, 9].

Kaunuwecran u cenemuveckan 2emepozen-
HOCHb 30001€6aHUA

ITpoGnema reTeporeHHOCTH HEKOTOPHBIX
3aboJieBaHUil ocTaeTcs OgHOI U3 HepellleH-
HBIX 3a7a4 MEIHKO-TEHETHYECKOTO KOH-
cynbTUpoBaHMs. Takue 3aboneBaHus, Kak
MpAaBIIO0. OUeHb CJIOXHBI B KITMHWUIECKOI
IHarHocTrke. Kpome Toro, olleHKa reHeTH-
YECKOro pMCKa B 3THUX CeMbsiX KpaiHe 3aT-
pyaHeHa, 0coGeHHO TIPU HATAYUH JTUIITH OfT-
Horo 6onmbHOro pebeHka (mpobaHaa), Mmo-
CKOJIBKY HEBO3MOXHO BBISICHMTEH CaMoe
IJ1aBHOe — TUIT HacKegoBaHud OoJle3Hu, H,
CJIeIOBATEJIbHO, TOYHO OLIEHUTh PUCK I10-
BTOPEHUS MTPU CIEAYIOMIUX OepeMEHHOCTSX.
Takue cutyaliui BO3HHUKAIOT TIPH HEKOTO-
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PEIX HACHEJACTBEHHEBIX HEPBHO-MBIIIEYHBIX
3a00JeBAHMAX C PA3IIMYHBIM THITOM Iepeja-
yi. Hampumep, npu MbiiedyHoi nuctpodumn
Ilapko — Mapu — Tyc onucaHbl Tpy THIIA
HacJIENOBAHM: Ay TOCOMHO-IOMWHAHTHBIH,
AYTOCOMHO-PELIECCUBHEIN U X-CLelNJeH-
HBIA. JIg cuHapoMa AapCcKoro Xapakrep-
HBI KAK ayTOCOMHO-TOMUHAHTHBIN, TAaK A X-
CLIETUIeHHBI TUII TIepeiadu, a sl CHHIPO-
ma PobuHoOBa — ayTOCOMHO-IOMHMHAHTHBIA
M ayTOCOMHO-PELECCUBHBIN THIT HACJIEA0-
BaHUA U T.J.

Bo MHOTMX clyJasix ayTOCOMHO-IOMHM -
HAHTHBIE BAPUAHTEI OONIe3HU ITPOTEKAIOT Me-
Hee TAXKEINO, UeM ayTOCOMHO-PELIECCUBHBIE
WK X-ClelIeHHBIe, HO SIBHOW TpaHUIIBI
MeKIy HUMH HeT [10—12].

TouHas nuarHocTHKA 3a00neBaHMii ¢ pa3-
HBIMH THITAMH HACJIeJOBAHWA BIIepBbIe CTa-
JlaBosMoxkHOH ¢ mogsineHreM JIHK -nuartHo-
CTUKH, TIO3BOJISIONIEH pa3TiuaTh BUIBI MY-
TALMi1 ¥ XapakTep ux HacnenoBaHust |13, 14].

Omcymecmeue nposgaeHus 2eHa Y HeKomo-
PUIX 4ACHO8 ceMbl

DTOT peHOMEH XOPOIIIO U3BECTeH, B YAC-
THOCTH TIPH TAaKHX 3a00JleBAHUAX, KAK Heli-
podmubpomartos, cuHapoM Mapdgana v t.1. B
S5TUX CIyYasdX MeHeTPAHTHOCTb FeHa CHVDKe-
Ha 1 BepOsSITHOCTD €T0 Tiepeayu He COBIaia-
€T C BepOSITHOCTBIO KITMHHUUECKOTO TIPOsIRIIe-
HM4 caMoro 3aboneBanund. Hanprimep, Bepo-
STHOCTDb MepeslayM reHa, pasHad 50%, B ce-
MelHBIX clydasx Helpodubpomarosa, He
COBIAJIAET C BEPOSITHOCTRIO MPOSIBIIEHUS 3a-
OoseBaHus, KoTopasi He TipeBbiinaeT 40%.
OueBUIHO, YTO B 3THUX CIIyYadX MeHeTpaHT-
HOCTh I'€Ha COCTABIAET TOJILKO 80%, a He
100% ., KaK MOXHO OBLITO GBI TIPEITIONATATD.

Bapuabe.ionocme kaunuseckux cumnmomos
¥ PA3HBIX HACHOE CEMBU

BpoxaenHbie gepeKThl — 3TO BPOXIEH-
HEBIe U/WIW HACJIeICTBeHHBIE HAPYIIeHUs
moboro xapakrepa W MPOMCXOXIEHUs, OT
CTPYKTYPHBIX 10 MeTaboMuyecKux u (PyHK-
IMOHANBHEIX. CTPYKTYpHBIE Ae(heKThl MOX-
HO pa3neNiTh Ha BPOXIEHHBIEC MOPOKH pa3-
ButHs (BI1P) (1. e. rpyOble aHATOMHUYECKHE
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HapVILEeHUA, UMEIoLIHe KIMHHYEeCKOe 3HA-
yeHue W TpeOyroimue MeIUIIMHCKOro BMe-
HIaTeNbCTBA), M BPOXAeHHbIe aHOMAJINH
pasBuTusi (BAP), He nMelolIMe KIMHWYeC-
KOT0 3Ha4YeHHs W He TpeOyrole MeIULIHH -
CKOro BMelIatesibecta [ 15]. ¥V HoBopoXaeH-
HbIX ¢ MHOXeCcTBeHHbIMH BITP upe3Bbryaii-
HO BBICOKA BepPOSITHOCTh MATOJIOTHH MY/b-
TUCUCTEMHOTO XapakTtepa. IMpu
MHOKeCTBeHHBIX BPOXKIEHHBIX aHOMATHAX
(MBAP) yacToTa BHABISAEMOCTH CHHIPO-
MabHOM MATONIOTHH HeBeTMKa, W PpeTUCTPH-
pyeTcst ToJIbKO Tipyu Hamuuuu BITP. [1o Ha-
LemMy MHEHHIO, TP MeIMKO-TeHEeTHYeCKOM
KOHCYJBTHpOoBaHUM nomumo BITP, MBIIP
U BAP crienyeT BBLIETATE M TAK HA3bIBAEMBIE
apyrue coctosinug ([1C) u OomesHH HOBO-
POXIEHHBIX , KOTOpEle HEOOXOIUMBI AT
yyeTa Bcel OCTAIBHOM IMATOJIOTMH MepHHa-
TANBHOIO Mepro/ia, BKIOYas U CUCTEMHBIE
HacneacTseHHbIe 3a0oneBanus (CH3).

3HaHKe BO3MOXHBIX (PeHOTHUITUUYECKHX
MPOSBIEHUI BPOXKIEHHBIX Ae(heKTOB IMO3BO-
JisIeT Bpavy-TeHeTHKY IMPAaBHIIEHO MPOrHO3M-
PpOBAaTL CUTYALIUIO B CeMbe. B HeKOTOPBIX ¢y~
qasx MeH IeIeBCK O TMATOIOTHH 3KCTIPeCCHB-
HOCTE TeHa, npuBoagiero Kk BITP, moxer
OBITH PE3KO CHMXeHA B (PeHOTHITHYECKOM
CIIEKTpe CHHAPOMA U NPOABIATHCH JIUILb He-
3HAYUTEIbHBIMHU BHEITHUMHU JeheKTaMu.
Hanpumep, mpu ayTocOMHO-AOMWHAHTHOIA
rosonpo3sHiedaTuy eJMHCTBEHHBIM KU~
HHYECKHUM TTPOABIEHHEM TATOJIOTHHA MOXeET
OBITH BepXHUIi pesell, 00pa30BaBIIMICS B pe-
3yAbTATe CIUSHHUSA OBYX pesloB. Dta BAP,
BO3HHKAIOWAA KakK cIe/icTBHe JedeKTa ve-
PerHO-IULEBON MpexopaalbHOM Me3ojiep-
MBI, ¥ KPOBHbIX POJICTBEHHUKOB MOXKET IpO-
SIBUTBCSI B BIJIE TSDKEITBIX, OOBIUHO JIETATEHBIX
coCTOSIHMI (TpyOBle (POPMEI TONOIPO3IHIIE-
dbamimn).

JpyruM ripuMepoM BapradeJIbHOCTH KITH-
HHUYeCKUX ITPOSIBIEHUIT BpOXKIEHHBIX Aedek-
TOB MOKeT ObITh BAP B BHIe MOACTA3HUCTEIX
KHMCT (SIMOYKM HAa Iy0ax) y pomMTesIaI-HOCH-
TeJls reHa CUHApoMa BHH BaH-1ep Bya. Pe-
OeHOK, pOIUBIIUICS B 3TOi ceMbe, MOXET
umeTs Tpyorrit BIIP — paciienuny ryosl 1
Heba.

ITpy cunapomMe JlayHa — XpOMOCOMHOI
MaToJIOTUM, NMpUBOIMIEl peOeHKa K TskKe-
JIOH MHBAIMIHOCTH, — mouTH 80% Beex Ha-
pylIeHMiE MOXHO oTHeCTH K BAP, T. e. K aHO-
MaTHAM, He UMEIOLIMM KAWHWYEeCKOTO 3Ha-
YeHWA W He TPeOYIOIMM MEIUITMHCKOTO BMe-
waTebeTBa. JIUIIb I Tas YacTh BPOXIEHHBIX
JeeKTOB MPH 3TOI TPUCOMWH KJIacCHU(PUIIN-
pyetcsi kak BIIP, npu s3ToM uaie gpyrux
BCTpeYarOTCA IMOPOKH CEpLA U aTPe3Ud TOH-
KOrO KHILIeUHHKA.

ITpu cungpome Cmuta — Jlemm — Ornir-
11a, 00yCIOBIEHHOM MeTa00NMMIeCKUM Hapy-
eHueM (nedekT CUHTe3a XoJeCTepruHa),
MpaKkTHIECKH BCe HAPYILIEHHA MOXHO OTHE-
cTu K BAP (xapakTepHoe JIMLIO, TITO3, BEIBEP-
HYTble HO3OpH, JUIMHHBIH (UILTP BepxHeil
ryObl, aHOMAJIMM Je pMaTOTTM(PUKH, CUHIAK-
T4 crornsl). Kak BITP B cTpyKType 3TOr0
CHUHJIPOMA paccMaTpUBAIOTCA JIMIIEL TUITOC-
MAaaus ¥ peske MOMMAAKTIN. TeM He MeHee
CcoueTaHHe MepeurcIIeHHbIX ITPHU3HAKOB OBLIO
BBIIEJIEHO B OTHEBHBI CUHIPOM C ayTOCOM-
HO-peLleCCUBHBIM THUTIOM Nepenadu [16].

Takum 06pa3oM, BO MHOTHMX CITyYasIX KJIH-
HUWYECKWI TeHeTHUYeCKWI JIUATHO3 CTPOUTCH
He ToJILKO Ha olieHKe couetaHss BITP 1 BAP,
BXOJALLIMX B KOHKPETHBIM CUHIPOM, HO M HA
M3YYeHHUH BapHaOeTbHOCTH OTHETbHBIX ITPH-
3HAKOB U UX MPOSIBIEHUS Y WIEHOB CeMbH
HOCHTeJIeii OMHOro M TOro Xe reHa [17, 18].

boaesnu sxcnancuu zenoe, zeHemuyecKuil
UMAPUHIMUHZ, MUIMOXOHOpUA.ibHbIe DoaesHU

Kak m3BecTHO, O0Me3HN 3KCIMAHCHHA Ie-
HOB, T. €. MHOTOKPATHOTO KOTIMPOBAHW A HYK-
JIEOTHIHBIX TTOCeloBaTelIbHOCTeH MYTaHT-
HOT'0 TeHa, MPEACTABIAIOT COO0M HOBBIE THUTTH
HEeMEHAEIeBCKOT0 HACIeOBAHMS, TONTOe
BpeMsl 3aTpYIHSBIINE TOHUMAHHWE XapaKTe-
pa HacJeIOBaHUA M TIPOABIEHMA 3THX 3a00-
JiepaHuii. [TpuMepaMu 60Me3HU BKCITAHCHU
TeHOB SIB/ISHOTCS Oone3Hb ['eHTUHTTOHA, MU~
otonnueckasi guctpodus IlTaitnepra, cuH-
apom Maptuna — benn, a Takxke reHeTHYeC-
KW IMTTPUHTHHT TIPU CHHAPOMEe AHTeJIbMa-
Ha 1 cuHapoMe [Ipagepa — BAIDTA B ripuileH-
TPOMEPHOM 0OJIACTU JITMHHOTO Tuteva 15-it
XPOMOCOMBI, a TIpH cuHapoMe bekButa —
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BuaemaHHa — B IIPULIEHTPOMEPHOI 001acTH
KopoTkoro ruteva 11 xpomocomsl [19].
TpynHoCcTH B onpefieeHHU XapaKTepa
HACIeTOBAHMS TAKIKe CBSI3aHBI elle ¢ OHIM
TATIOM HEMeH/IeJIEBCKOTO HACJIe[JOBAHUS —
LMTOIUIA3MATHYECKMM HacleAoBaHKeM (110
JKEHCKOU JIMHWK ) 3HAUMTE JIbHOTO YHCIIA KaK
XOPpOIII0 U3BeCTHLIX (OoJie3Hb Jlebepa), Tak u
OTHOCHTENIEHO HEJABHO OMHCAHHBIX 00e3-
Hell (cuHgpoMm KepHca — Coaiipa, cuHAPOM
MERRF, cunapom MELAS). D11 3a60neBa-
HU$ 00YCITOBIIEHBI MYTALIMAMY B MUTOXOH/T-

PHATBEHOM KOJIBLEBUIHON XpoMocoMe, 25-i
XPOMOCOME B FeHOME YeJIOBeKa.

Tonadasenotii mozauyuzmn

ITpoGnema roHaIATEHOTO M TKAHEBOTO MO-
3aHLM3Ma Ha [MpAaKTHKE MOKET OBITE pelIcHa
IpU YCJIOBUM MPUMEHEHUA COBPEeMEHHBIX
MYJIETULIBETHBIX OKPacOK XPOMOCOM (HATIPH-
mep, COBRA)u JIHK -30Ha11MpoBaHMSI C TIOMO-
LIBIO TpaiiMepoB, CIierpPHIHbIX 110 OTHOILLIe-
HHIO K KOHKPETHBIM XPOMOCOMAM, HATIpHMEP,
K Y-XpoMocoMe B CITy4dae TIOJIOBBIX AaHOMAITHIA.

COBPEMEHHBIE TEHETUYECKHMUE TEXHOJIOI'MHU

['eHeTHYeCKHE TEXHOJIOTMH B IeHATPHUIA
M aKkylepcTse npuobpeTaoT Bce Oonbliee
3HAYEHHE He TOJIbKO B JMATHOCTUKE M Jieve-
HWM JIeTeil, HO U B IMPOQMIAKTHKE BPOXKIEH-
HBIX HaclleICTBEHHBIX 3a0onepanmit (BH3).
B uenom yacrora BH3 y neteii He ripeBbILa-
eT 5%, TIipy 3TOM HA MOHOTeHHbIe OoJNe3H
npuxoautest 1%, Ha XpoMocoMHBIe abeppa-
umu — 0,6% , Ha 3a00J1eBaHK ¢ HACKIEICTBEH-
HOM MpeapacrioNioXeHHOCTEIO, T. €. MYJIBTH-
¢akTopranbHbIe O0Ne3HH, — 3%, Ha reHeTH-
YeCKYK HeCOBMECTHUMOCTE MaTepH M IUIOAA
o antureHam — 0,4% |20, 21].

OIHUM M3 OCHOBHBIX HAIpaBIeHWH B
Gopube ¢ BH3 sipnsiercsi MX npodUIakTHKa,
MO3TOMY BHMMaHHE TeHeTHKOB Bce Ooublie
1 O0JIBLLE PHUBJICKAET ITPEHATAIBHBIN W PaH-
HUWI1 HeOHATAJIBHEIM MepHo. B npakTtuke
3APABOOXPAHEHUS AKTUBHO ITPUMEHSIOTCH
MpeHATAIbHBIN CKPUHHUHT CHIBOPOTOYHBIX
matepuHCKHX MapkepoB (ADI1, XTI, HO u
ap.), AHK-auarHocTrka riogHoro Matepm-
asla, KapuOTUITHPOBAHHe TUI0NA, YIIbTpasBy-
KOBBIE MCCIIEJOBAHKA, 4 TAKXKE HEOHATAIb-
HBI CKPUHHHT HACHEICTBEHHBIX Oome3Hei
00OMeHa ¥ TeHeTHYeCcKoe KOHCYNETHPOBAHNE
ceMell ¢ OLIEHKOM pHCKa U CIIeAYIOLIero
pebenka. B nociienHve ropsr OypHOe pasBU-
THE TIOJTYYHJTH TAK HA3bIBAeMbIe ACCUCTHPY-
FOLLIMe PerpofyKTUBHBIe TexHonorvu (APT).

ITpumeHeHMe pasIMYHBIX METOJIOB JTHAr-
HOCTHKHU M rnpodunakTik BH3 Bo Bee me-
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PHOIBI KU3HH, HAUMHAA € SMOPHOHAITBHOTO,
a MHOTJA M ¢ JOMMIUIAHTALIMOHHOTO, 00bSIC-
HsIETCSI BeCbMa PaHHUM [TPOSIBIIeHUEM KakK
TeHHBIX, TAK U XpPOMOCOMHEIX GoJie3Hel y
SMOpHOHA W TUIofa (CIIOHTAHHBIE A00PTHI,
MePTBOPOXIEHUS, TepUHATATIbHAS M HEOHA-
TalbHAs TIATOJIOTHSI U CMepPTHOCTD). Jloms
TeHHBIX 0oJie3Hel, MaHW(PEeCTUPYIOIIHX B
AHTEHATAJIBHOM ITepPHOJIe, COCTABRIACT 25%, K
3 ronam oHa yBenumBaetcs 10 70%, K 15 ro-
naMm — oo 90% [22|. MakcuMansHOe KOmude-
ctBO Beex BH3, Bkimouas MOHOreHHBIE 00-
JIE3HHW, PETMCTPUPYIOTCH BO BTOPOH IMTOJIOBH-
He XW3HM YesioBeka U K 70 rogaM cocTapis-
1T 67,6% (K 21 Topy — Tonsko 10,5%) [23].

MyTaunoHHBIH TPY3 B A@TCKOM BO3pacTe
0OCOOEHHO SIPKO TIPOSIBIISETCS B BHUJIE TPYOBIX
BPOXKAEHHBIX TOPOKOB Pa3sBUTHA, IIPUBOJIA-
X pebeHKa K MHBAJIMIHOCTH, a TAKXKE B
BHJIE pa3HOODpa3HbIX HACICACTBEHHELX 3a00-
JIeBaHWii, BKJTIOYasi CHHIpoMbl. Kpome Toro,
B Te€pBbIe TOHBI XU3HW peOeHKa LIMPOKO
npeJcTaBlieHsl 3a00JIeBAHUA C HACHEICTBEH -
HBIM TIPeApacIioOKeHEM, KOTOPEIE SIBJI-
FOTCS KaK MPHUYHHON MepUHATAILHOM CMep-
THOCTH (40—50%), TaK 1 HHBATWITHOCTH Jie-
Tek (50%).

M3 12 000 onmuMcaHHBIX TeHOB YeJloBeKa
Oonee MOJIOBUHBI BBI3BIBAIOT HACIE/ICTBEH-
Hble Gone3Hu [30]. 3HaHUe NOKAIM3AIIHHA U
JIeTANbHOMN CTPYKTYPHI IreHa IO3BOMISeT TOY-
HO AMArHoCTHpOBaTh 3aboJieBaHKe Jaxe B
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ero JOKJIMHUYecKoM ctaauu. HarnpuMep, B
Cllyyae HOCHTeJIbCTBA reHa Xopeu ['eHTUHT-
TOHA, UTH TeMOXPOMATO34, TSIKEJTbIE TIPOsIB-
JleHUs1 3aboneBaHus B CpelHEM pa3BHBAKOT-
csl B Bo3pacTe 35 1 6onee net. JloknmHuvec-
Kag reHeTHYeCKasd MMarHoCTHKA 3TOU MaTo-
JIOTUM CO3IAaeT BO3MOXHOCTh MPOBEACHUA
paHHUX TTPoQUIAKTHYECKUX Mep, M, COOT-
BeTCTBEHHO, ocnabeH sl KIIMHUIeCKOro Te-
yeHHd OOJe3HU.

AKTHUBHOE BHe[[peHHe B KJIMHUYECKYIO
TIPAKTUKY COBpPEMEHHBIX TeHeTUIeCKHX TeX-
HOJIOTHIT OKA3BIBaeT MOJIOXKHTENTEHOE BITHSI-
HHe Ha JledeHue U NMpOoPUIAKTUKY MHOIHX
BH3. TeMm He MeHee yKe B HALlIM JTHW OCTPO
BCTaeT aTUUecKas rmpobiemMa, Kacarolascs
«3HAHUS ~He3HAHWS» CyABOBI /71 HOCUTeJei
Te€HOB 3TUX TsiKeselinmx 3adoneBaHuii. Ha-
TNpUMep, MHOTHe POJICTBEHHUKH OOJTBHBIX XO-
peeil I'eHTHHITOHA OTKa3bBaloTcd or JJHK-
JMATHOCTHKM, He JKeJast XIUTh B CTpaxe meper
BO3MOXHBIM pasBuTHeM OomnesHu |24].

IIpeHaransHoe BeIgABIeHHe BH3, rpuBo-
JAIIAX K THOed peGeHKa WK TSKeToM UH-
BaJIMAHOCTH, OYeHb IPUBJIEKAET KAK CIIeL|-
amicToOB, TaK W maiueHToB. Ha ceromns B
MHPp€ BO3MOXKHA IpeHaTaJIbHadA JHATHOCTH-
Ka 6onee 850 BH3, JIHK-guarHoctHka oKo-
710 400 MoHOTreHHBIX OoJle3Hel, GMoxuMHuYec-
Kasi IMAarHOCTUKA HA YPOBHE Te PBUYHOTO

nponaykTa reHa 6osee 800 HacIeACTBEHHBIX
DoJiesHelt oOMeHa.

CyuiecTByeT TeOpeTHYECKasi BO3MOX-
HOCTb OOpbOBI ¢ HACTTEACTBEHHBIMHI Ae(eK-
TaMM MeTOJAaMH TeHHOM MHXeHepHH Ha
YPOBHE TTOJIOBBIX KJIETOK (ramer), OMHAKO B
[MPAaKTHYECKOM 3/IpaBOOXPAHEHUH TAKHE TEX-
HOJIOTUH HEeMPUMEHUWMBbI H3-3a BO3MOXKHBIX
HEKOHTPOJMPYEeMbIX MOMYJSIIMOHHBIX 3¢~
(hexrToB. 'eHHAa4 Tepanusg HAa YpOBHE COMATH-
JECKHX KJIETOK YK€ pealii30BaHA B BRICOKO
pasBMTHIX cTpaHax (Hampumep, B CIIIA), HO
B HACTOMIIee BpeMsl HOCHT Cyry0o KoMMep-
JecKmii xapakrep. HopMaJbHEIN reH BBOAMWT-
€A B KJIETKH, TONYUEHHBIE OT GOIBHOTO, C
[MOCHENYIOLIEN pEUMILIAHTALIMEN TPAHCTEH-
HBIX KJI€TOK B OpraHu3M O0JIbHOTO (TpaHcre-
HO3 in vifro). I1pyMepoM reHHO# Teparnii MO-
KeT CIYKUTH JiedeHUe OOJIbHBIX TMPH HAN-
yuH ledpekTa hepMeHTA aJeHOZMHAE3AMHUHA-
35, NPUBOMAMINETO K THXKEIOMY
UMMYyHoeHUIIUTY y aeTeil. [l pyrum MeToaom
reHHOM Teparnvy SBJIAeTCH BBeIeHHe PeKOM-
OMHAHTHOIO TEHETUYECKOI0 BEKTOpa ¢ HOp-
MAJIBHBIM [€HOM B OpraHusm OOJIBHOTO, e
3aTeM KM MIPOMCXOJUT TPAHCTEHO3 in vivo B
KJIeTKaX-MHMIIeHaX (KOCTHBIH MO3T TIpH re-
MOTJIOOMHOIATHUAX, UMMYHOLeDULIUTAX;
JIeTKKe NP MyKOBHCIIMI03€; TTeueHb MpH he-
HWIKETOHYPHUU M HEAOCTATOYHOCTH MHTUOM-
TOpa MpoTeas).

IMPOBJIEMbl OPTAHU3ALIMY MEJIUKO-TrEHETUYECKOM
CJ1Y KBbI

Poccuiickaga @enepaumd MMeeT HOCTa-
TOYHO Pa3sBeTBIEHHYIO MEJIMKO-TeHETHYEC-
Ky cayxoy. B 2002 r. B Haieil cTpaHe
dyukunonuponano 7 PeneparbHBIX MEIU-
KO-TeHETHYECKHUX LEHTPOB U 84 MeIHUKO-
reHeTHUYeCKHe KOHCYJIbTALMK, B KOTOPBIX
pabotano 179 Bpaueii-reHeTHKOB, Bonee
160 Bpayeii-LIUTOreHEeTHKOB, ToYTH 140
Bpauei-6HMOXUMHKOB, U 456 Bpaueil ApyrHx
cnetuanbHocTeil. O0beMBl IMTOMOIIH, TIpe-
JOCTAaBJISeMble HACEJIeHUIO 3TOM CIIyKO0M,
KOJOoCCanbHEL TONBKO 3a OJIMH TOJ e pBUY-
HBIM MeJIMKO-TeHeTHIeCKHUM KOHCYIBTHPO-

BaHWeM ObL10 oxBaveHo Oosee 130 000 ce-
Meii |25, 26].

OueBHUIHO, YTO OCHOBHOI 3aJaueii MeaH-
KO-TeHETUYECKOI CITYKOBI SIBIACTCS AHATHO-
cTrKa U npodunaktika BH3. B¢ dekTin-
HOCTH paboThl 3TOH OBJIACTH 3IPABOOXpaAHE-
HUY OTIpEaensaeTcs pAaoM YCIOBUIA, BaskHeii-
[IMMHA U3 KOTOPBIX SIBJISIOTCS:

— TIOBCEMECTHOE BHeJpeHWe ABTOMATH-
3UPOBAHHBIX CHCTEM AMATHOCTHUKH;

— (popMHpOBaHHEe POCCUIICKOTO HALIHO-
HaTBHOTO pacripenencHHoro Peructpa Ha-
crneacTBeHHBIX bornesHeit;
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— MeIMKO-COLMANBHAY TTOMOITL 00Nb-
HEIM, pa3paboTKa M IMoBCEMeCTHOe BHe[pe-
HUe TIporpaMM KX COIMANLHON aJanTallku;

— pacumpeHue repedyHd 3aboneBaHMIA,
JAUATHOCTHPYEMBIX C MOMOILBIO MEeTOd0B
JHK-nMarHocTHKHM;

— BHEJIpEeHKE B IPAKTHIECKOE 3IPABOOX-
paHeHNe MeTO/I0OB TeHHOI Tepariuu;

— obs3arebHOE MPOCTIEKTUBHOE Me -
KO-TeHeTHYeCKOe KOHCYIbTHPOBAHHE Ce-
Meit;

— pa3paboTKa U BHeJpeHNHEe MEeTOMOB
o1leHKH 3(Q(PeKTHBHOCTA MeIUKO-TeHeTH-
YECKOro KOHCYJIbTUPOBAHM;

— pas3paboTKa M BHeIpeHHE METOIOB

OLIEHKH 3KOHOMHYeCKOH 3(¢dEeKTHBHOCTH
MEJIMKO-TEHETHYECKOM CITYKOBI;

— (popMHupoOBaHHEe 3aKOHOAATEIHLHOM
6asbl o mpobnemam BH3;

— Ooppba ¢ yxyaieHHeM 3KOJIOTHYECKOM
cuTyauru B Poccui;

— rocyJapcTBeHHOe (PMHAHCHUPOBAHUE
MPOrpaMM TMPeHATAIIBHOTO CKPUHWHTA Y UH-
BasuBHOM guarHocTiku BH3 mnona y Gepe-
MEHHBIX H HEOHATAJIBHOIO CKpUHHWHIA Y HO-
BOPOXKIEHHBIX.

Tonbko mpu cobMOAEHNN 3THUX YCIIOBHIL
BO3MOXHA 3(ppeKTHBHAA paboTa MEAMKO-Te-
HETUYeCKOM CIyKOBI M KOMIUIEKCHOE pelie-
HHeE MOCTABIEHHBIX TTepell Helo 3aa4 |27, 28].

NHOOPMALIMOHHBIE IMMPOBJIEMbI MEJIUKO-
IF’EHETUYECKOI'O KOHCVJIbLTUPOBAHMWA

Tlpobaemet kraccudpurawuu 6 meduyunckoi
SCHEMUKE

HecMoTpsi HA OTPpOMHOE KOJNHYECTBO
HO30JIOTHYeCKMX (popM 3aboneBaHMi YeJ10-
BeKa IepBonpuyrMHa GoJIbIIMHCTBA U3 HUX
KpPOeTCsl B ONpeJieIeHHBIX TeHeTUYeCKHUX
HapylIeHWsIX. YHUBepcalbHas TeHeTH4ec-
Kasi Knaccuukaius 6oJie3Hell JyeloBeka
JlaeT BO3MOXHOCTB ITOCTPOMUTH JII000e KO-
JIMYeCTBO BTOPMYHBIX KiaccHpUKaLMi B
moboii obnacTH MeIULIMHEL (Ta0mn. 6.1).

I[TocnegHue roAbl XapakTepU3YIOTCS
UYpe3BBIYAIHBIM HHTEPECOM MHUPOBOI Ha-
VKW M MeIMUIMHBI UMEHHO K IpobiieMaMm re-
HETHUKM, B YACTHOCTH K TeHOMY YeJIOBeKaA.
OcCHOBHBIE JOCTHXEHHS B 00acTH pac-
M POBKH TeHOMA 4YeJloBeKa Tpe/iCTaBIe-
HBI B Ta0miie 6.2.

3a nocneHue roasl ObLTH pazpaboTaHbl
Takue MeTonbl, Kak SSCP (single stretch
conformation polymorphism) — Mccnemona-
HHe NoJTMMopdH3Ma KOH(pOopMAaLIUK eTHHNY -
Hoil nermm JTHK, SHOM (sequencing by
hybridization to oligonucleotide microchips)
— TEXHOJIOTHSI CeKBEHHUPOBaHKS THOpHIM3a-
1Heid Ha OJIMTOHYKIEOTHIHBIX MUKPOUMIIAX
W apyrue, nospostomme 3¢h(HeKTUBHO aHa-
Jmvsuposats Myraumu B JIHK, obwas mmmHa
KOTOPO#i COCTABIACT 2 M.

Hamiure noctoBepHoi UHPOPMALIMK O
BO3MOXKHOCTH paHHEH, B TOM YHCIE TIPEHA-
TANBHOMN, MTUArHOCTHKU psla 3ab0JIeBAHUIA,
0e3yCIOBHO, MOXeT OKA3aTh pealbHYIO I10-
MOIIb B TNTAHUPOBAHUHA KOMITIEKCHOTO 00-
criefloBaH1s OepeMeHHBIX, HMerolHX (pak-
TOpkl prcka 1o BH3. B cB431 ¢ OTCYTCTBU-

Ta6nuua 6.1. YHvBepcansHas knaccudukalus GonesHell yenoBeka

IK30reHHsle 6oneaHn
CyuHOpOMbI
HeyTO‘-IHEHHbIe CHMMNTOMOKOMMNNEKCEI

['pynna 6oneaxeli Yucno ABTOpHI
XpOMOCOMHEIE BONe3H 100 A. Schinzel, 1984 [29]
MOHOreHHele 6onesHn 5000 V. McKusick, 2001 [30]
MynsTudakTopransHele GonesHu 500

HeonpeaeneHHo MHOro
HeonpegeneHHo MHOrO
HeonpeneneHHo MHOro
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Tabnuua 6.2. OcHOBHLIE NapaMeTphl reHoma Yenoseka (1991-2000 1) [31]

HYueno HYKNeoTWaoB B reHoMe YenoBeka
H1cno reHoB YenoBeka

M3 HUX reHoB, KOOWMPYIOLLIMX BenkiK

12 HUX SKCNPEeCcCHpPYETCH B TKAHAX

HYucno KapTMpoBaHHLIX TEHOB

W3 Hux KnoHupoBaHo

KapmpoeaHo reHoB BH3

W3 HUx KnoHWpoBaHo

Hueno myTaumil B reHax yenoeeka

HYucno HacneacTBeHHEIX NpuaHakoe/GonezHel
HUCIO M3BECTHEIX CEKBEHLMIA B reHax YenoBeka
Yucno cekpeHUMA Ha 1 reH, BKMOYas MHTPOHEI
HYucno KoaMpyioLLWMx cexkBeHUWA Ha 1 reH

JlBa YenoBeka pasnuyaloTes No 1 HykneoTnay
Ha 1000 cekBeHUMIA

Kak Ol YenoBek retepo3urate no 75%
CBOWX FeHOR

3HUPOBAHHEIX CHCTEM JIMATHOC-

PETTTT g THUKH, Takux Kak TEHIWALD

56 hoo (@pars), OMD (Asrmn),

S5 BOHEa S POSSUM, OSSUM (Anctpa-

20% ), AUATEH (Poccusr), V-

2500730 000 TEHHOT (MockRa). 31H cH-

50073000 CTEeMBI OTKPBIBAIOT JOCTYN K

;00[;,@303 0azaM DaHHBIX IO KJIMHWYEC-

12 000/600 revos | KO CHHIPOMOJIOTHH, YTO TI0-

9000/5000 3BOJIAET CY3UTh IToJIe TTOMCKA

1 500 000 3a00J1EBAHMIA, XapaKTepU3YIO-

35000 LMXCsi OIM3KMMK K KOHCY/Th-

. THPYEMOMY TIALTUEHTY TIPOSIB-
JIeHUSIMH |33].

IToTpeGHOCTE B aBTOMA-

TUZUPOBAHHBIX CHUCTEMAX

€M TJIAHOMEpPHOTO MOMOJHEH W CBeIeHWI O
JOCTHIKEHUMAX TeHETHKH Bpauu, paboTaro-
LIHE B IMPaAKTHYECKOM 30paBOOXPaHEHWH,
HepelIKOo MPOCTO He pacroiaraioT HeoOxo-
OUMOI MH(pOpMAaLIMell W He YCIeBaloT 33
CTPEMMTEJIBHBIM PAa3sBHTHEM HOBBIX TEXHO-
Joruit aHamusa JIHK M mocToAHHBIM pac-
HIMpeHHeM CIIeKTpa 3aboneBaHuil, AOCTYII-
HBIX BBISIBJIEHHIO B TIpeHATAIbHOM MepPUOJIE.
Hitxe npenctapneH cricok 3abonenaHuii, b
OTHOLLIEHUH KoTopbIx BosMoxHa JAHK-mu-
arHocTHKa (1abin. 6.3).

OO6cyxmass mpobmeMbl reHeTHYeCKHX
KinaccupuKaluii ¥ JUarHOCTHYECKHUX BO3-
MOXHOCTEH, HEOOXOAMMO 3aTPOHYTE €lle
ofHy npodiemy. MeauiMHCKasd reHeTHKa,
KakK HUKakasl apyras obiacTb MeIUI[WHBI,
nepeHAachllleHa UMeHaMU 1 (paMTHSIMU HC-
clenoBareseii, OMmMCcaBLIMY TOT HJIM MHOM
CUHApOM. MeIUIIMHCKAd 3THKA TpebyeT Tou-
HOTO LUTHPOBAHWA UMEH COOCTBEHHBIX.
Hiixe MBI TpUBOAMM CITUCOK Hanboee yac-
TO YITOMHUHAEMBIX XKeHCKWX MMeH U (paMITHii
uccreioBaTeNiei, KOTopele 1o 3aKOHaM pyc-
CKOro 43BIKa He CKJIOHAIOTCA (Tab. 6.4).

Hcmounuku ungpopmanuu

B HacTodee BpeMd npobiieMa HemoCTaTou-
HOI'0 3HAKOMCTBA Bpaya-reHeTHKA CO CrieLHAb-
HOI JIATepATypOid TIOCTETIEHHO TEPSIET AKTYa b~
HoCTh. Bee Oonbliie 1 Oonbiie MHGOpMAIIUA

TIPAKTHKYFOLHE BPaUud TTOMY4aloT M3 ABTOMATH-

006paboTKH MeIMIITHMHCKHX
IAHHBIX cTaja 0COOeHHO aK-
TyaJIbHOM B 70-€ TOfIbl B CBA3U C PE3KHM poc-
TOM YMCJIAa OTKPBITBIX HACJIEICTBEHHBIX ITPH-
3HAKOB UeJIOBeKa. YXKe B TO BpeMs X KOJH-
yectBo mocturiio 3000, v monHoneHHOe Me-
OUKO-TEHETHYECKOE KOHCYIbTHPOBaHUE
CTAJIO HEBO3MOXHBIM B CBA3H ¢ MHOIOYHC-
JIEHHOCTBIO (PAKTOPOB, Tpebyronux yyera. B
HACTOSIIIEe BpeMs UMCIIO U3BECTHHIX MOHO-
reHHBIX IIPH3HAKOB y yesiopeka pasHo 12 000.

IlepBad aproMaTHYecKasd CUCTEMA JHarHo-
CTUKM ObLIaco3naHaB ['epManun B 19751, [34].
K xoH1y 70-x ronoB TAKHX CHCTeM OBLIO yxKe
pH, B 80-x — 12, a B Hauane 90-x — 15. B Ha-
cTosLLee BpeMd Kaxaad KpyIHas maboparopys
WJTA MeIMLIMHCKUIA LIEHTP CTPEMATCH CO3IATh
CBOIO COOCTBEHHYIO CHCTeMY 00OpabOTKK AaH-
HBIX /151 TIOBbILIeHMS 3P (PeKTUBHOCTH KOH-
cynbTHpoBaHMA [35].

CyliecTBEHHBIM HEIOCTATKOM KOMITBIO-
TEPHBIX 0a3 HAHHBIX ABIAECTCH UX BBICOKA
cTouMocTh. [locnemHne Bepcul aHTIMiiC-
KOM CUCTEMEI PACIIO3HABAHMA 300 paKeHMIA
MAGISCAN ouenusatotest B 500 000$ u
BhIlIe, a ctouMocTs ccTeMbl KARIOTEC
(A3pannb) I8 aBTOMATUYECKOTO AHAIN3A
XpPOMOCOM B HACTOSIIIIEe BpeMsl TPEBHIIIAeT
50 000§.

AKTHUBHOe BHe[peHHe B IOBCEJHEBHYIO
KW3Hb HHTEPHETA B HEKOTOPBIX CITyvasX I1o-
MoOraeT B TOCTAHOBKE TeHETUUECKOTO JAUAr-
Ho3a. BcemuipHas ceth obecrieurBaeT 0OCTYT
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TaGnuua 6.3. Cnucok zaGoneBaHWii, AOCTYMHBIX MONEKYNAPHO-LIMTOreHeTMYeckon 1 [IHK-auarHocTuke

A. XpoOMOCOMHBIE

BE. MoHoreHHele

B. MynstndakTopuanbHelie
GonesHu

. CuHopoMb

MUENoNekos ¢ punafensGUicKoin XpomMocoMoin 1(9;22)

CaxapHulii opabeT, MHCYNMH-He3aBuCcKMan gpopma

fra-X {(crHapom MapTtuHa — benn)

MykoBucLMao3
[anaktozemus
beHnnkeToHypusi
FoMouMcTUHYPUA
ANpEeHO-TEHUTANBHEIM CUHOPOM
emogpumnus Aun B
MuoaucTpodua QoleHHa
muoancTpogna bexkkepa
GonesHb AnsUrelimepa
xopes [eHmHrToHa
GonezHe Bunwcona — KoHoeanoea
CrvHaneHaa amuoTpodua
MuoToHnueCKan OnCTpod a
Helpodpubpomaroz, tun 1
Heipodubpomaros, Tvn 2
['eH paka nerkux y KyprsLUMKOB

MaHnakansLHo-AenpPeccHBHEIR NcKuxoa™
Lnaodperns™
lapaoHepa
AHrensmaHa
lNpapepa-Bunnmn
Xont — Opama
Mannucrepa — KunnwaHa
Mapdrana
Munnepa - Iukepa
Anapxmnna — YotcoHa
Bexeuta — BuoemanHa
IsHHuca — Opalla
e Jlavre
TPD, TMN 1
TPD, TN 2
KOLLaYLEro rnasa
M3H, Tvn 2a
PETUHOBNACTOMBI-OCTEOCAPKOMEI
WAGR
VCF (Beno-kapano-gauuansHbiil)

lNpumedaHue. * — oTaenbHble GopMb.

K MEAWIIMHCKUM 0a3aM JAHHBIX, B YACTHOCTH
MEDLINE, kotopast conep>XuT CBeIeHMs1 O
HOBBIX CUHIpOMAX, ellle He BOIIeAIIHX B

CIIPABOYHYIO JIATEPATYPY.

Pezucmpor nacaedcmeennvix 6oaesnei

Ilepexon Ha 3NeKTPOHHBIE CHMCTEMBI
cOopa 1 00paboTKM HaHHBIX O OOJIBHEIX C
HacleACTBeHHBIMM 3a00/IeBAHUAMH HaYalI-
CH 34 I'ofl 10 CO3HaAHHA l'[ﬁ‘pBOﬁ aBTOMAaTH-
3UPOBAHHOM CUCTEMBI TUATHOCTHUKH, T. €. B
1974 r. D10 ObLI TOA POXKAEHUS TIEPBOTO pe-
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TUCTpa HACJEeACTBEHHBIX DoNe3HeH 1o/ Ha-
spanueM RAPID [36]. Ero pomunoii cTana
I ortmanouga. RAPID 6vu1 co3naH Kak cuc-
TeMa U JAUATHOCTUKH U TTpeayTIpeskIeH s
BH3. C Tex nmop KoauUueCTBO PErucTpoB
pocno rof ot rofa U B 90-e To/ibl mpeBbICH-
JIO ABa AeciaTKa. DToT (akT, HECOMHEHHO,
yKa3bIBaeT Ha OCTPYIO TTpodecCHOHATBHYIO
MOTpeOHOCTh MeAULIMHCKOW TEHETHKH B
TaKWX CUCTeMax y4dyeTa natojioruu. Bee
CTpaHBl ¢ XOPOIIO PAa3BUTOM CHCTEMOIi
3MpaBOOXpaHeHHs BeyT COOCTBeHHbIE Ha-
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Tabnuua 6.4. Criicok MCCnefoBaTeneii-XeHLLMH, Yb1 hamMunin nNpy HanicaHui 1 NPOMSHOLLEHNIA HE CKIIOHSIOT -

ca [32]
hamrnusa u MMA aBTopa OnucaHHLIN CHHOHUM Tun
CUHAPOM HacnepoBaHus

1. Mabpwvank JleBn Pyccu-Jleeun MoTopHas » ceHcopHas ANl
HeBponarms

2. Mapro Hoak Hoak AxpouspanononNMCUHOAKTINA ALl

3. leptpyna N'ypnep I'ypnep MIMC, T7un 1H AP

4. Dxynua benn MaptuHa - benn dhpa-X U yMCTBEHHON XP
OTCTaNOCTH

5. KopHenua ne JlaHre ne IaHre - HI

6. Mapu Xonr Xont — Opama pyKa-cepaLle All

7. 3puT MNotTep MNotTep nvue lMNotTtep HI

8. Hopotv BapGypToH BapGypToH - HI

9. 3HH BaH nep Byn BaH nep Byn C. AMKIW Ha rybax, rmyxora ALl

10. >KakenwH HyHaH HyHaH - ALl

11. Henwns Jiyn-bap Jiyw—bBap arakcus — TenaHrnaKTasmg AP

MNMpumevanue. Al — ayTOCOMHO- IOMWHaHTHLIA, AP — ayToCOMHO-peleCcCUBHEIA, XP — X-CuenneHHblid peLeccuB-

HbIf, HI™ — HeMsBecTHOro reHesa.

IMOHAJIbHbIE PETMCTPhI BPOXKISHHON 1 Ha-
CNleICTBEHHOM TMaTOJIOTHH.

B Hameil crpaHe Takske OBLIH TIpeipy-
HATHI TIOTIBITKH CO30AHMA pOCCI'I]L:lCKOl"O Ha-

uuoHaasHoro pervctpa BH3 [37]. B1ot pe-
[TMCTP TOKA HE COOTBETCTBYET MEXIYHAPOL-
HBIM TpeOOBaHUAM M HYKIAETCH B CEPhE3HOIN
nopaboTke.

TMCUXOJOI'MYECKHUE TIMTPOBJIEMBI B TEHETUYECKOM
KOHCVYJIBTUPOBAHUUA

Ouenka u 6ocnpusmue eeHemuyecKoil ut-
dopmarnuu

MemiKko-TeHeTUUeCK0oe KOHCYJIETUPOBA-
HHE B MPaKTUYECKOM 30paBOOXpaHEHWH
MO3KHO OTIpe/IeSIMTh KAaK KOMMYHHUKATUBHBIA
TpoLecc, LeJib KOTOPOro IepeiaTh CIOXKHYIO
reHeTHYeCKY10 MH(GOPMALIUIO POTUTENSIM,
HeOOXOMUMYIO JUTS MPUHATHA aJeKBATHOTO
pelreHus o JajbHeMIIeM JeTOpPOXIeHUHN
[38]. BmecTe ¢ Tem enie B Hayane 70-X rojioB
B paboTax HECKOJIBKMX aBTOPCKHX KOJUIEKTH-
BOB OBLIO OTMEUEHO HeJOCTATOYHOE TOHU-
MaHMe CMBICTIa TeHeTUUeCKOM MH(POPMAIIUN
nauveHTamu [39—41].

B sTHx viceneroBaHHAX OBLTO TIOKA3aHO,
4YTO OT YeTBEPTHU A0 MOJIOBHHBI MALIMEHTOR,
OTIPOIIEHHBIX C TIOMOIIIBIO CEIIMATBHOI aH-
KeThI, HETIPABHIBHO WA HETOUHO MMOHNMA-
JIM cofiepxkaHue Oecellbl ¢ BpAaYOM-TeHeTH-
koM. Haunsie C.H. Koznopoii 1 B.B. Huku-

tHa [1 1] MoJIHOCTHIO MOATBE PAVIIHA 3TY MH-
hopmarmio. B cBoeil pabote aBropsl npojie-
MOHCTPHPOBANH, UYTO MOJARIIIONIEe O0Thb-
IMHCTBO (74%) MalueHToB, TUIAHUPYOIIUX
JIETOPOXIeHHE, He 3HAIIM O CBOEM reHeTHYeC-
KOM pHCKe HECMOTpsl Ha IMpOBeleHHYIO pa-
Hee MeIUKO-TeHeTHYECKYIO KOHCYJIBTALIHIO.
Cpenu cemeii, KenawIUX BO3AEPKATLCS OT
JIAJTIbHEMIIEeTO NeTOPOXAEHMS, He 3HAIHA O
CBOEM pHCKe CYLIECTBEHHO MeHbllee YUCIIO
nanyeHToB — 45%. AneksaTHoil MH(MOpMa-
el 0 TeHeTHUeCKOM PHCKe pacrioiaraa
TONBKO 1/3 KOHCYNBTUPOBAHHBIX CEMEI.
BONBLIMHCTBO aBTOPOB BBIAEIAIOT TPH OC-
HOBHBIE TIPUMMHBI HEOCTATOYHOTO TIOHUMA-
HUS MAIIMEHTAMH CMBICJIA MeIMKO-TeHeTH-
JeCKOro KOHCynsTHpoBaHus [42, 43]. Bo-nep-
BBIX, MHOTHE TIALIMEHTHI TIPUXOIAT K FeHeTH-
Ky ¢ npenybexjaeHUeM WU HepeaJlbHbIMKA
OKUIAHUAMU. JIDYTUMA CIOBAMM, BOIIPEKH
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rnosnyyaeMoil HHMpOpPMALIMKA, OHW H3HAYATEHO
HACTPOEHbI HAAETOPOXK IEHHE MU, HA000pOT,
BpeMeHHBIH WM MOJHEIM O0TKA3 OT HEro.
HMmenHo HamuKe Tie pBUYHOM TICHXOIOrJec-
KOil YCTAHOBKM He TO3BOJsIeT MaleHTaMm
IMPaBHJIEHO OLIEHWUTE M IMPUHATH BO BHUMAaHKe
WH(}OPMALUIO O TEHETUYECKOM PHUCKE.

Bo-BTophix. MHOXECTBO cemeii PUXOAST
Ha KOHCYNbTalMio (popMaibHO, T. €. He Mo
BHYTpeHHeMY yOexkIeHH IO, a 10 HanpaBie-
HHIO Bpaya WA COBETY POACTBEHHHKOB. Ta-
K€ MAIMeHTHl He MCTILITHIBAIOT TIOTpebHOC-
TH B reHeTHIECKOM KOHCYJIBTALIMH, UTO 3a-
METHO CHUXAeT YPOBeHb IMOHUMAaHW WH-
¢opmauuu H 3>GEPeKTUBHOCTE CcaMoOK
KOHCYJIBTALHH.

B-TpeThux, Gonbiioe YMCIO MAIMEHTOR
He TTOHUMAIOT CMBICTA TeHeTHYeCKOMH MH-
G opMaITii B CBA3M C ee CIIOXHOCTHIO WK B
CBA3M C HENMPABUIIBHO BRIOpaHHOI BpauyoMm
¢dopmoit u3noxkeHUs cBeneHMit. JlokazaHo,
YTO JIyullle ycBauBaeTcsi MHpopMAalus, Tipe-
IOCTABJIEHHAS CeMbe B IMUCbMEHHOM (opMe
B BUJIe 3aK/TIOYEH 4.

CoBepllieHHO OY€BUHO, YTO OCHOBHOIA
3amadeit MeTMKO-TeHeTUUeCKOT 0 KOHCYTETH-
POBaHHA ABJIdeTCHd YCTAHOBJIEHHME TEeCHOTIO
KOHTAKTA MEXKIY BpayoM M nauueHToM. B3a-
MMOTIOHMMAaHWe MeX/1y BpauoM-TeHETUKOM
M ceMbeil TalieHTa CyIeCTBeHHO TTOBEIIA-
eT 3(ppeKTUBHOCTH KOHCYILTHPOBAHUS [44].

IIpu npoBepeHHK Oecenbl C MALHMEHTOM
Bpay JIOJKEH YUUTBIBaTh, UTO TEHETHYECKAd
CUTYAIIUS B CEMbe SIBJISIETCS JIMIITh OMHUM M3
¢axTopoB, onpefessSIIOIMX MOBeIeHNE Ce-
MBEM, B TOM YMCJe H perpoaykTHBHOe [45].
3HAYUTENIBHOE BIMAHHEe HAa KOHEYHBIH UTOr
MEIUKO-TEHETHYECKOTO KOHCYTbTHPOBAHUA
OKa3bIBAIOT IMUHOCTHBIE OCOOEHHOCTH CYTI-
PYTOB U OTHOIIeHMs B ceMbe. HioaHChI rck-
XONOTHYECKOTO KIIMMATA MOTYT OCTATHCS JU1A
Bpaya JIo KOHLIA He BeIsscHeHHbIMU. Hepen-
KO CYTIPYTH TIPUHHUMAIOT HeaaeKBaTHOE, C
TOUKU 3peHUSI KOHCY/IETAHTA, pellleHne , BOTI-
PeKH coBeTaM Bpayda. 3ToT heHOMeH 00BsIC-
HAETCS TeM, YTO BO IJIaBY pelleHUs reHeTH-
YeCKOU rpoGre MBI CYTIPYTH CTABIT CUTYALIAIO
B ceMbe. Hampumep, 1o ganHsiM C.HM. Kos-
noBoii 1 B.B. Hukumwuna [11], Tonbko B

164

34,7% cnydaeB 0TKAa3 0T JaJbHeHIIero aeTo-
poXxaeHMs ObLT BBI3BaH MHGpOpMaIel o re-
HEeTHYeCKOM pHCKe, a B 63,3% — npyrumu ce-
MeNHBIMH IpobIeMaMK, BYaCTHOCTH, bores-
HBIO OJTHOTO M3 CYTIPYTOB.

TwarenbHoOe M3ydeHHe OONBILOTO haKTH-
YECKOIro MaTepHana ro3BoJIiIi ABTOpaM 3To-
TO MCCNeI0BaHUS CIeNIaTh BEIBOM O TOM, UTO
5 PeKTUBHOCTb FreHETHYeCKOT0 KOHCYIIBTH-
POBAHHS 3aBUCHT OT TPeX OCHOBHBIX (haKTo-
poB: 1) TOYHOCTH pacueTa reHeTHYeCKOro
PHCKa, 2) aAeKBATHOCTH COBETA Bpadya-TeHe-
THUKA, 3) MpaBUILHOCTHA MOHUMaHH MH(OP-
MAaIy poauTesaMu. CrenyeT MogYepKHYTh,
YTO afeKBaTHOCTh BOCIIPUATUA MHQOpMALIHA
3aBHCUT He TOJIBKO OT HOCTYITHOCTH (POPMBI
ee M3JIOKeHHsI, HO M OT TeHeTU4IecKoro cTa-
Tyca poguTeneid. [ 1o JaHHBIM MYTBTUIIEHTPO-
BOro MCCIEIOBAHUA, TPOBEIEHHOIO TMCUXO0-
JIOTAMH M FTeHEeTUKAMM B LIEHTPaX reMoGHIMKr
B I'masro (3anamnag llotnanaus), Helo-
Hopke (CLLIA), Ontapuo (Kanama) u Adu-
Hax (I'penus), ypoBHM MOHUMaHWA CITELIN-
¢unyeckoii reHeTHUeCKOM UH(pOpMALIMK Y
00JILHBIX TeMOpHITeI M HOCHTeJIek MAToJI0-
THIECKOTO TeHA 3HAYWTENIHEHO pa3inyaroTcst
[46].

Takum obpa3som, rnpodeccHoHaANBHA 3a-
Jlaya Bpaua-reHeTHKa 3aK/II04aeTcs B TOUHOM
JHarHocTHKe 3abojieBaHUsI, MPABUILHOM
pacueTe pucKa JUId ClieAyiomero pebeHka B
JJAaHHOM Opake, a Takke B repefiade poauTe-
JIAM CJIOKHOM reHeTH4YecKoi MHpopMaluu
Ha YpoBHE U B 00BeMe, JOCTATOUHOM IS ee
TIOHMMAaHWsSI U TIPUHATHS A€ KBaTHOTO pellie-
HHS.

Dmanvt cemMeitnoil RCUXOOUHAMUKU U MOOe-
AU NOBEOCHUA 8 YCAOBUAX 2CHEIMUHECKO20 KOH~-
CYABINUPOBAHUSA

Halum K muHHyecK e HabImoneHUs IMo3Bo-
JIWITA OITUCATH OOLIYIO MICUXOIMHAMMYECKYIO
MOMEJTH TIOBEIEHH ST CEMBH B YCITOBHSIX CTpeC-
ca, KAKMM SIBJISIETCS TIOSIBIeHIEe B CeMbe pe-
OeHKa ¢ BPOXIEHHBIM MM HACTEACTBEHHBIM
3abosieBaHMeM (Tabn. 6.5) |42, 47, 48].

Ha niepBoM 3Tarie Takas ceMbsl UCTIBITHI-
BacT CWJIBHEHIIINN CTpecc (COCTOSHUE TTOJ-
HOll pacTepsiHHOCTH, CTpaxa), MO3TOMY
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Tabnuua 6.5. OCHOBHBIE 3TArMbI NCUXOAWHAMWKI CEMBM B NPOLECCE FEHETUHNECKOTO KOHCYNBTUPOBAHIUA

3Tarbl Nncuxo-
ANHaMWKK CeEMBIA

KnMHMYeckas xapakrepucrika

BosMOKHOCTU KOpPEKLIUK

| aTan

Il 3Tan

Il aTan

IV aTan

Crpecc

Crpax, Tpesora
PactepsiHHOCTE
JeanHTerpauva
CTynopo3Hoe CoCTosHUE
[MNapeHwe camooUeHKn

HerartuBuam, nepeHoc BUHLI
Arpeccus, BaavMHble 0BBUHEHWS
BrirecHeHre vHdbopMaumm
OTpULAHWE TEHETUHECKOT O
xapakTepa bonesHu

Otkas o1 obcnenoBaHus
XoxaeHuwe No Kpyry epadei
dopmupoBaHue MUGpoB

Voo U3 cemebM, paseop,
HeonpepeneHHOCTEL BRIGOpAa

Jenpeccws, oTyaaHre

CUHOPOM XPOHWHECKOH Nesany,
YYBCTEC BMHEI

YyBCTBO CThIOA U TOpPS
OuylieHre HenoNMHOLEHHOCTH
3MOLLHOH&I'IbHaH OTCTPaHEeHHOCTE
XpoHudeckas gppycTpaums
PaszppaxurensHocTb

YTpara nHTepeca K XW3aHn

MNoTeps TeNNoTH K BNU3KKM NIoasM
3aMeikaHve B Kpyry cembun
OkoHyaTensHuli pacnaj, cembi

Apanraums K ropto

OGpalleHve 3a NoMoLLBIO
IMOLIMOHANIBHBIE KOHTaKTHI
MHTEepec K xu1aHu 1 patote
BoccraHoBneHwe oTHOLLEHWIA
MNouck MHpopMaLmm

YerpoitcTeo pebeHka B cneLyanuam-
PoOBaHHoe yHpexaeHwe unn apanra-
LMS K Hemy poauteneii
Mnanvpoeanne GyoyLlero
MpuHsTVE pelennii

Brixop ua Kpuauca

MNouxorepanua, NogospxkKa
ConepexueaHue ropro
CHsiTve YyBCTBa BUHLI
MeankameHTo3Hoe NeYeHre
OGonpeHne

HepmpextrerocTs Gecentl
CrnokoliHoe BeICNyLUINBaHWe
O6cyxaeHve npobnemel,

cornacve ¢ MHeHWeM naumeHTa

He npenaTcTBoBaHWE KOHCYNLTaLWUAM
B APYIUX MEHETUHECKWX LIEHTpaX
OpobpeHre 1 noaJepxka,
npefnocTaBneHne BpeMeHn Ha
pasmMblLLIeHUN

BHylleHwe onmmMMmuama,

ocnabneHre BUHLI N CTeIAA,

paboyee COTPYAHWYECTBO,
MHPOPMUPOBaHWE O BO3IMOXHOCTHX
obcnefosaHus U nevyeHus

OkasaHwe BO3MOXHOM MOMOLLM,
BKJIIQHEHWE CEMBN B CUCTEMY
0BLUECTBEHHOW Noaaepxkun obliecTea
AKLEHT BHUMaHWS Ha NONOXUTESIEHEIX
MOMEHTaX, OpUeHTaLus Ha Byayluee,
niotoBe GNUskKx Mioaeil

MNonHoe nHpopMUpoBaHWeE,
OTKREITUE NepCcnekTue,
CTPYKTYPHbIE CLieHapui,
peabunutaumg petenka,
ONTUMU3aLIMA OTHOLLEHWIA,
3aKMNoOYNTENBHAS KOHCYNETaLMS,
WCMNoNb3oBaHWe BO3MOXHOCTEMN
npeHarankHol AMarHoGTHUKK

CHOXKHas reHeTHYecKas HHgopMaimg, repe-
JIaBagMasi BpauoM, TIPaKTHIeCKH He BOCITPH-
HHUMAaeTcd M He MoXeT OBIThH MCITONB30BAHA
JUTS TIPUHATHA CYTIPYTaMH aOeKBATHBIX pellie-
HHI.

Ha BropoM 31are poayTesIi MOTYT IeMOH-
CTPUPOBATH HErATUBHEIE peaklny (oTpHIa-

HHe NHarHo3a, BeITeCHeHHe MHGpOPMALHH,
BBIZBIBAIOILIEH Y HUX CTpax), a TAKXKe arpec-
CHIO IPOTHB Bpaya, IbITAILerocs: yoeauTb
HX B CpaBeJIMBOCTH AUarHoza. Mexay po-
JUTEJSAMKA BO3MOXKHBI B3aHMHbBIE 0OBHHE-
HH4, a4 TAKKe BOBJIeUeHHe B KOHQIMKT Onu-
KAUITUX poaCcTBEeHHUKOR. JIg 5T0oro sTana
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BeCbMa XapaKTepHO CTpeMIJIEHHWE CYIIPYTOB
MOJIYYMTE KaK MOKHO OO0JIbIIIe KOHCYIBTALTHMIA
CMELHATMCTOB B pa3HbIX YUPEXKIEHUSX C 18-
JIbIO CHSITh (paTaIbHbIA AMarHo3. CaMbiM apa-
MaTHYeCKUM IMPOSBIeHHEM BTOPOTO 3Tara
TMCUXOIMHAMWYECKOM MOIEITH SIBJIAETCH IMOJ-
HBIA OTKA3 poguTeNiel oT JeueHusa pedeHka
JlaXke B TeX CIydasix. KOrjla OHO BO3MOXHO U
s5(rpekTMBHO (HampHMep, IIPH paHO AHATHO-
CTUPOBAHHBIX (PEHWIKETOHYPUH WITH BPOX-
JIEHHOM THUTIOTUPEO3e).

Ha TpeTsem 3Tarne, Koraa KIMHUISCKHIT
JIMATHO3 TMOJIHOCTBIO MOATBEPXKAAETCS B pe-
3YJIETaTe JeTallbHOTO 00cIenoBaHuA pebdeH-
Ka, y poauTesieil, Kak IMpaBiio, pasBuBaloT-
CA TSDKEJTBIE JIETIPECCUBHBIC PEAKIIHU.

YeTBepThlil 3TAN — 3TO 3TAM COL[MAILHO-
TICHXOJIOTMYECKOM aNAlTAITMMA CEMBH K TOPIO,
KOrJa IMOCTENeHHO CTAHOBHUTCHA BO3MOXKHBIM
MPUHATHE KOHCTPYKTHBHBIX pellieHHI.
HiMeHHO B 3TO BpeMsI B CeMbe TIPOMCXOIST
HauOoJee 3HAUMMBIE COOBITHS — AKTHBHOE
JleyeHHe pebeHKa HIIH, HAaobopoT, Tepenava
€0 B CIeLMaIbHOE YUpexIeHHe; pacraj ce-
MBHM, BCTYIUIEHHEe B Apyroii Opak, raHupo-
BaHKE NeTOPOXKAECHUSN WIH CO3HATENMbHBIN
OTEKA3 OT HETro.

JUTHTENEHOCTD BTATIOB MCHXOIMHAMMKH,
10 HALITMM HAaOJHONEHHAM, 3aHUMAET OT Ofl-
HOro 110 aByx JieT. TouHast uaeHTUPUKAIAY
KAXIOTO U3 HUX BEI3BIBAET OOMBIIINE TPYAHO-
CTH, TAK KaK Y YeJIOBeKa B OHO M TO Xe Bpe-
MA MOKeT HabMoJAaTECH BCA raMMa YyBCTB.
M Bce-Taku npeobiagaionidii TUIT TTOBee-
HUS TTO3BOJIIET pa3rpaHUIMBAThL BO BpeMeHU
OTIpeeJIEHHBIA THIT peaklMii, YTO CIIEAYET
YUYMTHIBATE B paboTe ¢ ceMbeil KaxKaoMy Bpa-
4yy. 3HAHHUE FTAMTHOCTH TICHXOIMHAMHKH Ce-
MBHM [TOMOTAeT [TOHUMATh MHOTHE OCOOEHHO-
CTH B €€ TIOBEAeHWH, HATIPUMED. HCUE3HOBE -
HUE pOJMTENIEN TIOCIIe TIePBO KOHCYBTA-
MK, HeraTMBU3M WM  arpeccuBHBIe
TeHeHITUH, HEOTIPABNAHHBIE KOHCYTETALIHU
B CJIMIITKOM MHOTHX LIEHTpax U T.1I.

Hepenko moMuMo MeMKO-reHe THIeCKO#
MOMOIIA POAHTENAM TpeOyeTcs U TICHXOTe-
parieBTU4eckad nomoltik. ITpucyrcTeue Ha
Geceme poouTesieil ¢ TCHETHKOM JICUALLIETO
(cemeltHOTO) Bpauya WM Bpaya-TICUXOTepa-
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reBTa, 0e3ycIOBHO, MOXET CHU3UTh YPOBEHB
cTpecca, M YacToTy HeaIeKBATHBIX peakiivid,
CMSTUMUTh OeNpPecCUBHbIE PEaKIIiU pOouTe-
Jeit, a Takcke JOOHTHECS B3avMOIMOHHUMAHMSL.
CnenyeTr yYuThIBAThH, UTO JUATHO3 HACHEI-
CTBEHHOTO 3a00JIeBaHU, MTOCTABJIEHHEII pe-
OeHKY, YaCcTO BBIZBIBAET Y POMUTEIIEH OLIYILIE -
HHe cOoOCTBEHHOM HEIMONMHOLIEHHOCTH, I10-
CKOJIBKY pa3spyliaeT MUp MX LIeHHOCTel (oc-
HOBHA4d I[eHHOCTh — 3I0POBBIM pebeHOK).
TakuM obpaszomM, BCTpeua ¢ BpauYOM-TeHeTH-
KOM MOXKET CTaTh KaTacTpo(oii, paspyliai-
11eii cembto. CriemoBaTeNIbHO , OCHOBHAS 1IENTh
paboTHI Bpaya-reHeTHKA — He TOJIEKO ITOMOYk
pebGeHKy, HO M O0JerYuTh CTpagaHua poau-
TeJNel U pONCTBEHHUKOB. CBA3AHHBIE C HA-
CJIeICTBeHHbIM 3a00/IeBAHEM B CEMBE.

ITo MHEHMIO TICHXOJIOTOB, pA0OTAIOIINX C
OOJIBHBIMH JIETHbMH M MX POJUTENAMM, [UTH-
TeNbHOCTh OT/ENbHBIX 3TAIOB 3aBUCHT OT
MHOTHX (PaKTOpOB — BpeMeHHU, TIPOIIIe/IIIe-
o ¢ MOMEHTa poxaeHus pebeHKa, TSDKeCTH
€ro 3abosieBaHUA, HATMYMA KOCMEeTHYECKMX
JieheKTOB M/HIH YMCTBEHHOM OTCTAJIOCTH U
T.1. OTHeNbHbIe (asbl MOIYT MPOTEKATDb OT-
HOCHTEJTEHO OBICTPO (CTpecc, TICHXO0NMoTHIec-
KHIH LIIOK ), ApYyTHe — JUTHTHECS HECKOJIBKO Me -
cdreB wid net (nenpeccru). [pu dnarorpu-
ATHBIX MEJIMKO-COLMAIBHBIX YCIOBUAX U
ameKBATHON TICHXOTepaneBTHUECKOI MTOMO-
14 (paza amanTaiiiy JOCTUTAeTCs yKe TTocTie
HECKOJIBKHX BCTPeY ¢ KOHCY/JIbTAHTOM-TICH-
XOJIOTOM WJTH TICUXOTEPATIEBTOM.

bonbioe 3HaYeHMe 17151 TTOBBIIEHMS 3¢ -
(heKTUBHOCTH MEINKO-TEHETHYECKOTO KOH-
CYJIBTHPOBAHHA HMEET H00OpPOBOIBHOCTD 00-
PpalLleH U CEMBH 3a MOMOILBIO, IMOLIMOHAITb-
HaA TOTOBHOCTH K BCTPeUe ¢ BpAYOM M XKeJia-
HIle N3MEHUTH cuTyaluio. K coxaneHuio,
TONBEKO 5— 10% ceMeii 06palaioTcst CaMOCTO-
ATeNBHO, OCTANbHbIe Xe 85—90% Hampapiga-
FOTCH BpadyaMH, YTo caMo 1o cebe He rpej-
ToJiaraeT MOTUBM POBAHHOCTH TIPUHSITOTO pe-
meHus. CMyTHEIE, YaCTO HEOCO3HAHHEIE T10-
JIO3peHUs O HACIeICTBEHHOM XapakTepe
3ab6oneBaHus pebeHKa MOTYT IMPOSBIIATLCH B
HSMOLMOHAJIBHOM HETIPUATHH POAUTENAMA
TeHEeTUYECKOTO KOHCYIbTHpOBaHMs. B 31X
cJIydasix pOAMTeNIM CKJIOHHBI CKpHIBATh He-
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OnaronpugTHBIE CHMITTOMBI B pA3BUTHH pe-
OeHKa WKW JeMOHCTPUPOBATH OTHEJIBHEIE
nipu3HaKy Gone3Hn y cebsi, MoaIe pKHUBasi, 4T
TIpM 5TOM OHM COBEPIIEHHO 300POBEL.

Kenanue yiiTH oT AeliCTBUTEIBHOCTA He-
PEAKO IMPUBOIMT K TOMY, YTO POAMTENN HAION-
TO MCYE3at0T U3 MeIMKO-TeHETUUeCKOIr o 1IeH-
Tpa. IpearnoYrTas KOHCYJIBETAIIMHA IPYTUX CTIe-
LMAMUCTOB. Tak OCYIIeCTBIISIETCS TTIOMCK JIPY-
roro, 6oxyee NMpUeMIeMOro is CyIrpyros,
JuvarHosza. OkaszaHue poaMTeIIsIM MCUXOION M-
JeCcKOH IMOMOIIH Ha 9TOM 3Tare MOoXKeT oMo~
XKWTEJIBHO CKA3aThC HAa COCTOSTHMHA pebeHKa,
TIOCKOJIBKY /m00asg oTCpoYKa B IMATHOCTHKE H
JiedeHUH HACNIeACTREHHOT O me(heKTa HAHOCUT
3MOPOBBIO MAJTBILLIA HETIOMIPABUMBILL Bpel.

OueBUIHO, YTO 3(PPeKTUBHOCTh reHeTH-
YeCKOro KOHCYJIBTHPOBAHUS 3aBUCHT He
CTOJIEKO OT YPOBHA pa3BUTHA BEICOKHX TeX-
HOJIOTWiA, CKOJIEKO OT 3HAHUA BpauOM-TreHe-
THKOM TICHXOJIOTHUECKIX MOTHUBOB ITOBele-
HMSI JIIOfei H OCHOBHBIX (PAKTOPOB, pealbHoO
BIMAIONTMX HA TIPUHATHE pellicHWIT B CEMBSIX
M perpoiyKTHBHOE TTOBeleHHEe:

— YpOBeHb UHTEJUIEKTa U 0Opa3zoBaHUd
POOUTEIEH;

— CTPYKTypa JITUHOCTEH CYTIPYTOR;

— CTPYKTYpa MeXJIMYHOCTHEIX OTHOILLIE-
HUI1, B TOM YHCIIE TTOJIOBBIX;

— YpOBeHb NHYHOCTHOIM M CUTYaI[MOH-
HOI TPeBOXKHOCTH,

— TpeicTaBilieHHe O pUCKe M Xapakrepe
nopaxeHus y pebeHKa;

— TIepBHUYHAS TICHXOJIOTUYeCKas yCcTa-
HOBKA Ha JeTOPOXICHHE;

— HAJIMYHME 300POBBIX IeTelH B CEMBE;

— reTepo3UIoTHOCTH pOaUTeIIe 1Mo aHO-
MaJbHBIM T'€HaM;

— MaTepHantbHOE IMOMOXKEHNE CEMBH,

— XWIMILIHBIE YCIOBUS CEMBbI.

I'eHeTUYECKAd KOHCYIIBTALIMA caMa 1o cebe
JOJDKHA HOCHTB TNMCUXOTepareBTHIeCKMA Xa-
paxTep. K coxaneHuio, B GONBLITMHCTBE CITy-
yaep paboTa Bpaya-reHeTHKa CBOAUTCS K JU-
ATHOCTHYECKOMY Ipolieccy U HHPOpPMHpOBa-
HUIO pOIUTENE O pUCKe MHOIA C 3JIeMeHTa-
MM 3MIIATUM (comnepexuBaHud). CTeleHb
SMITATHYECKOTO B3aUMONEIICTBUS ¢ CEMbE
3aBHCHT OT IICUXOJIOTHIECKHX XapaKTe pUCTHK

€aMoro reHeTUKA-KOHCYJIBTAHTA U €r0 CI1o-
COOHOCTH K JOCTHKEHHIO JIOBEPUTESTBHBIX OT-
HOIIIEHHI ¢ cemMbeil. BONbIIMHCTBO Xe Bpa-
Jeii-KOHCYJILTAHTOB He OpHUEeHTHPOBAHBl HA
CHCTeMHBIH, B TOM YKCJie MCHXOTepaneBTH-
YECKHIA, MOJIXO/L K OKA3aHUIO CIIELIHATH3HPO-
BAaHHOM MOMOILH CEMBSM C BPOXIEHHBIMU U
HACJIeJICTBeHHBIMUA 32006 BAHUSI MIA.

VcnelHocTh paboThI € ceMbeil BO MHOTOM
oripefiesisieTcs NepBoil BeTpeveil Bpauya-KoH-
CyNbTaHTa U poaurteneil. COOTBETCTBHE WU
HECOOTBETCTBHE KOHKPETHOTO Bpaua-TeHe-
THKA WIeaqbHOMY 00pa3sy Bpaya Wrpaet pe-
[IAOLLYIO POk B HANMBHEHIIEM B3aHMOIE-
CTBHU € ceMbeil. [Tpu OBICTpOM AOCTHKEHHUH
KOHTAKTa ¢ pOAUTENIIMU BO3ZHUKAKOT OITTH-
ManbHBIe YCIOBHS JUTSI BOCTIPHSITHSI CJIOXKHOIT
MHQPOPMALUM O TeHeTHYECKOM NMArHose,
pUCKe JUTA CIEAVIOIMMX AeTeH U BO3MOXHOC-
TH U30eXKaTh poXIeHH pebeHKa ¢ BPOXIeH-
HBEIMM M HACTIEACTREHHBIMI 3200 BAHMSIMIA.
BzamvioronMaHie CTOpOH TTO3BOJIsIeT Bpa-
Uy-KOHCYJIBTAHTY TTOCTABUTh Mepesl pojIuTe-
JIIMH 331a4y JUTMTeTbHOM paboThI 10 Mar-
HOCTHKe 3a00JieBaHUY, JleueHUo pebeHKa,
€TO Pa3BUTHIO U BOCTIMTAHUIO.

Baxxuoit yactsio MENHKO-TEHEeTHYECKOro
KOHCYJBTHUPOBAHUA ABIAeTcHd paboTa, Ha-
MpaBieHHad Ha CMATYeHHWe YYBCTBA BUHBI Y
poauTeieil, yMeHbIIeH e COCTOSIHUS CTpec-
ca, HeTaTMBMU3Ma, arPecCHU M JIETIPeCCHUBHBIX
peakiuuii. PopuTesy ¢ BBICOKOM CITOCOOHOC-
THIO K COLIMAIBHOM afarnTaluy B OOJbIIHH-
CTBe citydaeB OBICTPO CIIPABITSIOTCS C SMOLIU-
OHANBHEIMH ITpobneMaMu 0e3 3aMeTHOM JIN4-
HOCTHOW JAEKOMITEHCAIMH. 3AIMTHBIE MCH-
XOJIOTMYeCcKHe MeXaHM3Mbl OKa3bIBalOTCH
JIOCTATOUHO 3P (PEKTUBHBIMH B IIPEOIOJEHUH
TPABMMPYIOLLE CUTYALIMI.

B ceMBsIX ¢ ICXOMHO HU3KMMH CTIOCOOHOC-
TAMM K AJANTALIAH TIPH BBIABIEHWH TeHETUYeC-
Koro 3abosieBaHud y pebeHKa y pofuTeiei BO3-
HUKAET XPOHHYECKAs IMUHOCTHASL IEKOMIIEH-
carust. 2Ki3HbL CeMbH CTAHOBUTCSI HOBOI «TICH-
XUYeCKOM B3K3ucTeHuMei» [48]. [laxe
HeOOJbIIMe HAPYLLIEHWS B pa3sBUTUM pebGeHKa
MOTYT ITOCTY KM Th [IOBOIOM JUTS ITPUHSTHSA Kap-
JMHATTBHBIX peIleHIi, MeHSIOIIIM XH3Hb Ce-
MBH (YXOI OTIIa U3 CeMBH, pa3Bom). Takum ce-
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MBAM HEOOXOIMMA MHTEHCHBHAA M OUeHb I[TH-
TeJIbHAA TICHXOTepaneBTHYecKad IOMIepKKa.
3HaunTeNIbHbIE TPYIHOCTH B XOIE METUKO-
TeHeTUUECKOro KOHCYJIETUPOBAHMSI BO3HUKA-
IOT B TeX CITy4asdx, KOraa poaMTe | TpeflocTaB-
JSI0T Bpauy-TreHeTHKY HeIOCTOBEPHYIO HH-
¢opmainiio. Uckaxaroiliee BIUAHHE HOPMA-
TUBHBIX MPeCTABIeHMIi, XapakTepHOe IS
BCEX JIIONEi, B TOM YMCIIe W MAallMeHTOB reHe-
TUYECKUX KOHCYJTBTALIMI, MOKET CKa3aThCs Ha
COCTaBJIEHWH MPOrHo3a U oLleHKe pricka BH3
I cnenytoniero pebeHka. Hanpumep, B city-
Yyae ayTOCOMHO-Pe1eCCHBHOR MATONOTHU PHUCK
TMOBTOpPeHHA 3a00/ieBaHUA Y JeTeil B JAaHHOM
Opake coctaBisieT 25% (KaTeropus BICOKOTO
PUCKA, TAJBHEIIee IeTOPOXICHE HEXela-
TenbHO). B Xxome paboThl Bpaua-reHeTHKa ¢ ce-
MBEI HEPEIKO BBISICHSIETCS, YTO GOJTEHOM pe-
OEHOK pOIWICA B pe3y/IbTare UCKYCCTBEHHOTO
OIJIONOTBOPEHHS B CBA3H € OeCILIOIMEM Y OTLA
WIH MaTepy, WK OT APYroro rmapTHepa, HO B
JaHHOM Opake. B 3THUX cUTyalMsIX pyUCK IS
cIie/Iytolero pebeHKa y cyrnpyroB CHHKAeTcHd
o 1-5%, a pekoMeHJIalMM B OTHOLLIEHUUN
JATTBHEMIETO NeTOPOXKIEHUS HOCAT TIPUHLIU-
N1anbHO MHOM XapakTep. M3BectHO, uTo 10—
15% neTeit B eBPOMENCKIX CTPAHAX, ABIISIOTCH
BHeOpavyHBIMH, ITO3TOMY IpolieMa JoBepH-
TeJIBHBIX OTHOLLEHHI ¢ MaTepbiO OOJIEHOTO pe-
GeHKA MOXKET OKA3aThCH PeLLAKOLLel 1151 a/IeK-
BATHOTO TEHETUYECKOTO KOHCYIBETUPOBAHU.
B HekoOTOpBIX cayyasx Bpauy-reHeTHK
CTAIKUBaeTcs ¢ MpobIeMoM JIOKHBIX obpa-
LIeHWI B MEIHKO-TeHeTHUeCKYI0 KOHCYJIETA~
IO, KOTMa CeMBIO MHTEpPeCYeT He IUArHo3
(KOTOpBIil OOBIYHO yXe YCTAaHOBJIEH) H He
MPOrHoO3 IMOTOMCTBA (pernpOAYKTUBHEIN T1e-
PHOJ B CEMbE 3aBepllicH) U [aXe He JieueHHe
BoJeHOTO pebeHKa, a ITpodIe MBI TTOJIYUEHUA
rmocobHd Mo MHBAMMIHOCTU ¢ NeTcTBa. bec-
TUTATHOTO JKUIbA WIH OTBOI OT INMPU3BIBA B
apmuto. OUeBHIHO, YTO AeKJIApUpyeMble
eI o6 paliieHIs pacXoasTCsl C ICTUHHBIMH,
U 5T0, 6e3ycnoBHO, cHIDKaeT 3 (peKTUBHOCTh
TeHEeTUYeCKOr0 KOHCYJIETMPOBAHWA.
CHoXHOCTb U MHOTOIpaHHOCTH IpoLecca
MEJIMKO-TEHEeTHYeCKOro KOHCY/IBTHPOBAHUA
TpeOyeT OT Bpaya He TOJBKO OOIIMPHBIX 3HA-
HHIi, HO M IPABMJIBHOTO TTPUMEHEeHWs TeOpUH
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STAINOB IMCUXOTHHAMHWKH CEMBH. BTO IMO3BO-
JISET HAXOIMTH ONTUMAJIEHBIE MOIENH 00I1e-
HMS C POIUTEITSIMHA U JIOCTUTATh KAK KPATKOC-
POYHBIX 11eJ1eii KOHCYJIBTHPOBAaHMS (ITOHHMMA-
HHe TeHeTH4YecKOoi MTH(OpMAIIIK U IPUHSATHE
AJCKBATHOIo pellucHKA B OTHOLUEHHHW OETO-
POXIEHHA), TAK M IOJITOCPOYHBIX PE3Y/IBTATOB
(poxmeHue 300poBoro pebeHKa).

lenemuuecxoe mecmuposanue u ncuxoao-
2utecKue peaKyuu pooume.eil

[Ncrxonoryeckuie peakiiiKi poauTeneii Ha
TeHeTUUeCKYI0 MH(pOPMAIINIO O BO3MOXHOM
PHCKe PasBUTHA TOIO WJIM UHOIO BPOXKIEHHO-
TO WINW HACHENCTREHHOTO 3a00JieBaHUA ¥ pe-
OeHKa MHOTOUMCIIEHHBI, pazHoOOpasHBl U He
BCeria MoAnaloTCs OOBSICHEHUIO C TOUKH 3pe-
HUST HeCBeIyLIero yeyjoBeka. B omHoM W3 mc-
CJIeIOBAaHMIA, poBelleHHBIX A. Patenau v co-
aBT. [49] B 1996T., 6bLIA ClIeNIaHAa ITOTTBITKA OLe-
HUTHL OTHOIIIEHWEe MaTepeil K TeCTUPOBaHMIO
TeHeTHYeCKOk MpeapacriofioskeHHOCTH K paKky
TPH HAJTMYMUM OITHOTO WK JABYX AeTei ¢ OHKO-
JoruyeckuM 3aboneBaHueM. Ha riepBEIii
B3IJISLL MOIJIO TIOKA3ATHCS, UTO TIpefiaraeMoe
TeCTHPOBaHIE JODKHO OBLTO BHI3BATH TTOJIOXKH-
TEMBHYIO Peakifio Y TAI[UeHTOR, TIOCKOJIBEKY
OHOTTPEATIONATAJIO MOyYeHHE CEM B MH(OP-
MAI|H, TTO3BOJIMIOLIEN MPABMIIBHO TUIAHUPO-
BaTh AafibHelilee neTopoxaeHre. Borpeku
OXMIAHWSAM ABTOPHl OTMETUIM OOpATHYIO 3a-
BUCHMMOCTB: YeM OorbLias MpepacIionoxeH-
HOCTb K paKy MMeJIach B CEMBSX, TeM OoJlee He-
TaTHBHOE OTHOIIIEHIE K TeHETHUeCKOMY TeCTH-
poBaHMio ObITIO 3aperrcTprpoBaHo. Ha Harn
B3TJIST, 3TO MOXHO OOBSICHUTD JUTUTEITBHBIM
HAXOXJIeHHeM ceMell Ha BTOpoM 3T1arie oblLLeit
MCHXOIUHAMHYECKON MOIEIH (HEraTHBHU3M-
arpeccus), KOTopoe IpUBOIMII0 K CTOMKOMH 3a-
LIIUTE OT HETATUBHOM MH(pOPMALIWH, pa3pyIlia-
TOLLIEN X TIPEICTARNTEHHA O TTIABHOI XHU3HEH-
HOI1 IEHHOCTH — WX JETHX.

B onnoii 13 mocremumx pabor F. Grosfeld u
coapr. | 50] 6bLTH HCCTeIOBAHBI TICHXOJIOr e C-
KHe peaki[iy CYTIPYKeCKHX 1ap Ha COODILIeHHS
MM pe3yNETATOB FeHeTUYeCKOro TeCTUPOBAHUY
JIeTei 10 TIOBOY HOCUTEJIBCTBA reHa MHOXe-
CTBEHHOI SHIOKPUHHOIT Heormasmu (MEN2,
MEN2A, FMTC). Bo3pact y4acTHHKOB CO-
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CTAaBIISL1 0T 28 10 47 net. Popurenu, nHGpOpMH-
POBAHHBIE O TOM, YTO X IETH ABIAIOTCH HOCH-
TEJISIMHA [MATONOTUYECKUX T€HOB, NTeMOHCTPH-
POBAJIM CUTYALTMOHHYHO M OOLIYIO TPEBOXKHOCTD
OTyMepeHHO# 10 BeICOKOI. [ ToBceHeBHAs fie-
ATENBHOCTE ObLJ1a HApy1ieHa Y TIONABIAIOLIETO
OOJIBIIIMHCTBA YYaCTHUKOB TECTHPOBAHMA,
BMeCTe C TeM OJTHOBPEMEHHO IMOBBIIANCS Y PO-
BEHb POOUTENBCKHUX OTHOILLIEHHIT C peOEHKOM.

CeMBH ¢ OTpUIIATENIBHBIMH pe3yJibTaTaMiy
HccheoBaHWil NMpoAeMOHCTPHUPOBAIHM 3HA-

YWUTEITEHO MEHBIIYIO TPEBOXKHOCTE M OTCYT-
CTBHE KaKHX-JIMOO HApYILIeHWI B eXeIHeB-
HOU IesITeIbHOCTH. DTUX poAdMTesieii HHTepe-
coBaja goctoBepHocTh JIHK -anamiza, oHu
XOTeJW MOATBEPXkKAeHIS Pe3yJIbTaTOB TecTa,
1 OBLITM COTJIACHBI TPOJIOJIKHTE 00CIe10Ba-
HHE TeX IeTeH, KOTOpble He OBLITH HOCUTE IS~
MH TATOJIOTHYECKOTO reHa. AHATOTHYHEIE
JIaHHbIe OBLUTHA TONyYeHbl M B HAIIIMX UCCTie-
JIOBAaHUAX, MPOBeIeHHBIX coBMecTHO ¢ E.FO.
AprembeBoil 1 M.M. Cemaro [42, 44].

HTHUYECKMUE IMTPOBJIEMbI B TEHETUYECKOM
KOHCVJIIBTUPOBAHUU

Y moboro natpeHTa moboro MeJUMIIMHCKO-
TO YUPEXKIEHU, B TOM YKCIIEe MEIMKO-TeHeTH-
YeCKOU KOHCYJIBTAL[MH, BTeUeHH e K1U3HU (pop-
MHpyeTcs MaeaibHbd 00pas Bpava. 11pH ero
CPAaBHEHHH € peaTbHOM IMYHOCTHIO — BPAUOM,
KOHCYJIBTUPYIOIIUM CEMbI), — MEXITY HUMH
CKJIABIBAKOTCS OTHOLIEHHS JOBepHs JIMO0 He-
JoBepus. KavecTBO 3THX OTHOLLEHHH, MMPeX-
Jie BCEro, BIMAET Ha CIIEKTP SMOLMOHAJIEHBIX
TIPOSABIIEHWI, OITUCAHHEIX HAMI B paMKax 00-
1LIeH MCUXOMUHAMHWYECKO MOIEIIH [TOBEICHMS
ceMBH B yCIoBHsX cTpecca. Kpome Toro, 1x xa-
paKkTep CKasbIBAeTCHd Ha Ipoliecce MPUHATHA
ceMbeil pellieHHi o JajbpHelieil cyasoe pe-
OeHKa (ocTanieHure ero B CeMbe, 0TKa3 OT pe-
GeHka, Tepenaya ero B CrielHaT3upOBaHHOE
VupeXaeHWe W poACTBEHHUKAM HA BOCTIH-
TaHHe, JieueHe peGeHKa, ero MCUXOKOppeK-
s U peadiiraiig). OT Xxapakrepa oOTHOLLIE-
HHIA C BpAYOM B OIMPEeeJICHHOM CTETIEHH 3aBH-
CMT TakcKe OJIAarornonydre ceMbH, T. €. coXpa-
HeHHe Opaka WJIM pacraj ceMbH, a Takxke
BCTYIUIEHWe B HOBBII Opak, MeHIOLIMI reHe-
THYECKYIO CUTYALIHIO B CEMBE U PHCK B LIEJIOM.

CepbesHoii pobneMoil 3THKA MEIUKO-Te-
HETHYECKOI0 KOHCYJIbTHPOBAHUSA ABIAETCH
BbIOOp 00BEKTA /11 KOMMYHUKALIMH, T. €. 171
repenavu reHeTnyeckoil uHgopmarm. KoH-
CYJIBTHUPOBAHHE MOXKET I[MPOBOAUTHCS TOJIBKO
C MaTrepblo, TOIMBKO C OTLOM, ¢ OOOMMM CYIT-
pyramu, ¢ ApyruMH poACTBeHHHKAaMH, a TaK-
Xe ¢ IMpoOaHIOM (B TeX CIIyJasnx, KOrma 310 co-

BeplleHHONeTHHH YyeltoBek). HexxenarensHo
[POBEIeHUE KOHCYIBTAIMU B MIPUCYTCTBUA
HecOBepIlleHHOJIeTHero MmpobaHaa B CBS3H C
€ro HelleeCnoCOOHOCTRIO M BO3MOXHBIMHU AT-
poreHHbIMH 3(hdeKTami 6ecellbl ¢ TEHETHKOM.
WMHorpa B xoie KOHCYIETUPOBaHMsI BO3HMKA-
FOT CTIOXKHBIE CUTYAIMM, KOTIa OTHOTO M3 CYTI-
pyroB HAYMHAET UHTEPECOBATh HE BBIXOI K3
CJIOXKUBILETOCH TTOJIOXKEHMA, & PUCK pOXIe-
HUY OONBHOTO pebeHKA B ClelyIolleM Opake,
UTO CBUAETEILCTBYET O TIePBUYHOI MCUX0JI0-
[MUYeCKOI YCTAHOBKE HA pa3BOl U O FTOTOBHO-
CTH K JPYTHM JeCTPYKTHBHBIM peleHHAM.

CrnemyeT nogyepKHyTh, YTO BpaueOHEIE
peKOMeHIAIlMM CeMbe He MOJDKHBI HOCUThH
3arpellaollero WK pa3pelialollero Xapak-
Tepa, TTIOCKONEKY pellleHe BO BCEX CITyUagx
MPUHUMAOTCH ceMbeil. POPMYJIMPOBKU 3aK-
JMOUYEeHUS O HdaJlbHelleM AeTOPOXIeHHH ¢
yU4eTOM pPUCKA U TSKeCTH OOJIe3HU MOTYT
HMMETH CIe/IyIofiie (popMbI: TIPOTUBOIIOKA3A-
HO, HE peKOMEH/1yeTCs, HeXeNareJIbHO, Mpo-
TUBOITOKA3aHUI HET, BO3MOXHO.

B ycnoBHsIX BEICOKOTO T€HETHUECKOTO
pHCKa U IpH Tsokenoii popme 3abosieBaHMs y
npobaHja 3agavueil Bpaya gaBJIMeTCH TAKTHY-
HOe OOBICHEHHE CeMbe BCeX BO3MOXHOCTEMN
130exaTh TpareIy B OyayiieM U UMeTh 300~
poBoro pebeHka. Kaxnas cembsi, MICXONS W3
COOCTBEHHBIX MOpPabHO-3THYECKHX HOPM,
BEIOMpaeT TOT IYTh, KOTOPBIA eil KaxeTcs
HaudoNee MpUEMIEMBIM:
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— OTKa3aThCs OT JATTBHEHILIETO AETOPOXK-
JleHUs, COXpaHuB Opak;

— pacToprHyTh Opak ¥ UMeTh OeTeil B
creayrolleM Opake;

— WMeTh pebeHKa OT Apyroro maprHepa,
HO B 5TOM 3Ke Opake;

— NpUOErHyTh K UCKYCCTBEHHOMY OITIO-
JIOTBOPEHMIO;

— TIPOBECTH MPeHATATbHYIO THATHOCTH-
Ky 3a00JieBaHu MpU CIleyiollei bepemeH-
HOCTH B TOM CJTy4dae, KOraa AHarHocTHKA BO3-
MOKHA, M TIpepBaTh HETIEPCTIEK TUBHYO Oepe -
MEHHOCTE;

—  YCBIHOBHTE (YIOYE€PUTH) peOeHKa;

— TIPUMEHUTH METOABl TeHETUYECKOro
KJIOHMPOBAHHUA COMATHYECKMX KIETOK 1A
MCKJTIOUEHU S BBICOKOTO TeHE THIECKOrO PUC-
Ka B cnydae GoJie3HM napTHepa.

Ilepenaya MHOpMALIN TAKOTO POjia APY-
TUM POJICTBEHHWKAM KpailHe HexXenarebHa
W BO3MOJKHA JILIb B BUJIE UCKJTIOUEH W (eCITi
pebeHOK BOCITMTHIBASTCS HE PONUTEIISIMMA).
CnenyeT MOMHHUTD, YTO T€HETHIECKHI apXUB
HOCHT COBepILIEHHO 33K phITHII XapakTep (Kak
M NICUXHMATPHUYECKHIA ), TAK KaK He MeHee 85%
OeTeil B ceMbsiX, OOpallaroIMXCH 3a TEHEeTH-
YeCKUM KOHCYJIETUPOBAHUEM, UMEIOT Ceph-
€3Hble OTKJIOHEHM B pasBuTHU [51].

IOPUIUYECKHUE ITPOBJIEMbI B rEHETUYECKOM
KOHCYJAbLTUPOBAHUMU

BpauebHas TaiiHa — 5To BajKHas COCTAB-
JMI0IIAas 4acTh MeAUKO-TeHeTHYeCKOTO
KOHCyIbTUpoBaHud. IToH4THe BpaueOHOI
TallHBI, a TAKXKe CIydyau, JIOIyCcKaloLue Iie-
penavyy CoCTABIAIONINX €€ CBeIeHUI, OTpe-
ngeneHsl OcHoBaMM 3aKoHojatenscTBa PO
06 oxpaHe 3m0poBbs rpaxigaH. Penepanb-
HBIM 3akoHoM Poccuiickoit Penepaiuit ot
28 okT#A0ps 1994 1. B YronoBHbI Konekc
PCO®CP 6rita BBeneHa cTathi 128 «Pasrna-
LIeHWEe CBEOEHUWH, COCTABIMIOIIMX Bpauyeb-
HYIO TaliHy» [52]. B 5TOM JOKYMEHTe ornpe-
NENEHO TIOHATHE pasrialleHud CBeneHHWH,
COCTABIIOLINX BpaueOHYIO TaliHy, a TAKXKe
Mephl OTBETCTBEHHOCTH 3a HAPYIIeHWEe 3TO-
ro 3akoHa. B Tex cnyyadx, Korma Hapyiie-
HHe CTAThH 3aKOHA CTAHOBUTCS TPUYHMHON
HaHeCeHUs 3HAYUTEeJIbHOTO MaTepuaibHO-
ro Wi MOPAJBHOTO Bpela MoTeprieBlIeMy
WIH APYTUX TSDKKHUX MTOCTENCTBHN, HaKa3a-
HHE BUHOBHOIO MOXKeT HA3HAYATHCH CYIOM
B BUJIe JIMIIIEHWA CBOOOIBI HA CPOK 10 2 NeT
WIH B BUIE UCTIPABUTEIIBHEIX paboT Ha TOT
K€ CPOK M JIMLIEeHU TpaBa 3aHUMATh OIl-
penesieHHbIe TOJDKHOCTHU WM 3aHUMATHCA
ornpe/le/IEHHOM NeATeIbHOCTRIO HA CPOK OT
1 roga no 5 neT. 3aKOH BCTYITUI B CHIIY CO
IHs ero onyomikoBaHusd (21 mexabpst 1994
1) [23].
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Pasrnamenunem cBefieHWii CYATACTCS CO-
ob11eHre 0 HUX XOTsI OBl OMHOMY JIMITY, 3HA-
KOMOMY, COCIYKMBLY MOTepIeBLIEro WA
MOCTOPOHHMUM JMLaM. C BBeJleHHeM JJaHHO-
T0 3aKOHA BIEPBBIE CTAIO BO3MOXHBIM TIpH-
BIIeUeHHE K IOpUINYeCKOM OTBeTCTBEHHOCTH
MEAMUMHCKMX paOOTHHMKOB 3a pasrnalieHue
BpaueOHOI TalTHEI B CyIeOHOM TTOPSJIKE.

B cucteMe ropoickoro 3[paBooXpaHeHus
Mockssl ¢ 1996 1. meiicTByeT riprkas Jlemapra-
MeHTa 31paBooxpaHeHnsa Ne 556 0109.09.96 «O
TOpsiIKe MpecTaBieHns HHpOpMALIMK, CO-
nepKalleil cBeneHHA, COCTABIAIONIHE Bpauyeo-
HYIO TalHY», KOTOPEIi 00S3bIBACT MEIHMIIMHC-
KMX pabOTHUKOB MPeNoCTaBISITh TAKOTO pofa
HHQOPMALIHIO UCKITIOUUTENIBHO T10 MUCBEMEH-
HBIM 3aIpOocaM OPraHoOB JIO3ZHAHWA U Cliell-
CTBUS, & TAKIKe TIPH HAIMUMK OCHOBAHUIA, T10-
3BOJISIIOLIMX TIOJIATaTh, UYTO BPEll 3A0POBBIO
TPaKIaHWHA TIPHUYWHEH B pe3yJibTaTre MpoTH-
BOINpPaBHBIX AeMCTBHI [54]. BToTIIpHKa3 1pe-
ITHCHIBAaeT MHPOPMUPOBATH O COCTOSHHM 310-
POBBSL MALIMEHTOB TOJIEKO ONMM3KHX POACTBEH-
HHKOB, poauTeneil geteii oo 15 ner, a B oTHO-
LIEHWH JIULI, TIPU3HAHHBIX B YCTAHOBJIEHHOM
TopsiIKe Hellee CriocOOHBIMH — TOJTBKO JTULL, S1B-
JHIIOTITAXCS OTIEKYHAMU U TiorneurTesiMu. Bo
BCEX OCTAJIbHBIX CITyJasix repenada MHgpopma-
LIMH BO3MOXKHA TOJIBKO C COrMacHs OONBHOTO.




AKTYAABHBIE HTPOBAEMBI MEAHKO-IT'EHETHYECKOI'O KOHCYABTHPOBAHHA

10.

CIIUCOK JIMTEPATYPbI
Kosmropa C.H., lemuxopa H.C., Cemanopa
E.H., bnunnukosa O.E. HachnencTBeHHBIE
CHHIIPOMBI U MEJTUKO-Te HeTHHECKOE KOHCYITh-
tupobatme. M.: Ilpaxtrka, 1996.
Kosmopa C.H., Cemanopa E.H. OcHopbl Me-
JIMKO-TeHeTHIeCKOTO KOHCYJIbTUpoBaHus [/
[leperniekTHBEL MEIMIIMHCKOM TeHeTHKH. M.:
Memaa, 1982, C, 335358,
3apopotHas H.M., Karpan JLJL., Kprokosa
H.M. u mp. Ilpaktideckas NeHHOCTE IIUTOTE-
HETHIECKUX HCCIeToBaHWA B paboTe MeTUKO-
reHeTHICCKON KOHCYIbTaluH // TIpHHITHITEL
OpraHM3aliii 1 MeTOTUIeCKHEe OCHOBRI TIPO-
GUNAKTHKY MHBAIHAMZUPYIONHX Haclell-
cTBeHHEIX Oonesneit / CO6. matep. pecrrybo.
coperanus. M., 1996. C. 44—45.
bapanos B.C, Kysnenosa T.B. OcobeHHOCTH
OpraHM3alkM, OCHOBHBIE MTOTH M ITIEPCIIEKTH-
BBl IIPEHATAJIBHOM JHATHOCTHKHA XPOMOCOM-
HEIX OonesHeit // TIpHHITAITEL opraHusaie |
METOJYeCKHEe OCHOBHRI TPOMIAKTHKHA WHBA-
JIMAU3HPYIOIKX HAC/IE/ICTBEHHEIX Donesneii /
C6. MaTep. pectryb. coperianmst, M., 1996, C.
13-18.
Kyiermos H.I1. Cocrosinue u paibpHeIce
PasBUTHE IUTOreHeTHYEC CKOMH JIHArHOCTHKH
B METHKO-TeHeTHIECKMX YupexneHusx Poc-
cun // IIpHHITHITEL OpraHu3aui B MEeTOIH -
YeCKHe OCHOBBI PO HUIAKTUKH UHBATHIH -
BUPYIOITUX Hac/leIcTBeHHBIX OostesHer / CO.
Matep. pecrnybn. copetanms. M., 1996. C.
7—10.
Hemunora T.K., Apunmmna U.A., baupos B.I.
u J1p. HoBBIH Moo 1 K JIeHeHUK HOBOPOXKICH-
HBIX ¢ MHOXKECTBCHHBIMH ITOPOKaMH PasBHTHA
J/ Hemarpus. 1995, Ne 4. C. 151153,
bapanoe A.A. CocTosiHHE 3II0pOBES O€TEH H
saladi cokosa reauatpoB Pocenn // Tlemuat-
pus. 1995 Ne 4. C. 7-11.
Kynakopa H.®@., Henucenko B.C. JInartoctu-
Ka W KOMILIEKCHOE JIeYeHHEe HEOTIIONHBIX CO-
CTOSIHWME M MOPOKOB passuTHs y gereil. Bopo-
Hex, 1986. C. 93—95.
Moapdu BLA., Uiz 1.A. OCHOBE MeJIHKO-Te-
HETHIECKOTO KoHCYBTHpoBatus M.: Memu-
nmHa, 1979. C. 398.
Furhman W., Vogel F. Genetic Counselling.
2nd ed. Springer: Heidelberg, 1976. P. 138.

11.

12.

13.

14.

16.

17.

18.

19.

20.

21.

Kosmopa C.H., Hukumun B.B. Anams odg-
(heKTHURHOCTH MeIHUKO-TeHETHIECKOro KOH-
cynwripopanud // Borip. Oxp. Mar. Jet. 1978.
T.23. Ne 12. C. 3-8.

I'yzeer I'.T'. MemMKo-reHeTHIECKOE KOHCYITb-
trporanye B nemuatpun // Tpyms I MOJIT-
MH . H .M. Iuporoea. M., 1981. Ne 30. C.
106—110.

CrpensaukoB B.B., HemioBa M.B., T'yzeen
I'.I'. m op. MonekynsapHO-TeHeTHIECKOE M3y~
YeHHME TIPHYUH X-CIeIIeHHOH YMCTEeHHOM
orcranoct // Tes. moxiL. 2 (deteeproro) Poc-
CHIICKOTO Ccheslia MeJIHITHHCKHX TeHEeTHKOR,
Kypck, 2000, C. 139-140.

Kynermors H.I1., 3aneraen J1.B., baprepa O.b.
u 11ip. AHamms reHa FMR-1 B mporpamme ripo-
¢unakTiky X-clellieHHOH yMCTBeHHON oT-
craltoct (cuHapoMm MapTtuHa — benn) //
IIpHHIKIEL OpraHU3aluyl 1 METOTHICCKHE
OCHOBEI TPO(MMIAKTHKH MHBAIMTH3UPYIOIIAX
HacIeICTReHHEIX OoltesHel / C6. Matep. pec-
ny0a. coperanma. M., 1996. C. 40.

Tyseer .., Conmormmgeriko B.I., XautbueBrcKas

P.H1. u np. MaccoBasi ckpHHHHI-TIpOrpaMMa
Ha BpOXIcHHEIC mopoku passutusa (BIIP) B
paMKax reHeTHYecKoro MoHatopurra BITP
cpeld HOBOpOXaeHHEX B I. Mockse B 1981 1.
(I'M BIIP-81) // IlpoGieMbl oKpy*Karomeii
CpeJibl ¥ IIPHPOIHBIX pecypcon. 1986. Ne 5. C.
29-37.

Hxyddpe J1., Kopeemio Jx., Jxyddpe M.
Matsie BpodIeHHEIC aHOMAIHH — TTOIXO/IBl K
JmartocTuke // Hemmarpus, 1995, Ne4. C. 119.
Passarge E.,Vogel F. The Delivery of Genetic
Counselling Services in Europe // Hum. Genet.
1980. Ne 56. P. 1-5.

Reed S.C. Ashort hystory of genetic counselling
// Social Biology. 1974. V. 2. Nu 4. P. 332—339.
Ohlsson R., Hall K., Ritzen M. Genomic
imprinting. Causes and Consequenscs.
Cambridge: Univ. Press, 1995.

I'mirep E.K., Mamenopa P.A. I'pys nacien-
CTBeHHEIX GonesHel B ronyisiuax Pocenu //
TTpHHITHATIEL OPTaHH3AIIMH U MCTOAHYECKHE
OCHOBBI NPO(QHIAKTHKH HHBAMIH3HPYIOTHX
HacnecTpeHHBIX Gonesneti / C6. Martep. pec-
ny6iL. copenanus. M., 1996. C. 11—-12.
3enunckad J[LH. O cocTossHUM MEITMITMHCKOM
MOMOIITH JAeTAM H IYTAX CHIMXCHHS MIaIcH-

171




6 rjraBa

geckoi eMeptHocTH // Pocc. Becth. [lepunar.
Tlesmar. 1996. Ne 5. C. 12-16.

22. boukos H.IL TI'eHetndecKre TEXHOIOTUH B Tic-
Jjuatpu // Temuarpus. 1995 Ne 4. C. 21-26.

23. Ilepgenko B.A. T'eHeTHYeCKHe TOCTSICTBIS
obiyuenms yenopeka // Llpupoma. 1989, Ne 11.
C.24-32.

24. Nanaxm EJL. Esrpados O.B.. Ilerpun A H..

Curaukos B.D. MopaibHo-53THYeCK e [IPHH-

TMITEL IPOBEIeHMST TECTUPORBAHMS Ha JTOKITH-

HUTeCKOH cTamui npH xopee ['eHTnHITOHA M

APYIUX HaclleICTBeHHEIX 3aboicBaHuAX //

Pecit. ¢6. Hay4. Tpynos. MOHMKH. 1995. T.

1. C. 162—168.

Crykonopa T.H., 3emanckas JI.HM., Hopukon

1L.B., Xonyrora A.A. CocTtosiHue MeJIMKO-Te-

HeTHYecKoi cnyx0rl Poccuiickoit Meepa-

IHK: TIpobJieMBl ! KOHIICTIIIHMS PasBUTHS Ha

niepcriekTrry // Tes. noxnanor 2 (4) Poceniic-

KOro Che3/ia MeIMITHHCKHX FeHeTHK OB, Kypck,

2000. C. 16-17.

3esmuHckas JILW., Hosukos 11.B. Cocrosinue

MEIHUKO-TeHeTHIeCKOH cnykOpl Poccuiickoii

Demeparmn // TIpAHIATIE OpraHA3aITIT | Me-

TOMTICCKIC OCHORB 1TpOCHELTAKTHKY HHBATITH-

SUPYIOIIMX HACICACTBeHHEIX bonesHeit / Co.

Matep. pecnnyon. corermanams. M., 1996, C. 45,

27. O panpHeHIIeM Pa3sBUTHH MEJTHKO-TeHETHICC-
Kot ciyxOpr Munsnpasa P® // [lpukas Mu-
HHUCTEPCTBa sipaBooxpateHus PO Ne 316 ot
30.12.93 . C. 1-35.

28. CeTh 06IACTHBIX M MEXPETHOHATBHBIX MeilH-
KO-TeHeTHICCKHX KOHCynbTanuii Poccum //
IIpUHIIHOE OpraHUsalHe U METOMHYC CKHE
OCHOBEI IIPOQHIAKTUKH HHBAIMAHIHPYIOIITHX
HaclIeAcTBeHHBIX Oonesteil / C6. MaTep. pec-
1yGir. copemanms. M., 1996. C. 49,

29.Schinzel A. Catalog of Unbalanced
Chromosome Aberrations in Man. Berlin, N.Y.:
Walter de Gruyter, 1984, P. 913.

30. McKusick V.A. OMIM - On Line Mendelian
Inheritance in Man / 2001 (e Internet)

31. http://www/ncbi.nlm.nih.gov/dbEST/
index.html

32. Hecht F., Hecht B. Creativity in Medical
Genetics and Dysmorphology //Amer. J. Med.
Gen. 1991.V. 40. P. 115-116.

33. Meanor B.H.. Jleguna JI1.5., KoHcranTHHOBA
B.A., Anronenko B.A. MadopMammoHHO -1 -

25.

26.

172

34.

35,

36.

3.

38.

39,

41.

42.

43,

arHOCTHIECKHE TIPOTPAMMEL TI0 XPOMOCOMHBIM
HacJe/ICTBeHHBIM GoJle3HsSIM M CHHAPOMAaM
TIOPOKOB passuTHA // TIpHHITHITEL OpraHmusa-
MK H METOIHYCCKHE OCHOBHL IPOJPHIAKTHKH
MHBATUTA3UPYIONTHX HACTENCTReHHBIX GOJIe3-
et / C6. matep. pecniybil. copermanmsa. M.,
1996. C. 30-31.

Lieber B. The German syndrome identification
and information system (DOFONOS) // Meth.
Inform. 1975. V. 14. Ne 2. P. 6972

I'yzeen I.1. llakeT KOMIBIOTEPHBIX IIPO-
rpaMM JIJis MEJTHKO-TeHeTHICCKHUX KOHCYITh-
Taruil // Tes. moxkianos 1 (tpetkero) Poc-
CHHICKOIQ chesjla MeTMITHHCKHX TeHeTHKOR.
M., 1994, C. 154.

Emery A., Elliott D., Moores M., Smith C. A
genetic register system (RAPID) // J. Med.
Genet. 1974. V. 11. P. 145-151.

O MOHHTOPHHI€ BPOXKICHHBIX IIOPOKOR PA3BH-
s y gpereii // [pukaz Muamncteperra 3mpa-
pooxpaHeHHA PO No 268 ot 10.09.1998. C. 1
15.

I'yzeen 1. Memuko-reHeTHIECKOE KOHCYIIb-
THPOBAHHE B TICAMATPHI: OpraHu3allMOHHEC
mpobneMur // 8-11 Chesm TeTCKUX Bpatei Y-
paunckoit CCP. TepHomons, 1987, C. 26.
Antley R. Variable in the outcome of genetic
counselling // Soc. Biol. 1976. V. 23. P. 108
115.

. Antley R. Psychological responses to genetic

counselling for Down’s syndrome // Clin.
Genet. 1979. V. 9.

Opitz J.M. Editorial comment: Genetic
carring. The professionalization of genetic
services in the USA // Amer. J. Med.Genet.
1979. V. 3. P. 1-5.

I'yzeer I'.1., Cemaro M.M. Memiko-reHern-
q¢CKad KOHCYJABTAIlHA: IMOIHOHAIEHOE CO-
CTOSHUC H ITOHHMAaHKUE HHQOPMALTHH POJIHTE-
Jamu // Jedekronmorua. 1992, Ne 1. C. 1822,
I'yzeer I'.I. Memumrckas reHeTHKa, CeMBST
obmectBo // MemmImuHcKas KOHCYJIBTALIHS.
1994. Ne 1. C. 15-19.

. Apremibesa EIO., Tysees 1.1, Cemaro M. M.

BistHEE YPOBHS TPEBOXKHOCTH POAUTEINICH Ha
(hHEKTUBHOCTE METUKO-TeHETHIeCKOH KOH-
cynbranui // CeMbsl ¥ JIMIHOCTE. Te3. MoK
Beecorosnaoil koHgep. T'pomHo, 1981, C. 77—
78.




AKTYAABHBIE HPOBAEMBI MEAHKO-IT'EHETHYECKOTI'O KOHCYABTHPOBAHHA

45, T'yzeen I.I'., Jsuenko C.C. Hekoroprie Bori-
pOCHl TEHETHKH JIMTHOCTH: TeHeTHKa obIIero
UHTeIUIeKTa // MeuiuHeKas reHeTika. 1982,
Nel C.1-21.

46, Markova 1., Forbes Ch.D., Aledort L.M. et al.
A comparison of the Availability and Content
of Genetic Counseling as Perceived by
Hemophilic Men and Carriers in the U.S.A.
Canada, Scotland and Grecce // Am. 1. Med.
Genet, 1987. V. 26. P. 811 818.

47. I'yzeer I.I. O0mas nicHXoIMHaMHIECKas MO-
JICJIE TIOBEIICHHUS CeMEH B IPOIecce KOHCYIE-
THpoBaHud // 10 HayuH. ceccHd 110 JieheKTO-
Jorum. M., 1990. C. 380381,

48, Cemaro M., Cemaro H. OcobeHHOCTH KOpPPEK-
MHOHHOM paboTH ¢ CeMEell B Iporiecce KOH-
CYJIETHPOBaHHSA pebeHKa ¢ OTKJIOHSIOIIMMCS
passuTHeM // IIkona smoposbst. 1996. T. 3. C.
40—54.

49, Patenau A.F., Basili L., Fairclough D.L., Li
F.P. Attitudes of 47 mothers of pediatric
oncology patients toward genetic testing for

cancer predisposition // J. Clin. Oncol. 1996.
V. 14. P. 415-421.

50. Grosfeld F.G.M., Beemer F.A., Cornelis
IM.L. etal. Parent’s Responce to disclosure of
Genetic Test Results of Their Children // Amer.
1. Med. Genet. 2000. V. 94, P. 316-323.

51. Earley CL, Strong LC. Certificates of
confidentiality: A valuable tool for protecting
genetic data // Am. J. Hum. Genet. 1995. V.
57.P. 727731

52. Apryropa FO.H. OreerctBeHHOCTE 3a pasriianie-
HUe BpadeOHOH TaliHel // HesaBUCHMEBIA TICH-
XuaTpudeckuid xypHan. 1995. Ne 1. C. 4345,

53, beppun JI.M. O npapax ¥ coltHa/IEHOM 3aliiH-
T MEJIMITMHCKMX M (hapMalieBTHIeCK X paboT-
HHUKOB 1 00 OTBETCTBEHHOCTH 3a TIPUYHUHEHKE
BpeJia 3JI0poBLIO TpaxiaH // HoBocti mMenu-
ITUHBI U (hapMarii, 1994, Noe 2, C, 2728,

54. O nopsiake TpefcTaBICHMA HHQOPMAITHH, CO-
JiepaKanie CBeicHUS, COCTARIBIIOIINE Bpaueh-
HyH0 Tainy. [Ipukas JlenaptaMeHTa 3paBoox-
pareHus 1. MockBel Ne 556 ot 09.09.96.

173




~

r

MPEHATAABLHASA JJUATHOCTHUKA
HACTOSILEE U BYAYILEE

E.B. IOauna, M.B. Meageaes

Al

«3Hamv, YMo Ml 3HAEM Mo, 4Mo 3Haem,

U He 3Haem moe2o, 4e2o He 3HaemM, — 3mo U ecmob

Htak, nonBeneM HEKOTOpEIE UTOTH ...

ITpeHaTanbHAg AMATHOCTHKA CYLLIeCTBYeT.
BT0 HEOCITIOPUMBII (PakKT K He 3aMeyaTh ero
Hellb3sl. MM3BeCcTHEI KAK OCHOBHOIU 00BeKT
H3y4YeHus 3ToN 00IacTi MeIULIMHBL — TUIO/,
TaK M [JIABHA$ 3a7a4a — CBOEBpeMeHHAas 1~
ArHOCTUKA BPOXKIEHHBIX Y HACJIEACTBEHHBIX
3aboJieanuii (BH3). He Oynem crioputs ¢
KOJIJIeTaMH, KOTOPhIe YTBEPXKIAIOT, YTO UH-
Tepechl TIPeHATATLHOM JUATHOCTUKH MIHpe,
yeM BEIABIeHHe BH 3, a 3amawi MacirabHee.

O4yeBHIHO, YTO KOHeYHad Le/b BeeX 00-
JacTeil MegUIIMHBL, TAK WM MHAYe CBA3aH-
HBIX ¢ O6epeMeHHOCTBIO M pOJIAMH, — 3TO POXK-
JieHre 3n0poBoro pebeHka. OqHAKO UMEHHO
¢ 97oro abcomoTHO TIOHATHOTO, Ha MepBbIiA
B3I, YTBEPXKIeHHS M HAUUMHAIOTCS BOITPO-
cbl. YTo ecTh 300poBke? I'ie HauMHaeTcs: 6o-
ne3ns? Korga HeoOxommMmo HAYMHATE JIede-
Hue? Kak oneHuBath ero 3¢ peKTHBHOCTD?
KT0 pemaet cyp0y Hepoauslierocs pedbeH-
Ka?

bepemcs yrBepxknaTh, 4To J1I00OOI Bpay,
CepPbEe3HO 3aHMMAIOIIHIICSA MEOUIIMHOMN, He
CMOXKeT JIeTKO OTBETUTh HA 3TH BOIpOCHL. B
IpeHaTaATIbHOM IHATHOCTUKE BCe MpoOIeMBI

UCRIUHHOE 3HAHUe»
I JI. Topo

B IBA pa3a cloXHee, IMOCKONMbKY Bceraa 3aT-
ParuBaroT He TOJILKO MaTh, HO M TUTOA. Jlo cux
rop (v 1o B Havase XXI Beka!) o octa-
eTcd TalfHol 3a ceMBIO MmeuataMu. CToUT 3a-
AYMAThLCS Haj TeM (PAKTOM, UYTO MBI HE 3HAeM
He TOJILKO BCEX TPOSIBCHN BHYTPUYTPoO-
HEIX 3a00JIeBAHMIA, HO Jaxe He pacrionaraemM
TOJIHBIMWA JAHHBIMH O HOPMAJIBHOM pa3sBH-
K opga!l Hepeako Mbl He MoxXeM 00BbeK-
THBHO pa300paThes Jake B OUeBHIHOM CUTY-
AlH.

K10 M3 Bpayeil yIbTpa3ByKOBOH JHATHO-
CTHUKH He CTAJKUBAJICS C XKeJIaHUeM aKylle-
POB TOCTABUTH TUATHO3 BHYTPHUYTPOOHOTO
MH(PUITMPOBAHUS 10 JAHHBIM 3Xorpagun?
Jla, yneTpa3sByKOBBIE TIPU3HAKH 3TOr0 COCTO-
SHWA CYLLIECTBYIOT, HO KTO U3 MCClleioBaTe-
Jieil IOCTOBepHO CMOT OLIEHWUTh MX IIPOrHOC-
TUYECKYIO 3HAYMMOCTh, YYBCTBHUTEJIbHOCTD,
cnetguyHocTs? Topapnsoniee OONBIIMH-
CTBO paboT, MOCBAIIEHHBIX 5TOM TeMe, rpe-
AT CYOBeKTUBHOCTBIO M TeHIEHLIMO3HOC-
TbIO, a TaBHOe YOemuTelIbHO He J0Ka3biBa-
10T HAJIMYMSA WH(QEKIIMOHHOTO Tpolecca y
TUI0Ja B MOMEHT BBIABJIEHUS 3Xorpagpuyec-
KHX IposiBieHH. KTo MeITasics olleHHTh B
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JIUHAMMKe HapacTaHHe THTpa aHTUTEN B KpoO-
BH IUIOJIA ITPH HATMYHMK aAKTHBHOTO MH(pEK-
LIMOHHOIO Mmpoiecca y Marepu? I'me paGoTsl,
MOATBepXaalolye Hamiurie HH(peKIIMOHHO-
TO areHTa B TKaHX TJIOAHOTO siilla MPH BbI-
ABJIIEHUH YITBTPa3BYKOBBIX «MapKepoB MH(U-
uupoBaHud»? CyOBeKTUBHOCTh OLIEHKH —
CTpalliHasl TeHAeHLIWsI, CYLIeCTBYIOIIAS Ce-
TOMIHS B MIPEHATAJILHOM TUATHOCTHUKE, KOTO-
pad UHOT/A ITPHBOIUT K HETOITPABUMBIM IT0-
CHECTBHAM.

JlpyToii rpHMep COMHUTEbHOI 00BbeK-
TUBHOCTH TIPeHATATbHOM TIMATHOCTUKU: BBI-
ABJIeHHEe «CYOKOMITEHCHPOBAHHOM» HMIIH
«KOMTIEHCH pOBAHHOW» TITALIEHTAPH O HEMTO-
CTATOUHOCTH 10 JAHHBIM YJIBTPa3BYKOBOTO
uccnenoBaHus 0e3 uccieioBaHusl KpOBOTO-
Ka B MaTOYHO-TIIALEHTAPHO-TUIOA0OBOM Oac-
ceifHe U 6e3 OLIEHKH COCTOAHMA TUIOJA T10
JAHHBIM KapauoToKorpapuu. A Be/lb TaKue
JUATHO3BI €XKeIHEBHO BO3ZHWKAIOT B MEIIU-
IIMHCKWX KapTax, a CJIe[JICTBUEM WX SIBISeTC
HaszHavyeHUe OepeMeHHBIM AJIUTENIBHOIO,
MHOI'OKOMITOHEHTHOIO JIeYeHH, ITPOBOIM-
MOro B OOJNIBIIMHCTBE CIIYYaeB B YCIIOBUX
CTallMoOHApA.

CITiMcOK MOXKHO NpOOONKHTE, OOJHAKO
BepHeMcH K Havamy 5Toi riasel. Jla, HHTepe-
CHI NMpeHATAJIbHON IUArHOCTUKH LIHpe, YeM
pergBieHe BH3, opnako moka TombKo 3TH
3a00JIeBAHMS IOATIEXKAT OOBEKTUBHO JAUar-
HOCTHUKEe. BO MHOTHMX APYIUX Cyvyasx, CTaBd
JIMATHO3, Bpa4 He MOXeT OBITh YBEPEH B €0
TOYHOCTH, MOCKONBKY He MOXET PACCUMTHI-
BaTh Ha NabopaTopHOEe WIM KIMHUYECKOE
TIOATBEPXKIEHHUE.

Ecmv 3agymaThed, CerofHa B IpeHaTal b-
HOUM MUATHOCTHKE CYIIECTBYET O0Jbllle «Oe-
JIBIX TISITEH», YeM JIOKA3aHHBIX UCTHUH. Bce
YCIIHS CMEeIIHATNCTOR, paboTAIOIINX B 3TOI
obnacTH, HanpapJIeHBl Ha TMOMCK HOBBIX
OOBEKTUBHBIX KpUTEPHEB OLIEHKH COCTOSHMS
mroma. IMoka oHM He HaleHbI, Bpad, pabo-
TAIOMIWI B MPAKTHYECKOI MeAHLHHEe, J0J-
XeH ObITb OUYeHb OCTOPOXKEH B 3aKJTIOUYEHHAX
U pekoMeHganmax. Kak ckaszan Jlyumit CeHe-
Ka eute B IV Beke go Hauieil spel: «llary6-
HOCTE 3a0MyXIeHUS B TOM, 4TO, 3a0IyKoa-
SICh, BCSIKWI pacripoCTpaHseT CBOe 3a0IyK-

JIEHWe MEXIY OKpYXKarolmuMu». 3a 24 Beka
MAJIO YTO U3MEHMIIOCh, HO BCEM HAM CTOMT
MOMHWUTbL O TOM, YTO LieHA HallleMy 3a0myx-
JIEHUIO — 3[0pOBbEe, 4 UHOTAA U KW3Hb el11e
HepoaMBILerocs pedeHKa.

KpaeyrofbHbelil KaMeHb MpeHAaTaIbHON
JIMarHOCTUKM — KBaJM(pUKaIMs Bpaya, B 0C-
HOBE KOTOpO#i Jlexat Tpu 3aroBeau. CTaps
JIMArHO3, CMeLUHATUCT MpeHATAIbHOM Juar-
HOCTHUKH JIOJDKEH:

1) 3HaTL W TLIATEJIBHO COOIIONATh METO-
IOUKKW 00CIenoBaHus, YTOOBI MOJIYy4aTh MAK-
CUMAJIBHO OOBEKTUBHbBIE IAHHBIE O TIJIOAE;

2) AeTalbHO 3HATH HOPMAIBHYIO AHATO-
MUIO TUIOIA B pasHbIe CPOKH OepeMEHHOCTH,
qTOOBl MUHUMH3UPOBATE JIOXH OITOJIOXN-
TeJIbHbIE U JIOXKHOOTPUIIATeIbHbBIE IMATHO3HI;

3) 3HATH IpeHATATLHOE ITPosIBJIeHUE U Ba-
PHAHTHI pasBUTHA MATOIOTHUM II0Aa, YTOORI
OBITH BITpaBe IMPOTrHO3UPOBATh X0 pa3BUTHA
COOBITHIT M 1aBaTh COBETHI IO TIPOMOHTHPO-
BaHHWIO WIW MpepbIBAHUI0 OepeMeHHOCTH.

ITpeHaTanbHasg MeIMLIMHA — CIELHUATb-
HOCTb cloxHad. B Hell, Kak HU B OHOI Apy-
roii o6yacTi, Bpay o0s13aH COIepPexXuBATh,
MOCKOJIBKY BCe MpobIeMbl KAcaloTcsl TBOMX:
maTeps U pebenka. Ilcrxonorus GepemeH-
HOM pe3Ko OTITMYAETCA OT MCHUXOJIOT U MaLu-
€HTKH THHEeKOJOTHYECKOro MpoQHIId WU
moboro gpyroro 6onbHoro. HeoGxoaumo rmo-
MHUTB, YTO KAXI0€ CIIOBO, o0pallleHHOe K
OyayLIei MaTepu, JOJDKHO OBITh eif abcomoT-
HO TOHATHO, MOTOMY YTO J00asd, 0co0eHHO
HeraTvBHas1, MH(popMalms 0 bepeMeHHOCTH
paHUT €€ TICUXHKY.

Bce nmpeHaTanbHble WCCENOBAHWSA, IAaXe
TpaguLIMOHHAY 3Xorpadms, Mo CyTy cBoeil
WHBA3WBHBI, MOCKOJIEKY BHEIPAKOTCA B TY
cepy, KoTOpasi CKpBITA OT I71a3 JoJleil. D10
CBOMCTBO JOPOOOBBIX OOCIIENOBAHIMIA JTIEXKUT
B OCHOBE 3MOLIMOHATBHBIX peaKIMii pouTe-
Jiell, KOTOpbIe MOpOid KAXYTCS OKPYKAIOLAM
HeaTeKBaTHEIMU M HEOOOCHOBAHHBIMH.

Hanpumep, o ganusiM T. Larsen u co-
ant. | 1], mpu peTpocrieKTUBHOM oripoce 89%
OepeMeHHBIX IToCIIe YIIETPA3BYKOBOTO UCCITe-
JOBaHUA OTMETUIA MCUYE3HOBEHIE YYBCTBA
CTpaxa M TPEBOTH, 1% — MCTTBITANN TTOTpsICe-
HMe TIOCJIe TIONyYeHUs] HeTaTUBHOK MHGOp-
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MAaIuH o TUtoae 1 Jmib 10% mamueHToK oc-
TaJMCch 06e3y4acTHEI K pe3yNbTaTaM 5X0rpa-
¢um. LIBerikue apropel [2]| ycTAHOBWIH, UTO
bonee 90% cynpyKecKUX rap caMbIM TpPyZ-
HBIM TICUXOJIOTHYe CKUM MOMEHTOM B ITpeHa-
TATBHOM 00CTIeIOBAHMM CUMTAIOT OXHTAHNIe
ero pesynpraroB. [1o ganHeiM M. Celerholm
U coanT. [3], B ieproji ¢ MOMEHTA IIPUHATHA
peleHu s O MpeHATATIbBHOM KApHOTHITHPOBAa-
HHH JI0 MOMEHTA orrepaiiii y 12% maimen-
TOK perucTpUpyroTCsl KITMHWUYeCcKHe MpH3Ha-
KM JIerpeccHM, T. e. peakiui, U3yyeHHue KO-
Topoit nexuT B cepe rnicuxuaTpud. Iocne
TPUHSTHS pelieHUs O MpeHATAIIbHOM KapH-
otunpoBanuu 100% mnaiieHTOK HAUMHAIOT
HCTIBITBIBATD CTPAX. OMOLIMOHATBHASI OKpac-
Ka cTpaxa pasivuHa: y 60% nauMeHToK 310
CTpax IMOJIyuyeH WA TJIOX0ro pe3yibrara, y 40%
— CTpax MmoTepaTh OepeMeHHOCTD [4].

K coxanenuto, Bpauu rpeHaTaIbHOIM T1-
ArHOCTMKH HepelKo 3a0bIBalOT 00 3MOLIMAX
poauTesneil, HeJIOOLIEHUBAIOT CHITY CJIOB.
HMMeHHO CIIOBOM, CITyJaHO WIH CO3HATE/b-
HO TIPOM3HECeHHBIM, MOXHO BBEPTrHYTEH Oe-
PEMEHHYIO B TIYYHHY CTpaxa M TPEBOTH, T. €.
B COCTOSIHHE XPOHUYECKOro cTpecca, KOoTo-
poe MaryoHo BIUSIET He TONBKO HA TICUXHKY
MaIeHTKH, HO M OTIOCPeI0BAHHO HA COCTO-
sTHME TUIoAA.

BBIBOJL OMH: MpeHaTaTbHAA AUATHOCTH-
Ka JI0JDKHA CTPEMMTBCSH K MAKCUMAJIbHOMN
O00BEKTUBHOCTH. B 3TOi CBSI3H XOTENOCh OBl
MPU3BATH TIPAKTHUYeCKUX Bpaueii Ioaratbcsi
B CBOMX BBIBOAAX HA KpeIKHUe 3HAHWY, OIH-
paThCcsd Ha MeXIYHApOIHBIH OIBIT, MpoBe-
PeHHBII rogaMy U UMeIOLIUI CTATHCTHYeC-
Koe MOATBepXKAeHHe, H30eraTh 3SMOIMOHATh-
HBIX OLIEHOK W He «M300peTaTh BeJIOCUTeay
Tam, Iie Bce OTKPLITHA YKe CHesIaHBbI.

IToaBoas UTOr BCeMy CKa3aHHOMY B 9TOM
KHHUTEe, X0UeTcsl TIOA4Ye pKHYTE, YTO MBI CTpe-
MMJIHCH paccKasaTh TOTBKO 00 OCHOBaX TIpe-
HATATBHOM JTUATHOCTHUKY M TIPUBENH TOJb-
KO Te CXeMbl OpraHM3aiiu J1I0poI0BOro 0b-
Clle IOBAHUSI, KOTOPBIe yXe BHelpeHBl B
MpaKTHUECKYIO METUITUHY U JaTA XOpoIlTie
pe3yibTaThl. Kak HM CTpaHHO, HO CETOA-
HALIHKAE 3HAHWUA O TUIO/E M 3aKOHAaX MpeHa-
TATBHOM JHATHOCTHKH MOIYT YIIOXUTHCH B

HECKOJIbKO HeCJIOXKHBIX alTOPUTMOB, KOTO-
pBle MBI CUMTAEM HEOOXOOMMBIM ITPHUBECTH
HHXe.

Cxema ONTHUMAIBHOM OpraHu3auun Yiib-
TPa3BYKOBOTO CKPUHUHTA MMOKA3aHA HA pUC.
7.1. Cneayet nmoguepkKHyThb, YTO ITOMHUMO OC-
HOBHBIX 34124 B X0I¢ CKPHHWHTOBOIro 00cie-
JIOBAaHWA MOXHO pellaTh U BaXKHbIe JIOIMOJ-
HHTeJIbHBIE 3a0a9l TPH YCJIOBUHM, UTO peru-
OHAJILHBIN MpeHATATLHEIN LeHTp obnamaeT
BO3MOXHOCTBIO MTPOBENeHUSs MepevYrcIieH-
HBIX MCCHeIOBAHUIA.

HecMoTpst Ha KaxyIIyrocs rpocToTy 61o-
XUMMWYECKOTO0 CKPUHWHIA €r0 OpraHu3aLus
TpedyeT cobmoaeHs TpaBui, 6e3 KOTOPHIX
3TOT BHJI HCCIIEOBAHMS TTOTHOCTRIO TepsAeT
3 peKTUBHOCTD M MpeBpaIacTcs B 6ececMbic-
JIEHHY1O Tpaty deHer (puc. 7.2). Cnenyer Ha-
TIOMHMWTB, YTO JIaXKe MpH HATMUYWU BCeX Tiepe-
YMCIeHHBIX YCIIOBHIL 3(p(peKTUBHOCTD ABYX-
KOMITOHEHTHOTrO OMOXMMHYECKOro CKpHHHUH-
ra B BBIICIIEHUM IPYITIBI PUCKA, YIPOXaeMoi
IO pOXKAEHHIO fleTel ¢ cuHapoMoM JlayHa, He
ripeBbIaeT 60%.

BHenpeHue B MPaKTHKY MHBA3UBHBIX Me-
TOJOB JIMATHOCTHUKH SBJIAeTCH eCTeCTBEHHBIM
MPOOIDKEHUEM PARBUTHS CITYKOBI ITpeHAa-
TaMbHON AUATHOCTUKM B pervoHe (puc. 7.3).
HMHBa3uBHBIE UCCNIEIOBAHUS — 3TO HE CAMO-
1ieJTb, @ opraHuyecKas CoCTaBIAIoNAs 3ToM
CIyK0bl. UMEHHO IMO3TOMY TIepBOOYe peIHbI -
MM 3a1a4aMU OpPTaHHU3aTOPORB 3PaBOOXpaHe -
HUSI IOJDKHO CTaTh BHEIpeHWe TPeX3TarHo-
TO YIIBTPA3BYKOBOTO CKPUHHWHTIA, KAIPOBOE U
MaTepHabHOe YKpervieHHe peruoHaIbHOro
MPeHATAJILHOTO LIEHTPA U JIMIIE TOCTIe 3TOro
OpraHU3aLIsT UHBA3WBHON TUATHOCTUKU.

Cnyx06a npeHaTaTbHON IUATHOCTAKH —
CJIOKHBIH U MHOTOKOMITOHEHTHBII Mexa-
HH3M, B KOTOPOM JOJDKHBI OJTHOBPEMEHHO U
cJlakeHHO paboTaTh aOCOMOTHO pa3Hble CO-
ctapmsmionie. OIHAKO OCHOBHOI TPy/IHO-
CThIO HA MYTH K OBICTPOMY M YCHELTHOMY
PasBHUTHIO 3TON 00NMACTU MeIMUMHBI ABJIA-
€TCHl He CTOJIBKO CJIOXKHOCTh OpraHU3aliim,
CKOJIbKO OTPAaHWUY€HHOCTh 3HAHWI YesoBe-
YecTBa O BHYTPHYTPOOHOM MEPHOIE Pa3BH-
THA. KOImuika 5THX 3HAHMI ¢ KaXKIbIM JTHEM
MOMOJIHAETCH, TTO3TOMY cBATas 00A3aH-
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I Tpumectp

10—14 Hen

®OPMHPOBAHUE
IPYIIIIBI PUCKA [10
POXJIEHUIO TETEM
C BH3: OIIEHKA TBII

Jonmneporpadus® ons
YTOUHEHMSI CTeTeHH pHC-
Ka XpOMOCOMHBIX aHOMA-

JIHIL Y 1J1oaa
Pauuuii 6MoxuMuyecKii
CKPHHMHIT™*
HMHBasuBHas IMarHOCTH-
Ka: OlIeHKa reHeTHYecKoro
cTaTyca roona

MemuiMHcKuMi abopTt ¢
LeNbIO TIpephIBaHus Oepe-

MEHHOCTH IPH BbIABIIe-

[ Tpumectp

20—24 nen

HM3YYEHUE
AHATOMHWHU TUIOHA

Jlonmaeporpadgusa®***: mpo-
rHOCTHYeCKasl OLIEHKA CO-
CTOSHHA (eTo-TUIaleHTap-
HO-MAaTOYHOI0 KpOBOTOKA
buoxuMIHIecKHil CKpH-
HUHT
MHBa3uBHAS JUATHOCTHKA:
OlIeHKa cTaTyca ruiopa (re-
HeTHIeCKOoro, OUoXmuMu-
yeckoro v T.1.) Ilpeprisa-
Hue GepeMeHHOCTH 0 Me-
JIMUMHCKUM TIOKa3aHUAM

I TpumecTp

32—34 Hen

OLEHKA TEMITOB
POCTA 1
OYHKIIMOHAJIBHOI'O
COCTOAHHKA T1ITOIA

Honmeporpadwist, Kapan-
oTokorpadgmus
JIMarHoCTUKA aHOMAMMA
PasBUTUA C MO3MHEN MAHH-
decranmein
MuBasuBHAsSE AMATHOCTH-
Ka: BO3MOXHOCTH IMpoBefe-
HUA 00CIIeJOBaAHH
OrnpeneneHie TAKTUKA Be-
JieHUs1 OepeMeHHOCTH, Cpo-
KOB M METOJIOB pofiopaspe-
HIEHHA

Hu BH3 JIO CPOKAa JKU3HECTIOCOOHO-

CTH II0Ja
ITaTonoroanaroMuyeckas

BepUPUKAIINA THATHO3A

Puc. 7.1. CxeMa opraHM3allHH CKPHHHHTOBOTO YIIBTPa3BYKOBOTO MCCIETOBAHHSA «|12—22—32».

* — 1enecoobpasHOCTE MPOBEEHHS TONILIEporpadg i B paHHHE CPOKH OKOHYATEBHO HE JIOKa3aHa. DTOT METOJT,
MOMCHO MCTIONB30BATH JIIs1 DoJiee TOUHOTO 0TO0pa B IPYIILY PHCKA TI0 XPOMOCOMHOIT ratooruy mioxga [5]. B nocne-
ITHHE TOIIEI HHTepec K AonIuieporpadii B KoHile I TpuMectpa Bo3poc B CBIZH ¢ BO3MOXKHOCTEIO NIPOTHOZHPOBAHHST
OCToXHeHHH GepeMeHHOCTH (3aIepXKKa pasBHIHS IUI0JA, IecT03) H HeOIATONPHSITHLX NEPHHATATBHEX HCXOIOB
(npexieBpeMeHHbIE poibl). PaHusAs moniuieporpadys ABIAETCH JOTIOMHHTEMBHBIM METOIOM, MOMET TIPHMEHATLCS
TONBKO B YCHOBHSIX TIPEHATAIBHOTO 1IEHTpa 1 TpelyeT TanbHEHIIX HAYIHBIX pa3paboToK M paHIOMH3HPOBAHHER
HecneJJoBaHHil.

** — MeceIoBAHNS TIOCHIE/THAX JieT CBHICTENILCTBYIOT O TOM, UTO GyAyInee NMpeHATaTEHOTO GHOXHMHYECKOTO CKpH-
HHHIA 38 CKPHHHHTOM B paHH#e cpokil. Ilo Muenmo npodeccopa H. Cuckle — offHOTO M3 BEIyIIMX CIEITHATHCTOR
110 GHOXMMHIECKOMY CKPHHHHIY B MHpPE - [IPEICTBPATHTE POXKIeHMe JieTeil ¢ cHapoMoM JlayHa MOMXHO TOIBKO
TIYTEM BJIOXEHHS OTPOMHBIX CPE/ICTB B TIPEHATATHHYIO JIMATHOCTHKY U, B YaCTHOCTH, B GHOXHMMHYIECKHE HCCIIEN0BA-
nHusl. HanGonsimas apeKTHBHOCTL MOXKeT OBITH JOCTHIHYTa TOJIBKO TIPH IPABMIIBHON OpraHH3allHH OHOXIMHHEC-
KOTO CKPHHHHIA 1 0coDEHHO MPH CMEMIEHIH CPOKOEB ero NposefeHuA Ha I tpumectp. B Poccnm GuoxuMimeckie
MCCNENOBAHHST MPH GepeMeHHOCTH B pAHHHE CPOKH MPAKTHICCKH He ITPOBOJIATCSL, OITHAKO TIPH BHEIPEHHI B TIPAK-
THKY TPEXITATHOIO YIBTPa3sByKOBOTO CKPHHHHTA «12—22—32» OyIeT coslaHa BO3MOXKHOCTE PACIITHPEHHS CITEKTpa
obcenopaHus GEPEMEHHEBIX B KOHIIE | TprMecTpa.

FHE _ JONIUIEPOBCKOE HCCIIEOBAHME KPOBOTOKA B MATOYHBIX aprepusax Bo 1T Tpumectpe GepeMeHHOCTH TO3BOJIAET
chOPMHPOBATE TPYITITY PHCKA TI0 BOSHHKHOBEHHIO 3aJIEPXKKH Pa3BUTHS TUIONA W TECTO34a, A TAKKE TI0 NMPEeXIenpe-
MEHHEIM poflaM. D(pheKTHBHOCTE ToMITieporpadys B CKpHHHHTOBOM pekMMe HEBBICOKA, OTHAKO CpPemy MaldeH-
TOK, H3HATUTEHO OTHOCAIINXCS K TPYIIE PHCKA 10 TIEPeIHCIIEHHEIM OCJI0KHEHHSIM, HCC/IeIOBAHIe KPOBOTOKA OKAa-
3BIBACT CYIIECTBEHHYIO MOMOITE B MPOTHOZHPOBAHHA HeOIATOTIPHSTHEIX HMepHHATATEHBIX HCXOMOB [6].
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7 rjraBa

Llens

Obg3aTebHOE yCI0BHE

[paBuna opranuzannm

CdopMupoBaTh cpefi GepeMeHHBIX IPYITITY PUCKA, YTPOXKAEMYIO
110 CUHApoMY JlayHa y TUiona

Bo3MoxHOCTB IMpOBEAEHHWA B PCIMOHE MHBA3HMBHBIX HCCIeJOBAHMIT

1. ITpoBeeHWe MccIeIOBAHUS B pexXyuMe CKpUHWHTA

2. Equnayg ceprudMIiMpoBaHHas JJabopaTopus B peruoHe

3. Mcrnionb3oBaHue JIBOMHHOIO WK TPOWMHOrO TecTa

4. Wcnonb3oBaHuie eMHBIX TeCT-CUCTEM M perHOHATLHBIX HOp-

Ma- THUBOB YPOBHEH CBIBOPOTOYHBIX MAPKEPOB

5. CobmoneHue CpoKoB 00CeIOBAHUA

6. OneHKa pe3ynbTaToB MccnenoBatnng B MoM

7. Vicnonb3oBaHKWe MOIMPABOK HA BeC MATEPH, e COMAaTUUECKYHO
MATOJIOTHIO, KOJTMUYECTBO TUIONOB U ApyTrve (haKTophb

8. KoMIberoTepHasd OLleHKa CTeIeHU pUCcKa 1Mo cuHApoMy JlayHa ¢
Y4€TOM BO3pacTa MaTepH

Puc. 7.2. Ilpapniia npoBeNeHIsT I cXeMa OpPraHA3A1HH GHOXHMHYECKOTO CKPHHHHTA.

Lleab

Oobn3aTenbHOE YelI0BHE

[IpaBuna opranuzanuu

Buaml vecnenopanmii

HOJ'[}"-IBHHG OMOJIOTHYECKOTO MaTepualia 14 uccinejoBaHud re-
HETHUYCCKOro, 0MOXMMHUECKOTr0 M Ip. CTATyCa IUI0aa

HDEHH.THJ'EBH&H KOPpPEKLHMA HEKOTOPEIX ITOPOKOB PA3ZBMTHA ILTOOA
H APYTHUX IMAaTOJTOTHYCCKMX COCTOSTHHI

Hamiuue B perioHe IUTOreHeTHIeCKO# JabopaTopuu

1. IpoBeneHe Ucce OBaHUS IO CTPOIMM MOKa3aHUAM

2. IlpoBeneHue UCCeqOBAHWI B YCIIOBUSIX perHOHATLHOTO 1[eHT-
paTipeHaTaIbHOI IMATHOCTHKW, OPraHM30BaHHOTO Ha Oase cTa-
L1oHapa

Acrmpariyg BOPCHH XOPHOHA/TUIALIEHTHI, aMHUOIIEHTE3, KOP/O-
LIEHTe3

Puc. 7.3. CxeMa opraHuzaliHi HHBa3HBHEBIX HCCIIEIOBAHHIL.

HOCTb BCEX CMELMATUCTOB, 3aHUMAIOLIUXCS
npodieMaM¥ TIpeHATAJIbHOM JUAarHOCTHKM,
— TIOJIL30BATLCH HAKOIUIeHHOH HHGOopMa-
yeid. bes 3HaHWI HeT NIpeHaTAILHOMN Juar -
HOCTHKH, HET BBIXOAA U3 JTAOMpPHUHTA TpO-
Gy1eM, KOTOPHIi CTPOUT caMa X13Hb. Mnmo-
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cTpaiueil K 3Tol KHUTe CTal pUCcCyHOK A.B.
Illernosa «JlabupuHT». CerogHs B TpeHa-
TANbHON JUAarHOCTHKe OOJblile HepelleH-
HBIX IMpobJsieM, YeM OYeBUIHBIX UCTHH. MBI
HAXOJUMCS Ha TIYTH M3 TbMBI K CBeTy, U3
HOUH B feHb. Harpamoii 3a cJIOXXHBIH U Tep-




HPEHATANBHAA JHATHOCTHKA: HACTOAIUIEE H BY/VIIIEE

HUCTHIM MYTE B 3TOM JTAOUPHUHTE CTAaHET
POXIeHWEe 3[0POBBIX M CHACTIIMBBIX JIeTEN.
I1poiiTi ero cymeeT TONBKO 3HawIMii. Be-
mukuii punocod XK.-2K. Pycco rosopun:
«Hesznanue — eme He mopok. [lopouno
JWE 3a0nyxaeHue. 3abnykKaalTes Xe
JIIOA HEe MOTOMY, UTO He 3HAIOT, a MOTOMY,
uyTO BooOpaxaroT cebs 3HawimmMm». [locta-
paeMcsi e u30exaTh 3Toro 3a0myxKaeHus!
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