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OBILIASA XAPAKTEPUCTUKA PABOTHBI

AKTYaJIbHOCTH Pa0OThI

JlopoaoBasi TMarHOCTUKA XpPOMOCOMHBIX ab0epalnii ocTaeTcsi OAHOM U3 OCHOBHBIX
npoOsieM TpeHaTaqbHOM IUarHocTUkH. HecMoTps Ha MOBCEMECTHOE paclpocTpaHEHHUE
YIIBTPa3BYKOBBIX METOJOB MCCIIEIOBAHUS B aKyIIEPCTBE, MOMBITKH BHEAPEHUS Pa3IuYHBIX
CKpUHHMHTOBBIX TMPOTpaMM B MPAKTUKY JTOPOJOBBIX OOCIIEIOBAHHM, KOJIUYECTBO IETEH
POIMBIIMXCSI C XPOMOCOMHBIMU aHOManusiMu He ymeHbinaercs [KymakoB B.U., Boukos
H.II., 2003; Feuchtbaum L., Respondek M., 2002].

[lo manneiMm BO3, 2,5% Bcex HOBOPOXACHHBIX HMEIOT pa3INMYHbIE ITOPOKHU
pazButus, u3 HUX 1,5% o0OycnoBieHbl JeHCTBUEM HEOIArONPUATHBIX SK30TCHHBIX
(bakTOpoB BO BpeMsi OEPEMEHHOCTH, OCTAIbHbIE UMEIOT MPEUMYIIECTBEHHO F€HETUYECKYIO
npupoay. Okomno 40-50% paHHel MIIaIeHY€CKOW CMEPTHOCTH M MHBAJIUJHOCTH C JAETCTBA
Tak)ke 00YCIIOBIIEHBI HACIEJCTBEHHBIMH (pakTopamu, U npuMepHo 30% KOEK B JIETCKHX
CTallMOHapax 3aHsThl JCTbMU C HacCleACTBeHHOM matonoruei [bouxkos H.IT., 2001; Olsen
C.L., 2003; Carol J., 2002]. B KpacHosipckom kpae B 2002 roay BpOXICHHBIC MOPOKH
pa3BUTHA U HACIIEJCTBEHHBIE 3a00JIeBaHMs cOCTaBWIM 2,7% cpean BceX HOBOPOXKIECHHBIX,
B 2003 — 3,35%. B cTpykType MIIaIEeHUECKOM CMEPTHOCTH, a TaKXe JIEeTCKON
WHBAJIUTHOCTH BPOXKJACHHBIC TTOPOKH PA3BUTHS U HACIIECTBEHHBIC 3a00JIEBaHUS 3aHUMAIOT
BTOpO€ MecTo. B cTpykrype mnpuuuH aerckodl uHBamAHOcTH B 2003 roay nmaHHas
natosiorusi cocrasuia 35,9% na 10 ThIc. neTckoro HaceneHus (B PO — 35,7% na 10 ThIC.).
KonuyecTBo neTei-uHBAINAOB C BPOKICHHBIMU MTOPOKAMU Pa3BUTHUS U HACJIEACTBEHHBIMU
3aboneBanusiMu B KpacHosipckom kpae Ha 1 ssHBaps 2004 r. - coctaBisiio 2429 yenoBek
[[ocynapcTBEHHBIN JOKJIaJ O COCTOSHHM 3/I0pOBbsl HaceleHuss B KpacHosipckoM Kkpae,
2003].

[Tatonorus XpoMocoM SBISIETCS MPUYMHONM MHOTHUX BPOXICHHBIX TOPOKOB
pazButus. Hanpumep, mopoku cepaua Bcrpevarores y 8-10 HoBopoxaeHnsix Ha 1000, nmpu
3ToM 5% 3TUX MOPOKOB BBI3BAHBI XPOMOCOMHBIMHU aHOMaIUSIMU. HacToTa XpOMOCOMHBIX
ab0epanuii y TMJIOMOB 3HAYMTENHHO BBHIIIE, YeM Y HOBOPOXKICHHBIX, IMOCKOJBKY 3Ta
MAaTOJIOTHSI B OOJBIIMHCTBE CIy4aeB MPUBOJUT K aHTCHATAIbHOU rudenu. OTInduTeIbHON
0COOCHHOCTBI0 XPOMOCOMHBIX aHOMAJIU SBJISIETCSI TO, YTO Yallle BCETO OHU BO3HHUKAIOT B
pesyabTare de NOVO MyTammid, MO3TOMY HE CYIIECTBYEeT NPOPHIAKTUYCCKUX Mep,
MO3BOJISIOMINX MPEIOTBPATUTh UX BO3HUKHOBEHHE. Kpome TOro, BO MHOTHUX ClydasiX 3TH
3a0071eBaHMs] HE MUMEIOT SIPKUX (PEHOTHMUYECKUX MPOSBICHUN B MpEHATAIHLHOM TEPHOJIe
[FOmuna E.B., Measenes M.B., 2000; Chen C., 2001; Finnell R.H., 2002].

O cocrosHMM TMIOAA CYASAT TIO Pa3IUYHBIM TOKa3zaTrelnsM. bHoxuMuueckue
WCCJICIOBAHUS MapKEPHBIX CHIBOPOTOUYHBIX OEIKOB, pPAaBHO KaK YJIbTPa3BYKOBBIC
WCCJIEIOBaHUs, B HACTOSIIEE BPEMs PACCMATPUBAIOT KaK 0053aTelIbHBIC CKPUHUPYIOIINE
METOABl JTOPOJIOBOM JIUArHOCTHKHW, HAIMPABICHHOW Ha BBISBICHUE OEpPEeMEHHBIX TPYMI
BBICOKOT'O PHUCKa POXKJECHUS JIeTeld ¢ MOPOKAMH Pa3BUTUA U XPOMOCOMHBIMHU OOJIE3HSIMHU.

OcHoBHasi ponb B (OPMUPOBAHUU TPYMI PUCKA, MPUHAICKUT MEIUKO-TEHETHYECKOMY
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KOHCYJIbTUPOBAHUIO, B MPOLECCE KOTOPOrO OINpEeNeseTcs CTpaTerusi IpeHaTalbHOU
JMIMarHOCTUKUA C HWCIOJIb30BaHMEM HWHBa3WBHBIX MeTonoB [Ommna E.B., Menenes M.B.,
2002; Den Hollander N.S., 2002; Kesmodel U., 2002].

OcoOy1o akTyaJIbHOCTh MpUOOpeTaeT mpobdiieMa BbIIEICHUS M3 OOIIEr0 IMOTOKa
OEepeMEHHBIX, YIrPOKAEMBIX MO POXKIECHUIO pPeOCHKAa C XPOMOCOMHBIMH AHOMAIHMSIMHU, H
HYXXJIaloIuXcsi B 0oyiee moipoOHOM 00CJIe0BaHUU — MPEHATATLHOM KapUOTUIIUPOBAHUH.
Hacrosiiiee  uccrnenoBaHue TOCBSIIEHO NpoOsieMe  MOBBIMIEHHA  3(()EKTUBHOCTH
dbopMupoBaHUsS TOKa3aHUM [UJIsl TMPOBEACHHUS WHBA3UBHOM JUArHOCTUKHU, Ha OCHOBE
WHAUBUAYAJIBHOTO MOJX0/a K OLIEHKE UMEIOIIHNXCs y OepeMeHHOU (haKTOPOB pUCKa.

eans uccaenoBanusi

Pazpaborate MeTtonuky QopMupoBaHMs TPyHm JJisi MNPOBEACHHUS WHBA3WBHBIX
METOJOB JMArHOCTUKU U BEPOSITHOCTHOTO MPOTHO3UPOBAHUSI aHOMAJIbHOIO KAapUOTHUIIA Y
IJI0/1a TIyTEM HMCIIOJIb30BaHUS MPOrpaMMbl HEUPOCETEBOTO MOIECIUPOBAHUS, OCHOBAHHOMU
Ha BBISIBIICHHBIX (DaKTOpax pHCKa.

3anaun

1. Ouenutrp WHPOPMATUBHOCTL OWOXUMHYECKOTO CKPUHMHTa B (HOPMHUPOBAHUU
TPYIIBl PUCKa cpeau *eHIUH KpacHOApCKOro kpas Mo HaJWYUIO XPOMOCOMHBIX
AHOMAJIUM TUI0JIA.

2. V3ydnTh AMArHOCTHMYECKYIO 3HAYMMOCTh HM30JIMPOBAHHBIX M  COYCTAHHBIX
sxorpaUuecKux MapKepoB B JAMATHOCTHKE aHOMAJIBHOTO KAapUOTHIMA Y IUIOJA MO
JTaHHBIM KpacHOSIpCKOro MEIUKO-TEHETUYECKOTO LIEHTPA.

3. OLeHHUTh MPOTHOCTUYECKYI0 3HAYMMOCTh COYETAHHBIX MOKA3aHUN K MPOBEICHUIO
MPEHATATFHOTO KapHOTUIIMPOBaHUs Y OepeMeHHbIX KpacHosipckoro kpasi.

4. Ha OCHOBaHWM WCIOJB30BaHUS HCKYCCTBEHHBIX HEWPOHHBIX ceTel pa3paboTarhb
QJTOPUTM  NPOTHO3UPOBAHMS XPOMOCOMHBIX aHOMAJIMM IUIOJA C  LEJIbIO
onpeAeeHrs NOKa3aHU K MPEHATATbHOMY KapUOTUITUPOBAHUIO.

5. M3yunTh nTuHaMHKYy BBISBISIEMOCTH CHUHJpoMma JlayHa Ha OpeHaTaJbHOM 3Tare Io
JaHHbIM  KpacHOsSIpCKOro - MeAMKO-TEHETMYECKOTO  ILEHTpa B pe3yibTaTe
MCIIOJIb30BAHUSI METOIMKHA HEMPOCETEBOTO MOACITUPOBAHHS.

HayuyHnasi HOBU3HAa

Ha ocHOBaHMM W3y4yeHHOM NIPOTHOCTUYECKOW 3HAYMMOCTH PA3JIMYHBIX METOI0B
MPEHATATFHOW JTMAarHOCTUKH M BBISIBJICHHBIX (DAaKTOPOB PUCKA PA3BUTHSI XPOMOCOMHBIX
aHOMaJIui y Tioja cpenu >keHIuH KpacHosipckoro kpasi BriepBbie ObLT pa3paboTaH METO/I
WHJIUBUIYaJbHOTO MPOTHO3UPOBAHUS AHOMAJIBHOIO KapUOTHUIIA y IUIOJA C MOMOIIbIO
UCKYCCTBEHHBIX HEUPOHHBIX CETEH.

BnepBeie mpoBeneHa oreHka 3(PQGEKTUBHOCTH TPOTHO3HPOBAHUS XPOMOCOMHOM
MaToOJOTUM Y TUIOJIa HA OCHOBE HEMPOCETEBOr0 MOAEIMpoBaHus. Vcrnonp30BaHNEe JAHHOTO
METOJa TO3BOJUT TMOBBICUTh J(P(HEKTUBHOCTh NPEHATATHHOTO KOHCYJABTUPOBAHUS U
WHJVMBUYaIU3UpPOBaTh MOKAa3aHUSI K WHBA3WBHBIM METOJIaM JIMATHOCTUKH XPOMOCOMHBIX
aHOMAJIUH Yy TUTIOJA.
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IIpakTHYeckasi 3HAYUMOCTH PadOThI

[lo pe3ynpTaTaM HCCIEIOBaHUS C IMOMOILIBIO MCKYCCTBEHHBIX HEHWPOHHBIX CETel
OINpEJENIEHbl KPUTEPUH, IMO03BOJsIoNME HauOosee 3PQPeKTUBHO (HOPMHUPOBATH TPYIILY
pUcKa 1O XPOMOCOMHBIM aHOMaJIMSIM Yy Iuiofa. Mcronb3oBaHWE AAaHHOTO MOAXOJA K
(GbopMHPOBaHUIO TOKA3aHUN K MPEHATAIBHOMY KapHUOTUITUPOBAHUIO MO3BOJIUIIO COKPATHUTh
KOJIMYECTBO HEOINpPAaBJaHHBIX HMHBAa3UBHBIX IMporeayp Ha 25,5%, yMEHbUIUTh YHCIO
ocioxHeHUd 70 1 % ¥ yBEIUYUTH BBISIBISIEMOCTh XPOMOCOMHBIX aHOMAJIMA Ha
npeHaTaiabHOM 3Tane Ha 30%.

Pa3paGoransl u BHempeHsl B paboty MexpernonanbHoro KpacHosipckoro
JTMAarHOCTHYECKOTO IIEHTPAa MEIUIIMHCKON reHeTukH, L{eHTpanbHOl ropocKkoi OOJbHUIIBI
r. JluBHOTOpCKa MeETOAWYECKHE pPeKOMeHAaunu «/HBa3MBHBIE METOJBI MPEHATAIBHOMN
JTUATHOCTUKU XPOMOCOMHBIX 3a00JIeBaHMM Yy TUI0a (ITOKa3aHUs, IPOTHBOIIOKA3aAHUS ).

Pe3ynbpTaThl HCclenoBaHUS MCIONB3YIOTCS B ydeOHOM Tpoliecce Ha Kadempax
IIEPUHATOJIOTUH, aKyllepcTBa M THHeKonoruu, neauatpun KpacI’MA mpu moaroroske
Bpauel-uHTEPHOB, Bpavyei-OopJIMHATOPOB, B CHCTEME MOCIECIUIUIOMHOTO OOpa3oBaHUs, B
paboTe Bpauei )KeHCKUX KOHCYIbTAIMM U JUATHOCTUYECKUX MPEHATAIbHBIX IEHTPOB.

Anpodanusi padoTsl M NyOJTHMKANNH

Pesynbratel paboTel monoxkeHsl W oOcyxaensl Ha VI cwesge Poccuiickoii
accolMalMy Bpadel yIbTPa3BYKOBOM [MAarHOCTUKH B MEPUHATOJIOTUM M THHEKOJOTMH
(Kpacuosipck, 2000), KpaeBoil Hay4YHO-IPAaKTHYECKOH KOH(PEPEHIIMH  aKyIICPOB-
runekonoroB (Kpacuosipck, 2000; 2002), IV Bcepoccuiickoit HaydyHO-TIPaKTUYECKOM
KoH(epeHnn «MHpeknonHble U reHeTuueckue nopaxenus miojaa» (Kpacnospck, 2003),
IV cwbe3nge Bpaueilr ynbTpa3BykoBodl nuarHoctuku IloBomkws (Kazans, 2003), |
KOH(EpEeHINH CHeIHaIUCTOB TpeHartanbHoi nuarHoctuku Cubupu (Kpacnosipck, 2004),
MEXTUCIUILTHHAPHOM TTpobiemHuoi komuccun (KpacHosipck, 2005).

[lo Teme puccepranuu omyOIMKOBaHO 9 medaTHBIX paboT: S5 crated B
peleH3UpYEeMbIX KypHalaX, 3 Te3UCOB B MarepHaliax Che3J0B, | ydeOHO-MEeTOAMYecKOoe
nocoOue.

O0beM u cTpyKTypa padoThl

Juccepranus uznoxkeHa Ha 149 cTpaHunax MalmMHONMCHOIO TEKCTA, COCTOUT W3
BBEJICHUs, 0030pa JUTEPaTyphl, OMHCAHUS MAaTEPUAIIOB U METOJOB, 3 TJIaB COOCTBEHHBIX
UCCIICIOBAHUM, OOCYXKJIEHUS TIOJIYYCHHBIX pEe3yJbTaTOB, BBIBOJOB, MPAKTHUYECKHUX
pEeKOMeHAIN, CrMcKa [UTUPYEMON JUTepaTyphl. YKa3areib JIUTepaTypsl BKiIoyaeT 236
HMCTOYHHUKOB, B TOM 4HcCie 94 oTeuecTBEHHBIX U 142 3apyOeKHBIX.

JHuccepranus wimocTpupoBana 19 pucynkamu, 10 Tabnunamu.

IMonoxkeHnsi, BLIHOCMMbIE HA 3AIIUTY:

1. HenoctatouHnass ”HPOPMATUBHOCTh MPEHATAIBHBIX CKPUHUPYIOIIUX MPOTPAMM MIPU
pelIeHun BOIpOCAa O  1€JecO00pa3HOCTH  MPOBEJACHUS  MPEHATaIbHOTrOo

KapUOTUIIUPOBAaHUS TpeOyeT MPUHIMUIIMAIBHO HOBOTO MOAXOJA ISl MOBBIIICHUS

3(1)(1)CKTI/IBHOCTI/I HMHBA3WBHBIX MCTOA0B AHUAarHOCTHKH.
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2. Hcnonp3oBanue HeﬁPOCeTCBOﬁ SKCHepTHOﬁ CHUCTCMbI JAaC€T BO3MOXXHOCTB Ooiee
TOYHO IIPOTrHO3UPOBATH XPOMOCOMHBLIC a6eppau1/11/1 Yy I10Ja 1 HHAWBUAYAJIU3UPOBATH

IIOKa3aHus I IPOBEICHUSA UHBA3UBHBIX METOAOB JUArHOCTUKHU.
COJAEPKAHUE PABOTbI

Marepuas 1 MeTO/IbI HCCJIeI0BAHUSA

OOBEKTOM UCCIEOBAaHUSA CTaJId OEpEMEHHbIE JKEHIIMHbI, HAlpaBJICHHbIE U3
MEIUIIMHCKUX YUYPEKICHUN PAalOHOB Kpas, KOTOpbIE NONAJIM B IPYIIy pucka mo XA y
I10/1a, C LEJIbI0 TPOBEICHUS MHBA3UBHBIX METOJ/IOB IPEHATATHLHON TUAarHOCTUKH.

PykoBOACTBYsICH TMOCTaBICHHBIMU 3aJladyaMHi, HaMH OBbUIA BBIJCIICHBI CIIEAYIOIINe
IPYINIbI MAUEHTOK, CTABIINE OOBEKTOM UCCIIEIOBAHUS:
1. bepemenHsIe, mpomeANINe MPEHATATFHBIN OMOXUMUYECKI CKpUHUHT - 33940.
2. I'pynma GepeMEeHHBIX C MapKepaMH XPOMOCOMHBIX abepparuii — 329 >xenmuH (661
yIbTPa3BYKOBOW MapKep), U3 HUX BBISIBICHO MpeHaTalIbHO 18 miogoB ¢ cunapomom JlayHa
1 33 moaa ¢ IpyruMHU XpOMOCOMHBIMU a0eppariusiMi.
3. bepemeHHble, 00cCielIOBaHHbIE C TOMOUIbI0 HHBA3UBHBIX METOIOB IPEHATaIbHOU
nuarHocTuku 3a nepuoj ¢ 1999 mo 2003 rox — 1699.
4. TIlmompl ¢ XPOMOCOMHBIMH aHOMAJUSIMHU, BBISIBJICHHBIE TIPU MPEHATAIILHOM
KapuoTHUIHpoBaHuH - 70.
5. Ilnoabl 1 HOBOPOKJAEHHBIE C CUHAPOMOM JlayHa, BBISBIEHHBIE B IIPE- U MOCTHATAIILHOM
nepuoaax — 53.

Bospact obcnenyembix Haxoawics B mpenenax ot 17 mo 43 ner, cpeaHuil BO3pacT
31,2 + 0,87 ner. Bce nmanueHTKH, U3 TPYIIbl pUcKa ObLIM pa3zielieHbl HAa 5 BO3PaCTHBIX
rpynm: 62 keHImUHbI uMmenu Bo3pacT 14-18 mer, 413 Gepemennwsix — 19-24 ner, 610
keHuH — 25-29 ner, 534 namuentku — 30-34 roma, 80 >xeHmuH — 35 5et u crapmie. B
Ka)XIO0W BO3PACTHOM TpYIIEe ONPEAENsIOCh KOJUYECTBO BBISIBICHHBIX XPOMOCOMHBIX
aHoMmanuil y toga. Cpok G6epeMeHHOCTH y 00CJe0BaHHbIX MAIMEHTOK cocTaBisiia oT 10
10 34 Henenb.

HccnenoBanue ypoBHS (peTOIIalleHTapHbBIX TOPMOHOB IPOBOJWIIOCH Ha 0Oasze
naboparopun JIIMI'. Omnpenensmucey ypoBau A®II / XTY u HD ¢ 14-20 Henmenb
OepeMeHHOCTH ¢ wucnonb3oBaHueM HabopoB DELFIA (daroopouMMyHHBIH aHanmu3 c
UCTIOJh30BAHUEM JIAHTAHOMIHBIX METOK — EU, Sm). OGcueTr pe3ynbTaToB MPOBOAMICS Ha
dmoopometpe (Viktor) WALLAK Oy, Turcu FINLAND. Pacyer nHanBuayallsHOTO pHCKa
no cunapomy ayna u JI3HT nmpoBoauics ¢ momMonibio nporpaMmbl MynbTHKAIK aIBAHCE]
1224 — 310 (2001).

Jns oueHkd >QQPEeKTUBHOCTH METOMOB JWArHOCTHKUA B OTHOIICHWU BBISBICHUS
aHOMaJui IJI0JJa PACCUMTHIBAIMCH TaKHWE TOKa3aTeNIM Kak 4vyBCTBUTENbHOCTH (Y),
cneruduyHocTh (C), monoxuTensHoe npeackasarenbHoe 3Hauenue (I1113), orpunarensHoe
npenckazatenbHoe 3HayeHue (OI13) u nuarHocTuyeckass TOYHOCTh METO/IA.
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VYapTpa3ByKOBOE€ HCCJIEAOBAaHUE TMALMEHTKaM MPOBOJWIOCH TPEXKPATHO B
ckpuHuHrosble cpoku 10, 20, 30 Henenb OepeMeHHOCTH, coryiacHo npukazy M3 PO Ne 457
C HCIOJIb30BAHUEM CTaHIAPTHBIX MeToauK. Mcmonb3oBamuck Y3 ckanepbl «AU-4 ldea»
(Uranus), «SHIMADZU-310» (SAmnonus), «Aloca-500» (SImoHwust), cCeKTOpHbIE TaTYMKH 3,5
6,5u 7,5 MI'.

C nenbo MpeHaTanbHOrO KAPUOTHUIIMPOBAHUS MAlMEHTKaM U3 TPYNIbl PUCKa IO
XPOMOCOMHBIM ~aHOMAJIMSAM [POBOJWINCH HWHBA3UBHbIE BMEIIATENbCTBA (acnupanus
BOPCUH XOPHOHA, KOPJOIEHTe3). BOoNbIIMHCTBO MpoIeayp BBIIIOJHEHO JUYHO aBTOPOM.
[{uToreHeTnvyeckue Mccae0BaHNs MPOBOAWINCH Ha 6a3e UTOTEHETUYECKOM JabopaTopun
JUMI ¢ ucnonp3oBanueM peaktuBoB pupm «Sigma» u «ITAHEKO».

CTaTUCTHYECKUI aHalIM3 OCYLIECTBISUICA C IIOMOUIIbIO IaKETOB IPUKIAIHBIX
nporpamm STATISTICA 55 RUS, S-PLUS 2000, Mathcad 2001i. Paznuuus mexmy
IpyIIaMy OLCHHBATHCH C MOMOIIBIO KPHTEPHS CTATHCTHKA IIMpcoHa y’, IOCTOBEPHBIM
CUUTAJIOCh 3HAYCHHUE xz Boiie 3,84. KputnueckuM ypoOBHEM 3HAYMMOCTH P NPHUHUMAJICS
paBHbIM 0,05. CpenHue BHIOOPOYHbIE 3HAYEHUSI KOJMYECTBEHHBIX MTPU3HAKOB MPUBE/ICHBI B
TekcTe B Bujae M+SD, rie M — cpeanee BeiOopouHoe, SD — cTangapTHOE OTKJIOHEeHHE. J{is
BCEX M3yYaeMbIX YIIbTPA3BYKOBBIX MAPKEPOB PACCUMTHIBAIICA OTHOCHUTENbHBIN puck (OP).
OTHOCHUTENBHBIN PUCK paccuuThIBajICs 1Mo Gopmyse: OP = ae«d / bec, rue
a — KOJIMYECTBO KEHIIMH ¢ XA y M10/1a, UMEIOIIMNX TaHHBIN Y3 Mapkep;

b — konmyecTBO keHIMH ¢ XA y 10,13, HE UMEIONIHNX JaHHOTO Y3 MapKepa;

C — KOJMYECTBO KEHIIMH C HOPMAJbHBIM KapHOTUIIOM Y IUIOJA, UMEIOMIMX JaHHBbIA Y3
Mapkep;

d — KOJTMYECTBO JKEHIIMH ¢ HOPMAJIBLHBIM KapUOTHIIOM Y TUTO/Ia, HE UMEIONINX JaHHOTO Y3
Mapkepa.

J{ns co3panus KOMIBIOTEPHOM SKCIEPTHOM CUCTEMBI TPOTHO3UPOBAHUA XA y Iioaa
U OIpejeNieHus MOKa3aHWl K WHBAa3MBHOM JIMArHOCTUKE MCIOJIb30BANACh TEXHOJIOTHUS
uckyccTBeHHbIX HelipoHHbIX ceredl (MHC) (melipocereBoit monmynsartop Panalayser, cepus
MultiNeuron,  pa3paGoranHbli Ha Kadeape  MEIUIMHCKOW  WHQPOPMATHKH U
MHHOBAIMOHHBIX TeXHOJOorui KpacHosipckoit ['ocynapcTBEHHOM MEIUIIMHCKON aKaJeMUH,
n.M.H., ipod. Poccues JI.A., 1998). Jlns mocTpoeHus HEMPOCETEBOW MOJEIU HA MEPBOM
sTane B mporpamme Excel Obu1 co3man (aiia ¢ HICXOAHBIMU JaHHBIMHK IS BBoAa ux B MHC.
Bce uncxonHbple naHHble ObUIM pa3feleHbl NPOrpaMMOil CilydailHbIM 00pa3oM Ha JiBe€
HepaBHble yacTH: 90% OT BceX JaHHBIX COCTaBWJIM TPEHUPOBOYHBIA HAOOpP AJisi 00ydeHHUs
cetd, 10% — sK3amMeHAIIMOHHBIN (KOHTPOJIBHBIN) HAOOp AN MPOBEPKU MPABUIBLHOCTH
NPOrHO3UpOBaHus,. KOHTpONbHBIE JaHHBIE MPU OOyYEHWHW HE BBOJWINCH B CETh, UX
MCIIOJIb30BAJIM OJTHOKPATHO, KOT/Ia (YHKIUS OMMOKU CTaia MUHUMAIBLHOU, TSl TIPOBEPKHU
toro, kak MHC Oyzaet BecTu ce0s MpHu BBOJIE HOBBIX, HEM3BECTHBIX € TaHHbIX. B kauecTBe
BXx0oJHbIX nepeMeHHbIX it MHC ucnonb3oBanach oOyuaroiasi BIOOpKaA, COCTOAIIAs U3
OTJEJIbHBIX MPUMEPOB, KAKIBIA M3 KOTOPHIX MPEACTABISIET cOOOM OmpeneseHHbINH Habop

[IapaMeTpoB OJHOM >KEHUIMHBbI. B KadecTBe BBIXOJHOW IEPEMEHHOM MCIOJIB30BAHO
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HaJIMYMe MATOJIOTUU KapuoTumna y 1uona. Beibopka nns noctpoenuss MHC Bxmrouana 140
MalUEeHTOK, 00CJIeI0BAaHHBIX NHBA3WBHBIMH METO/IaMU MPEHATAIBHON TUATHOCTHKHU.

PE3YJIBTATBI UCCJIEJOBAHUA U UX OBCYKJIEHUE

Jns  pemeHus TOCTaBIEHHBIX 3a/Jad Ha [EPBOM JTale IPOBEICHAa OILICHKa
3¢(EeKTUBHOCTH Pa3IUYHBIX METOJOB IMPEHATaJbHOW JIMAarHOCTUKH B  BBISBICHHUU
XPOMOCOMHBIX aHOMAJIUH TII0AA.

N3 39940 GepemeHHBbIX, 00CIIETOBAaHHBIX IO OMOXUMUYECKOMY CKPHUHHMHIY B TPYIIITY
BBICOKOTO pucKka mo cunapomy Jlayna Bouumn 3342 sxenuiunsl (8,4% oT obmiero uucia
oOcnenoBanHbixX). B rpymnme pucka mo XA, cpopMUpOBaHHONH Ha OCHOBE OMOXMMHUYECKOTO
ckpunuHra, y 205 (6,2%) o6ciie1oBaHHBIX OBLITN BBISBICHBI Pa3IMYHbIe aHOMAJIMH TIOJA, B
TOM unciie 55 ciaydaeB cuHapoma JlayHa (AMarHoCTUPOBAHO MpPEHATAIBHO 28 CiIydaeB —
0,8% ot uucna obcnenoBanHbix) U 150 cimywgaeB BIIP mioma HexXpoMOCOMHOro reHesa
(4,6%).

84,3% EHITUH W3 TPYIIHI C BRISIBICHHBIMU XA Y IUI0Aa UMETHU ClIeU(PUIECKHUE IS
XA orknonenus CM. Bcee cnydam XA 1mioga, HE BOLICAIIME B TPYyNNy pHUCKA MO
ouoxumuueckoMmy ckpuHUHTY (15,7%), npencraiensl cuaapomom JlayHa.

U3 49 cnyuaes CJl y 31 mnamumentku (63,3%) umenu wmecTto crenupuyeckue
oTkioHeHus ypoBHs CM (ADII, XI'Y, HD) oT HOpMaTUBHBIX 3HaYEHUH AJI JAHHOTO CPOKa
oepemennoctu. Cpenuuii yposenb ADII npu CJI y mmona coctaBun 0,9+0,7 MoM, XT'Y -
3,7+0,53 MoM, HD - 0,73+0,6 MoM.

B rpynmne manumeHTOK ¢ CHHApPOMOM JiBapjca y IUIOJa BBISIBICHO 3HAYUTEIHLHOE
cHmkeHue Bcex Tpex CM: cpennuit ypoBeHb A®DII cocraBun 0,46+0,21 MoM, XI'Y -
0,25+0,15 MoM, H3 - 0,3940,20 MoM, uTo coriacyercs ¢ JaHHBIMU JUTEpaTyphl [ROSEN
D.J. et al., 2002, Nicolaides K.H., 2003]. Yposens CM B rpyriie NaueHTOK ¢ CHHIPOMOM
[Tatay y mioga (6 ciy4aeB) HE UMEN JOCTOBEPHBIX OTIWYUN OT HOPMATUBHBIX 3HAUCHUH.
[Tpu monummonanu cpeaunii yposenb A®DII cocrasun 1,951+0,78 MoM, XI'U 1,96+0,81
MoM.

YyscrBuTensHOCTh MeTofa MDA ChIBOPOTKH KpOBU OEPEMEHHBIX B OTHOIIEHHH XA
coctaBuna 69,5%, cnenuduanocts 90,9%, monoxuTenbHOE MpeacKa3aTeibHOES 3HAUCHUE
1,4%, otpunarenbHoe 99,9%, nuarHoctudeckas TouyHOCTh Metona 91,7%. Ilokazarenu
YYBCTBUTEILHOCTH U CHENU(DUUHOCTH, TIOJYYCHHBIE B HAIIEM HUCCIIEIOBAHUH, OKA3AJIHChH
COIMOCTaBUMBI ¢ JaHHBIMU JuTepatypsl [Audibert F. et al., 2001, Wellesley D., 2002, Liu
S.S. et al., 2004].

Takum 00pa3om, pe3ysbTaThl OMOXMMHUYECKOTO CKPUHUHTA BHOCST CYIICCTBEHHBIN
BKJIaJ] TIpu (POPMHUPOBAHUM TPYIIBI BBICOKOTO PHCKA 1O XPOMOCOMHBIM AHOMAIUSM Y
mioja, B TO K€ BpeMs TMOJOXKHUTEIbHOE TPEACKa3aTeIbHOE 3HAYCHHE pe3yibTaTa
OMOXMMHUYECKOTO CKPUHHUHTA SIBJISICTCS HU3KHUM, YTO TpeOyeT NambHEUIINX KOMIUJIEKCHBIX

HUCCIIEIOBAHUM.
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3a mepuona ¢ 1999 mo 2003 roga ynpTpa3ByKOBOE MCCIEOBAaHNWE OBLIO MTPOM3BEICHO
26580 OepemeHHbIM >keHUIMHaM. s onpeneneHust 3Q@PEeKTUBHOCTH Y3 CKPUHHUHIA B
OTHOILIICGHUM BBIABICHUS XA Ha JOpOJOBOM 3Tane OblUia MpoaHAIM3WpOBaHA Tpymma
JKEHIITUH C BBISBJICHHBIMU YJIbTPa3ByKOBBIMHU OTKJIOHEHUSIMH — 329 yenoBek (661 mapkep).
bouta m3ydena uvacrota XA Kak IpH HAJIMYUKA HM30JIMPOBAHHBIX MapKepoB, TaK M HUX
COueTaHuM, A Kaxa0ro Y3 Mapkepa paccuuTaH MoKazareab OTHocuTeabHoro pucka (OP)
Y OLIEHEHA CTaTHUCTHYECKAasl 3HAUMMOCTh Pa3JIMYUi C KEHIIMHAMH, HE UMEBILIMMU JaHHBIX
V3 mapkepos (Tabm. 1).

[Ipu ananu3e pe3ysiabTaTOB YJIBTPA3BYKOBOT'O HCCIIEIOBAHUS BBISIBICHO, YTO psia Y3
MapKepoB HMMEJM BBICOKYIO IPOTHOCTHYECKYIO 3HAUYMMOCTh KAaK B CIydae HaJIU4Us
M30JIMPOBAaHHOIO Mapkepa, Tak M codyeTaHuss ¢ ApyruMH. K HUM ObUIM OTHECEHBI
yBEJIMUEHUE BOPOTHUKOBOTO mpoctpancTBa (OP=6,9 u 17,9 coorBerctBenHo, p « 0,001),
kucro3Has rurpoma men (OP=47,9 u 73,3 coorBerctBeHHO, P <« 0,001), BpoXIAcHHBIC
nopoku cepana (OP=8,9 u 22,8 coorBerctBenHo, p < 0,001), cunnpom [lenau-Yokepa
(OP=23,6 npu nzonupoBaHHOM, IIpU coueTaHHOM XA BbIsiBlIeHbI B 100% ciyuaes).

Tabmumna 1
YacToTa BBISIBJICHUS aHOMAJILHOTO KapUOTHUIIA MPU PA3IMYHBIX Y3 Mapkepax XA

N3onupoBaHHbII CoueraHHbIi
V3 mapkep 5 5
n | XA % OP X n | XA| % OP X
1 2 3 4 5 6 7| 8 9 10 11
MHUKpoILedanus - - - - - 2 1 | 50,0 | 23,6 2,2
rojionpo33Hnedanus | 2 - - - - 2 1 | 50,0 | 23,6 2,2
c. lenau-Yoxkepa 2 1 50,0 | 236 | 22 | 5| 5 [100,0| 98,9 | 55,3
c. Apnonpna-Kuapu | 2 2 1100,0| 23,9 2,3 | - - - - -
CTIHHOMOSTORT 112 | 2 | 167 | 48 | 22 | 6| 2 |333| 17 | o1
IpbhKa
sHIIeastonene 6 - - - - 1 - - - -
aHdHIIeDaTHs 1 - - - - 1 - - - -
pacIienrHa Jimia 9 - - - - 7 | 7 1100,0] 153,2| 99,1
BIIC 19| 5 26,3 | 89 189 | 22| 10 | 455 | 22,8 | 87,4
nuadparMaibHas 4 ] ] ] ] ] ] ] ] ]
IpbDKa
atpesus JITK 3 - - - - 5 3 60 36,5 26,8
omdaroriene 3 - - - - 6 4 | 66,7 | 495 449
MYJIBTUKHCTO3 4 ] ] ] ] ] ] ] ] ]
MTOYEK
areHe3us Imo4ek 1 1 |100,0 - - 3 1 | 333 | 11,8 1,2
rupoHedpo3 3 - - - - 6 - - - -
MOJUIAKTUINAS - - - - - 1 1 |100,0 - -
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Tabmuma 1 (mpoaomkeHue)

1 2 3 4 5 6 7| 8 9 10 11
aCIUT 1 - - - - 1 1 |100,0 - -
KHCTO3Has TUTpoMa 3 3 1000 479 | 16,1 | 4 | 4 |100,0| 73,3 | 34,7
yBenuuenue TBII 28 6 21,4 6,9 178 |12 | 5 | 41,7 | 17,9 34,4
Opaxuuedanus 4 - - - - 2 2 |100,0| 23,6 2,2
nonuxoredanus 14 - - - - 6 | 1 | 16,7 | 47 0,3
TUIIEPTEIIOPU3M - - - - - 3 1 | 333 | 11,8 1,2
KHCTBhI XOPUOU/IH. 29 ] ] ] ] 6 | 2 | 333 119 67
CILJIET.

BEeHTpUKYyJIoMeranus | 16 - - - - 14| 4 | 28,6 9,9 15,8
MUKPOTCHHUS - - - - - 1 1 |100,0 - -
I3 dorcycer o 20| 2 | 69 | 18 | 18 [21] 9 | 428 | 201 | 722
cep/are

I'D kumnreynuk 13 - - - - 18| 4 | 22,2 7,1 10,9
MTAETI03KTa3H 26 - - - - 8| 2 | 250 80 4.4
YKOpOH. TpyOH. “| - | - i ~ 11| 5 | 455 | 119 | 6,7
KOCTeH

B3PI1 13| 4 30,8 11 174 21| 7 | 333 | 6,2 21,4
MaJIOBOJIUE 8 - - - - 30| 2 6,7 49 6,9
MHOT'OBOJIHE 19| 1 53 1,3 0,1 (42| 8 | 19,0 | 23,6 2,2
EAII 50 | 2 3,4 0,8 03 (24| 4 | 16,7 | 49 53
AHOM. yeTanopia 1] 1 |1000] - - 2] 1500 236 | 22
cTOI

YKOPOUCHHE KOCTEH ] ] ] ] ] 1 1 |1000 ] ]
HOCa

KHCTBI ITyITIOBUHBI 2 - - - - 2 | - - - -
MaKporacTpus 9 6

Takue Y3 mapkepsl, kak nonuxonedanus (OP=4,7), Benrpukynomeranus (OP=9,9),

kucthl cocyaucroro cruierenus (OP=11,9), runepsxorennsie (HoOKychl B cepiie Iuioaa

(OP=20,1), runepsxorenHsiii kumeyHuk (OP=7,1), eauHcTBeHHass apTepusi MYNOBUHBI

(OP=4,9), nuenoskrazus (OP=8,0), muoroBomue (OP=23,6), ykopoueHue TpyOUaTHIX
kocteit (OP=11,9), ombanouene (OP=49,5), arpesus JAIIK (OP=36,5), pacmienunsl juia

OKa3ajiuCb 3HAYMMBIMU JIMIIb B CJIIY4a€ COUCTAHUA UX C APYTUMHU MApPKCPaMU. Hu B OJHOM

ciayyae TuapoHedposa, MyTbTUKHUCTO3HOW IUCIIA3UM TMOYEK, auadparMaibHON TPBIXKH,

MakporacTpuu XA 110/1a He ObLIJIO BBISIBICHO.

B nurepatype manuble 0 yactoTe XA NpHU HAIMYUHM 3XOrpadUyecKuX OTKIOHEHHH

BapbHPYIOT B mmpokux mpenenax - or 9,8-31,7% [lOmuna E.B., 2002, Cicero S. et al.,
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2003, Daniel A. et al., 2003, Stewart T.L. et al., 2004, D’Alton M., Cleary-Goldman J.,
2005]. B Hamiem ucclieZJOBaHMW 4YacTOTa BBIABJICHHUS XA MPH HAIWYMH H30JUPOBAHHOTO
VY3-mapxkepa coctaBuia B cpeaHeM 8,4%, Mpu HaJTUYUU COUETAHHS HECKOJIbKHX MApKEPOB —
32,8%, 4TO coryacyercs ¢ JaHHBIMU JTUTEPATYPHI.

[Tpu aHanu3e JaHHBIX YIABTPA3BYKOBOTO MCCIEIOBAaHUS IpU cuHApoMe JlayHa y miona
BBISIBJICHO, YTO Hanbosee yactoit Haxokou Obutn BIIC (9,8%), nmpuuem y 50% 110108 310
Obl1 enuHCTBeHHBIM Mapkep XA. C oauHakoBOMl wacTtoTOoM mpu cuHapome J[layHa
Becrpevanuck B3PII, artpesuss [AIIK u ykxopouenue TtpyOuaTeix kocted (7,3%). Ha
octanpHble Y3 Mapkepbl nipu cuHiapome Jlayna mpunnioch 2,4%, Bce OHU BCTPEYANUCH B
CAMHUYHBIX CIydasX.

Wrak, yyBcTBUTENBbHOCTh Y3 MeToaa B oTHomeHuu CJI cocraBmia 69% - To ecTh, U3
26 cimyqaeB (O6epemennsie ¢ C/ y mimona, nmpoxoausiiue Y3 ckpuHuHr) y 18 (69%) Obuin
BBISIBJICHBI pa3iinuHble OTKIOHeHus npu Y3U, B 31% cinyuaeB (8 minomoB) Y3 kapTuHa
ObL1a HOPMAJIBHOM.

Kak u B ciiywasix ¢ cuaapomom JlayHa y minogoB Haubosee 4yacTol Y3 HaXOAKOH mpu
npyrux XA 6w BIIC — 13%, mo nanHbiM sutepatypsl - ot 15 go 80% [Oauna E.B.,
2002, Beke A. et al., 2005, Filkins K., Koos B.J., 2005, Nicolaides K.H. et al., 2005].
Haub6onee yacto npu BIIC BcTpeuanucs Tpucomus no 13-it mape XpoMOCOM.

B 8,3% cnyuaeB XA wumeno mecto yBenumdeHue TBII, B OCHOBHOM 3TO 1ioasl ¢
cuaapomom IllepemeBckoro — TepHepa, a BOT paciueiauHbl JuIla ¥ Heba dYalie BCEro
conpoBoxaanu curapom I[laray (7,1%).

Bce 4 cnyuas (4,7%) I'D® B xemygoukax cepjilla UMEIU MECTO MPU CHHAPOME
[TaTay. Takxke, o 4,7% ciydaeB npunuiock Ha EAII, BeHTpuKkynomeranuto, omdanorene u
KHCTO3HYIO TUTPOMY IIeHM. B OCHOBHOM 3TH MapKepbl BCTpeHaIUCh NpU Tpucomusix 13, 18
rap XpoMOCOM U TOJUTIIIONIUECH.

CtpykTypa apyrux Y3 HaxoJOK MPU pa3audHbIX XA OblIa JOCTATOYHO MECTPON U
OblIa TIpeacTaBiaeHa MHOroBoaueM, I DK, monunakTuinveid, areHe3uel mo4ek, CHHIPOMOM
Apnonbaa—Kuapu, lennn—Yokepa, nuenodKTa3uei u ap.

YyBcTBUTENBRHOCT, MeTOa Y3W B OTHOmIEHMHM pa3inuHbIX XA cocraBuia 68,5%,
cnenuduyHocth  69,7%, oTpullaTeNbHOE  Mpeacka3zaTtenbHOe  3HadueHue  98,2%,
MOJIOKUTENbHOE TMpe/icKa3aTebHoe 3HaueHue 11,1%, auarsoctuyeckas TOYHOCTh METOJIA
cocraBmwia 56%. Y3 HeratuBHbIMU oOkKazanuch 31% cnyuaeB cuHiapoma JlayHa u 25%
npyrux XA. Takum o0Opa3oM, MOXHO KOHCTAHTUPOBATh, YTO METOJ YJIBTPa3BYKOBOU
JTUATHOCTHKUA  sIBAsieTCS  A3(P(GEeKTUBHBIM  HEHMHBA3UBHBIM  METOJOM  JUATHOCTHKHU

XPOMOCOMHBIX aHOMAJIMH Y TUIOJA.

[IpoBeneHne MHBA3WBHOI TUArHOCTUKH ABIIsIeTCS Hanbosee 3¢ (peKTUBHBIM METOI0M
OOpbOBI ¢ TsDKEIBIMU (hOpMaMH BPOKICHHOW M HACIEICTBEHHOW MATOJOTMH IUIOAA, T.K.
TOJIBKO Ha OCHOBAHUHM COOTBETCTBYIOUIMX HCCIICAOBAaHMN TKaHEH caMoro IJioja WIH €ro
POBU30PHBIX OPTaHOB (XOPHUOHA M IJIAIICHTHI) MOKET OBITH MOJTyYeHa JOCTATOYHO TMOTHAS

uHpOpMAIHS O KApUOTHIIE TUIO/A.


http://www.ncbi.nlm.nih.gov/entrez/query.fcgi?db=pubmed&cmd=Search&itool=pubmed_Abstract&term=%22Filkins+K%22%5BAuthor%5D
http://www.ncbi.nlm.nih.gov/entrez/query.fcgi?db=pubmed&cmd=Search&itool=pubmed_Abstract&term=%22Koos+BJ%22%5BAuthor%5D
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OO0mee KOIMYECTBO OOCIENOBAaHHBIX METOJAaMH WHBAa3UBHOM MpPEHATaIbHOM
JIMarHOCTHKH 3a IATh JIeT - 1699, xonnuecTBO NMPOBENCHHBIX WHBAa3UBHBIX NPOLEAYpP —
1769. B pesynbrare obcnenoBanust B 70 ciaydasix ObUIM BBISIBIICHBI pa3fIMYHbIe aHOMAJIHHU
kapuotuna y miona (4,4%). Ilo JaHHBIM OTEYECTBEHHBIX aBTOPOB, 3TOT IOKa3aTelb
koseonercs ot 0 1o 18,4%, coctaBmss B cpennem 5,7% [FOnuna E.B., 2000].

3a mepuon ¢ 1999 mo 2003 r. mpu NpoBEIEHUM WHBA3UBHOW JTMAarHOCTUKHU OBLIO
BBISIBIICHO 70 CiydaeB XpOMOCOMHOM ITaTOJOTHHU IUIOAA, B TOM YMCIIE KOJIMYECTBEHHBIE
M3MEHEHUS KapuOTHUIIa BISIBICHBI B 91% ciy4yaeB, CTpyKTYpHbIE HAPYIICHUS XPOMOCOM —
B 9%. HauOonpmuii yaenbHbIA BeC B CTPYKTYpPE BBISBICHHBIX XPOMOCOMHBIX aHOMAJH
uMena Tpucomus mo 21 mape xpomocom (41%), Ha BTOpOM MeCT€ IO KOJIUYECTBY
BBISIBJICHHBIX CJy4acB aHOMAJIMH IO MOJIOOPEIeIIomuM xpomocomam — 15,6% (12,5% -
45X, 3,1% - 47XXY), Ha TpeTbeM — nonumionanu u tpucomus mno 18 mape (12,5%).
Tpucomus no 13 mape xpoMocoMm auarHoctupoBaHa B 9,4% ciiydaeB, KpoMe TOTrO, ISITh
Cy4aeB NPUILIOCH Ha MapKepHble XpomocoMbl (7,8%), W OAWH clydail TpeacTaBicH
Tpucomueit mo 9 mape xpomocom (1,2%). CTpyKTypHBIE TIEPECTPOUKH MPEICTABICHBI 1O
omHOMYy ciy4aro fra xpomMocompl, MOHOCOMHUM KOPOTKOTO Iuieya 18- mapbl XpoMocoM,
nenenuu Sp-, Tpanciokamnuu 16:7 (puc. 1).

12,5% 78%  31% @41% - CLl

B812,5% - nonunnonauns
E9,4% - Tpucommnsa 13
[@12,5% -45 X

W 12,5% - Tpucomnsa 18
E@7,8% - mar xpomocoma
E3,1% - 47, XXY

B 1,2% - Tpucomms 9

Puc. 1. CrpykTypa KOJHWYECTBEHHBIX W3MEHEHUW XPOMOCOM, BBISIBICHHBIX IIYTEM

MpeHaTAJIbHON WHBA3UBHOW JTUArHOCTUKHU

B Hacrosmem wuccienoBaHUM TpOaHAIM3MPOBAHA YACTOTA BBISBICHHS XA TIpH
HAJIMYUU PA3NMYHBIX TMOKA3aHUM ISl MPOBEJACHUS NPEHATaIbHOTO KapUOTUIUPOBAHUS
(Tabin. 2). HanGomnpiee KOTHMUECTBO XPOMOCOMHBIX HapyIICHUH OBLIO BBISBICHO Y IJIOJOB
B IpYIIIE NAllUEHTOK C COYETaHHBIMU MTOKAa3aHUSAMHU K MHBAa3UBHOM AuarHoctuke - 8,1% ot
KOJIMYECTBA MPOBEACHHBIX MPOLEAYP B JaHHOU rpymnme nokasanuil. B cnyyae nanuuus ¥Y3-
MapkepoB XA B KauecTBE MOKa3aHMs JIsl MPOBEACHUS MHBA3WBHOM JAMATHOCTHKHU YacTOTa
XPOMOCOMHOM MAaTOJIOTUH cocTaBuia 6,9%, Mpu aHOManuu KapuoTuma y poauteneit - 5%,
B IpymIe Bo3pacTHbIX OepeMeHHBIX - 3,03%. V xeHnmH ¢ XA y nNpeaplAylux AeTed Ha
aHoMaMio kapuotuna npunuiock 1,8%, B 1,4% 1npu MNOBTOPHOM HWHBA3MBHOM
BMelIaTeNlbCcTBe. bepeMeHHble, KOTOPhIM MpeHaTalbHOE KapUOTUIIMPOBAHHUE MPOU3BEICHO

o nMoBOAY MO3UTHUBHOTI'O OMOXHMMHYECKOTO CKpUHHHTA I10 C. I[ayHa, COCTaBMJIM Hauboee
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MHOTOYHCIIEHHYIO Tpynny (772 maiueHTKu), ogqHako XA 1ioja ObUIM BBISIBICHBI JIHILIb B
1% cnyugaeB. Kpome Toro, B rpynmne NalUEHTOK, KOTOpPbIE OOpaTWJIMCh C LEJbIO
OIpeJieNIeHNs MoJja IUIoAa, B OJIHOM CIIy4ae Takke Oblia BbISIBICHA aHOMAJUS KapuOTHIA
(2,2%).
Tabmuna 2
KonuyecTBo BbIsIBIEHHBIX XA B 3aBUCHMOCTH OT MOKa3aHUH K MPEHATATLHOMY

KaproTunupoBanuio (N = 1769)

Bcero | % BoisiBsieMocTH
ITokazanus n

XA XA
Bospact 35 et u 6onee 66 2 3,0
XA y npeaplaymux aeren o7 1 1,8
Tpaucnokamus y poauTtenei 20 1 5
JlanHbIe 3xorpaduu 329 23 6,9
OTKIIOHEHHE CBIBOPOTOYHBIX MAPKEPOB KPOBU 772 8 1,0
CoueTanue noxka3aHuii 410 33 8,1
Ornpenenenue mosa 45 1 2,2
HeycnemHocTe npenpayiieil MHBa3UBH. TUATHOCTUKHU 70 1 1,4
Bcero 1769 | 70 4.4

Kak wm3BecTHO, BO3pacT MaTepu WrpaeT HEMAJOBAXHYIO POib B (POpMHUpOBaHUU
rpynmbsl pucka mo XA, HO3TOMY HaMu MPOBEIEH aHalu3 BO3PACTHOTO [Mara3oHa
nanueHTok ¢ XA y miogoB. Haubonbinee kommdecTBO XA 1iofa ObUIO BBISBICHO B
BO3pacTHOU rpymme ot 25 no 29 ner (21 cmyuail), oqHako, BBUAY TOTO, YTO 3Ta Tpymna
ObuTa M camMoOii MHOTOYHMCIICHHOW MO KonudecTBy obcnenoBanHbix MMJI, kak camas
penpoaykTuBHas, 1o XA cocraBuia Becero 3,44%.

Haubonee nmporaoctuuecku HeOIAronpusATHOW B OTHOIIEHUU XA oKa3ajach crapiiast
BO3pacTHasi TPyIIa, B KOTOPOW yacToTa BbisiBNIeHUs: XA coctaBuia 23,8% (unu 19 ciydaes
XA na 80 mpouenyp). Onnako oOpaiiano Ha cebsi BHUMaHHE, YTO Ha BTOPOM MECTE IO
YPpOBHIO BbIsIBIEHUSI XA IJI0/1a OKa3ajach Miajmas Bo3pacTtHas rpynna - 11,3% (uwmm 7
cnyyaeB XA Ha 62 mnpomeaypsl). Hammenbmas yactota XA oTMedeHa B TpyIax
OepeMeHHBIX >KeHIINH B Bo3pacTe oT 19 no 24 ner (2,9%) u B Bo3pacte ot 30 g0 34 net
(2,1%). Takum oOpa3om, TO HAIIMM JaHHBIM, JOJS XA, BBISIBJICHHBIX B CTapiied H
MJIaJIe BO3pAaCTHOM TpyMIe, CTOMT Ha IEPBOM U BTOPOM MECTE COOTBETCTBEHHO.
[Toatromy mpu QopmupoBaHuM Tpynmnbl pucka mo XA y IUiofa BO3PACT >KEHIIUHBI
HEO0OXOJIMMO YYUTHIBATH KaK OJMH U3 HEMAJIOBAXHBIX ()aKTOPOB PUCKA, TP 3TOM K TpyIIe
pHCKa CJIElyET OTHOCUTh HE TOJIBKO OEpEMEHHBIX cTapie 35, Ho U Maaae 19 ner.

OtpensHOMY aHaNM3y ObLIa MOABEPTrHYTAa TPYIIA MAIUEHTOK C COYETAHHBIMU
MOKa3aHUAMH K MHBAa3UBHOM JMArHOCTHKE, B KOTOPOI OBLIO JUArHOCTUPOBaHO 33 ciydas
XA mnoma (47,1% oT Bcex BBISABICHHBIX XA). CamMplM  NPOTHOCTHYECKHU

He6HaFOHpI/I${THBIM OKa3aJoCh COYCTAaHUC OdaHHBIX 3x0rpa(b1/11/1 C M3MCHCHUSAMH YPOBHA
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CBIBOPOTOYHBIX MapkepoB — 39.4% canyuaeB. B 21,2% cnywae XA npunumce Ha
KOMOUMHaIMIO 3Xorpaduueckux OTKJIOHEHUM M Bo3pacTa. Ha couetanue Takux mokazaHuit
Kak Bo3pact, usmeHeHnue ypoBHs CM u nmanueix Y3U npuniock 15,2%. C oguHakoBoit
yactotoit 12,1% cinyyaeB XA B kaxao# rpymme, komOuHauss CM u Bo3pacrta, U3MEHEHHE
ypoBHSI CM u XA y npeasiaymux aerei (tadm. 3).

Tabmuna 3

YacroTa BbIsiBIEHHS XA B 3aBUCUMOCTH OT COYETaHUS MOKa3aHUM K IPEHATAIbHOMY
KapHOTHIHpoBaHHo (N = 33)

[Tokazanus n %
JlanHbie sxorpadun + U3MEHEHUE YPOBHSI CBIBOPOTOYHBIX 13 39.4
MapKepoB
Jannblie 3xorpaduu + Bo3pact 7 21,2
Jlannsie sxorpaduu + Bo3pact + usmMenenue yposus CM 5 15,2
Bo3spact + uzmenenuss CM 4 12,1
N3menenue ypoBHs CM + XA y npeaplaynux aeTen 4 12,1

[lotepy 1IOAOB B TEUeHUE TEPBBIX JBYX HEAEIb MOCIE HWHBAa3UBHOIO
BMeENIaTenbCTBA cocTaBuiu 1%, ninu 17 cinydaeB Ha 1769 nHBa3UBHBIX NPOLIEAYD.

JloponioBoe BbIsIBIEHUE cHUHIpoMa JlayHa ocTaeTcsi OJHOW M3 CaMbIX CIOKHBIX
npo0OJieM MpeHaTaNbHONW TUATHOCTUKH, STO €IMHCTBEHHAs TPUCOMHS, KOTOpask OCTaeTcs B
CIUCKE HEMarHOCTUPOBAHHBIX HA IPEHATAJIBLHOM 3Talle.

bouio mpoanamusupoBaHo 53 cimywas CJl, ©M3 HMX [peHATalbHO ObBLIO
TuarHoctTupoBano 26 (49%), moctHatanbHO nuarHo3 Ol moctaBieH 27 (51%). Ilpu
W3Y4YEHHUH TPYIIIbI NAUEHTOK C HEAMATHOCTUPOBAHHBIM CBOEBPEMEHHO CUHApPOMOM JlayHa
BBISICHEHO, YTO TPETh OEpPEMEHHBIX BOOOIE HE MMena OOUIEMPUHATHIX (PAaKTOPOB pPHCKA.
Bo3pacT 3TuxX >KeHIIMH He mpeBblan 35 JeT, pe3yibTaTbl OMOXMMHUYECKOIO0 CKPUHUHTA
ObUTH HOpMaTbHBIMU, Y3 Mapkepbl XA He BbIABISLIUCE. Kpome Toro, oOpaiaer Ha cebs
BHUMaHHE MaJIO€ KOJMYECTBO CIIYy4aeB C OTKIOHEHMSIMHM B Y3 KapTHHE 10 CPaBHEHUIO C
TPYIINON KEHIIMH, B KOTOPOW JUarHo3 cUHApoM JlayHa miuoay ObLT TOCTaBJI€H O POJOB
(11% un 50% coOTBETCTBEHHO), MPUYEM BbISBIICHHbIE Y3 MapKepbl, Kak MpaBuio, ObUIH
W30JIMPOBAaHHBIMH.

Taxum 06pa3oM, cpeau AMarHOCTUPOBAHHBIX MPEeHATAIbHO ciyyaeB cuHapomMa JlayHa
HauOOoJbIIee 3HAUCHUE MMENH YIIbTPa3BYKOBbIE MapKepbl U coueTaHue (akTOpOB PHCKa,
TOTJa Kak Cpeau HEeIUarHOCTUPOBAHHBIX, yamle (pakTopsl pucka JHOO OTCYTCTBOBAIU
(33,3%), mubo oTMeuascs U30IUpOBaHHBIN (pakTop prucka (P < 0,05).

[Toxazanust ansi MpoBeNECHUS HWHBA3WBHOM JMArHOCTHKUA HMMENUCh y 18 KeHIIUH
JTAHHOW TPYMIbI, B TOM YHCIIE€ COYETaHHE HECKOJIbKUX (PaKTOpOB pucka - y 4, OIHAKO
MAIMEeHTKA OTKAa3aJMCh OT MPEHATaIbHOIO KapHOTUIHPOBaHHS. TakuM oOpa3oM, eciu Obl
3TUM OEpeMEHHBIM C HMEIOIMMUCS (aKkTopaMd pHUCKAa OBUIO TPOBEACHO TOJTHOE
obcrenoBaHue, TO MPOIEHT JOPOJAOBOM AMArHOCTUKHU cuHapoma JlayHa coctaBui 83%, 4To
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MOJTHOCTBIO COBIAJAET C JaHHBIMU JHuTeparyphl [Bepomorsensn H. u coat., 1993, Howe
D.T., 2000, Coco C. et al., 2001], a e 49%, kak oka3ajoch B Hamiem ciydae. Yacrora
BosiBIsieMoct CJ] B Hamiem uccienoBanuu coctaBuia 0,12% (1o gaHHBIM JTUTEPATYPHI, OT
0,05 o 0,15%), 9TO TOBOPUT O TOCTOBEPHOCTH JaHHBIX 00 MCX0JaX OEPEMEHHOCTH.

Pemass Bompoc 0 HEOOXOAMMOCTHM TPOBEIACHUS HMHBA3WBHOM MpeHaTaIbHOU
JMArHOCTUKHU, Bpad BCEr/a CTAJIKUBAETCSA C ONpPENEICHHBIMA MOPAJIBbHBIMU U ATHYECKUMU
npobsiemamu. HecMoTpss Ha MHOTOUYMCIIEHHBIE HMCCIEIOBAaHMs, IPOBEJECHHBIE C MOMEHTA
BHEJIPEHUS B PAKTUKY WHBA3UBHBIX METOJOB, MHOTHE IMOKa3aHUs 10 HACTOSLIErO0 BpPEMEHU
OCTaIOTCSl  JUCKYTaOENbHBIMH: KaKuWe DSXOMapKepbl CJeayeT paccMaTpuBaTh Kak
aOCOIIOTHOE TMIOKa3aHUE K IMpEeHATAIbHOMY KapHOTUIIMPOBAHMUIO, a Kakhe TpeOyroT
JUHAMUYECKOTO  KOHTpOJIsl 3a OepeMEHHOW, Ha MHTEpPIPETALMIO  PE3YJIbTaTOB
OMOXMMHYECKOTO CKPUHUHTA BIHAIOT aKyIIEPCKUE OCIOKHEHHUS, HKCTpareHUTaIbHAs
natonorusi. Kpome Toro, Bcerma CymIeCTBYeT PHUCK BO3MOXKHOIO  IpEpbIBaHUs
OEpeMEHHOCTH, M COMOCTAaBUTh 3TOT PUCK C PUCKOM poxaeHHUs peOeHka ¢ XA momayac
BECbMa CJIOXKHO.

B HacTosiiee BpeMsi ¢ yCOBEpPIIEHCTBOBAHUEM KOMIBIOTEPHOM TEXHUKH MOSBUIACH
BO3MOXKHOCTh ~ HCIIOJB30BaHUS B  MEIUUMHCKUX MCCIEJIOBAHUSAX HMCKYCCTBEHHBIX
Heriporsix ceteit (MHC), koTopsie mpencTaBisitoT co00i SKCIEPTHYIO CUCTEMY, CXOIHYIO
C MO3TOM B BO3MOKHOCTAX OOyU€HUs, COXPAHEHHS U pEIpe3eHTAI[MH ONBITHOIO 3HAHMSL.

Jliis Toro, 4TOOBl CY3UTh KPYr MOKa3aHUW AJii WHBA3MBHOW IMArHOCTHKH, ObLIa
co3JaHa HelpoceTeBas MPOrpaMMa, OLEHUBAIONIAs BEPOSTHOCTh HAIMYHUS XPOMOCOMHOM
AHOMAJIMH y IJI0JA.

ITepen HEliPOHHOM CETHIO OBLIIM MTOCTABJICHBI CIICIYIONINE 3a/1a9H:

1. Ouenka (pakTOpOB prCKa XPOMOCOMHOMW MATOJIOTHUH.

2. OleHKa 3HAYMMOCTU pa3jINYHbIX Y3-MapKepoB [UIsl JUAarHOCTUKH XPOMOCOMHBIX
aHOMaJHM.

3. OrleHKa 3HAYMMOCTH PA3JIMYHbIX MMOKA3aHUH JIJIs1 MHBA3UBHOW JUATHOCTHKHU.

4. TIporaos HO30J0THYECKON (HOPMBI XPOMOCOMHOM MAaTOJIOTHH TLTO/IA.

B kauecTBe BXOJHBIX NEPEMEHHBIX Ul PEIIeHUs MEepBOM 3a/1ayil UCTIOIb30BaHbI 36
napaMeTpoB, HMEIOIIUX KaTeropusupoBaHHble 3HadeHue (0 wmm 1) conuanbHO-
SKOHOMHYECKHE (HAKTOPBI: BO3PACT JKEHIMUHBI W €€ CYIpyra, BpEeAHbIC IMPUBHIYKH,
npodeccCHOHaIbHBIE BPEIHOCTH M BO3MOKHBIE TE€PATOTCHHbBIE BO3JICHCTBHS, OTATOIICHHBIH
aKyIIEpCKU aHAMHE3, FeHeaJIoTHYeCKUd aHaMHe3, OCIIOKHEHUS TEYeHHs] OEpeMEHHOCTH,
naHHble oOcnenoBaHus (Hamuyue Y3 MapkepoB XA, BPOXKICHHBIX MOPOKOB pPa3BUTHS,
YPOBHHU CBIBOPOTOYHBIX MapkepoB). Beixognoit Benmnuunol MHC st mporao3upoBaHus
XA nocnyKuiIo HaJIu4Me NaToJOTMK KapuoTHUIa y IJI0AA.

B mpouecce 00ydeHHsi COBOKYIMHOCTh MUMEIOIIMXCS y MAlUEHTOK (PaKTOPOB pUCKaA
COIMOCTABJSIACh C HCXOJOM OEpEeMEHHOCTH (HaJIM4yue WM OTCYTCTBUE MaTOJIOTHH
kapuotuna). Kaxnomy ¢akropy MHC mnpucBamBaer mnoka3aTenb 3HAYUMOCTH, IPH
oOyuennn MMHC ¢akTopbl, KOTOpble MMETH MOoKa3aTelb 3HAYMMOCTH, OMM3KUN K HYIIO,
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ObUIM TIOABEPrHYTHl MPOLEAYPE MHUHUMM3ALMM, T.€. MCKIIOYEHBbl IpPHU AAIbHEHIINX
nomnbITKax 00yuyeHus. B pe3ynbrare u3 36 UCXOJHBIX MapaMEeTPOB ObUIM OCTABJIECHHI 18, Ha
ocHoBe kKoTopbix MHC cMorna oOyuMThbesl MOCTaBIECHHOW Iepes HEMl 3ajadye U HUMena
BEChMa HU3KYIO OIIMOKY MPOTHO3UPOBAHMSL.

B pesynbrare npoBeneHHONW OLEHKU pa3iMYHbIX (aKTOPOB pUCKA ObLIa BBISABIIECHA
JIOCTaTOYHO BBICOKAsl 3HAYMMOCTh TaKWX (PAKTOPOB, KAK OTATOLIEHHBIN aKyIIEPCKUH M
IE€HEaJOTNYECKU aHaMHE3, a TaK)KE BBIIBICHHBIX IPU YJIbTPAa3ByKOBOM HCCIENOBaHUU
BIIP u »sxorpadguueckux mapkepoB XA U pe3ynbTaToB OMOXMMHUYECKOI'O CKPUHHMHIA

(puc.2).

Hanuyue NpodeccuoHanbHbIX BPEAHOCT e Y XeHLUHbI 0,116
konuuecTBo Y 3-mapkepos XA 0,129
Hanuyme XAy cynpyros 0,138
BO3PACT KEHLLWHbI 0,161
Hanuyue Y3-mapkepos XA Bo Il TpumecTpe 0,164
Hanuuue Y3-mapkepos XA B | TpumecTpe 0,165
BO3pacT Myxa 0,191
YPOBEHb 3CTpuona 0,201
HanM4ue B aHaMHese BblkuabILwei 60MbLLIoro cpoka 0,204
npeablay e 6epemeHHoCcTH € BIP y XeHLWwuHbI 0,245
ypoBeHb XI'Y 0,246
yrpo3a npepbiBaHus 6epemeHHOCTH B | TpumecT pe 0,27
Hanuuue B aHaMHe3e aHTeHaTanbHoM rnbenu nnoga 0,311
ypoBeHb APT 0,317
Hanu4ue BINP n H3 B cembe 0,333
MO3WT UBHbIA BUOXMMUYECKUIA CKPUHUMHT No c.[layHa 0,334
Hanuuue BIMP Ha Y3U 0,337

Hanu4ue BbIKMAbILEN paHHEro cpoka B aHamMHe3e 0,344

0 0,05 0,1 0,15 0,2 0,25 0,3 0,35 0,4

Puc. 2. [lokazarenu 3Ha4MMOCTH (PaKTOpOB prcka XA y mioaa

Jlnst pelieHust BTOPOM 3ajjauMl B KayecTBE BXOAHBIX mepemeHHbIX st MHC Obutn
MCIIOJIb30BaHbl 22 TapaMmeTpa, BKJIKOYAKONIUME KaK BPOXKIACHHBIE MOPOKHU PA3BUTHS, TAK U
axorpaduyeckre MapKepsl (pacirmpeHrne BOPOTHUKOBOTO MPOCTPAHCTBA, TUTIEPIXOTECHHBIH
KUIIEYHUK, OTHOCHTEILHOE YKOpOuYeHHe Oeapa, aHOMallbHble (OPMBI TOJIOBKH ILIOJA,
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AHOMAJIBHOE KOJIMYECTBO OKOJIOIUIOAHBIX BOJI, MUEJI0IKTa3Usl, BEHTPUKYJIOMEraius u T.1.),
IpU 3TOM 3HAYMMOCTH OTJENbHBIX MAapKEPOB OKa3ajach MPUOIM3UTEIBHO OJUHAKOBOM,
OJIHAaKO JlaHHasl HeWpoceTeBas MOJEIb UMeJa OOJbIIOE 3HAYeHHE (QYHKIUU OIIHMOKH, YTO
MOXET OBITh CIIEJCTBHEM COMNOCTAaBUMOCTH TMOATPYII, COCTABHBIIUX OOYYarOIIyIO
BBIOOPKY.

IIpn noctpoenun MHC 118 OLEHKM 3HAYMMOCTH pPa3iduYHbIX IMOKa3aHWM IS
WHBa3UBHOW JWArHOCTUKM B KAyeCTBE BXOJHBIX MEPEMEHHBIX MCIIOIB30BAIOCH &
napaMeTpoB, B TOM 4YHCIE: Haluuue »sXxorpaduyeckux MapkepoB XA; pe3ylbTaThbl
OMOXMMHYECKOr0 CKpUHHUHTA 10 c. [layHa; Bo3pacT OepeMeHHOM crapiie 35 jet; Haaudue
cinydaeB XA B ceMbe; coueTaHue Y3-MapkepoB XA ¢ MaTEpUHCKUM BO3PACTOM; COUETaAHHUE
V3-mapkepoB XA ¢ MO3UTUBHBIM OMOXUMHUYECKUM CKPUHHUHIOM; COYETaHUE MO3UTUBHOTO
OMOXMMHYECKOT0 CKPUHUHTA ¢ MAaTEePUHCKHM BO3pacToM; codyeTaHue ¥Y3-mapkepoB XA ¢
MO3UTUBHBIM CKPUHHHTOM M BO3pacToM OepeMeHHO#l crapiie 35 nmer. C yuyeToMm BechMa
pa3IMYHON KIMHHUKHU OTIENbHBIX (POPM XPOMOCOMHBIX aHOMAJIMM B JaHHOW HEHpoceTeBOM
Mojenu uMenoch 6 BbIxonoB (cunapom Jlayna, cunapom Ilatay, cunapom DnBapica,
MOJIMIUIONUS, AHOMAJIUH TOJIOONPENEIISIONINX XPOMOCOM U CTPYKTYPHBIE XPOMOCOMHBIE
AHOMAJIUH ).

K HanGosnee 3HaYMMBIM EpEMEHHBIM ISl IPOTHO3MPOBaHUS cuHApoma JlayHa Obuin
otHeceHbl B3PI mmona, BIIP kenyno4HO-KMIIEYHOTO TpPakTa, MHOTOBOAME, MOBBIIICHUE
ypoBHs XI'U, Bo3pacT OepeMeHHOH cTapmie 35 JeT, aHOMaluh KOCTHO-CYCTaBHOU
CUCTEMBI, TUIIEPIXOT€HHbIE (POKYCHI B XKeIyAoukax cepAua miojaa. Hanbonbiiee 3HaueHue
I  JTMarHOCTUKKA HMEJNO0 COYETAaHWE YIJIbTPa3BYKOBBIX MapkepoB XA C JApyrumu
nokazanusMu. Bo3pact GepemeHHOl crapiie 35 JieT W pPOXACHHE B aHAMHE3e JeTed C
XPOMOCOMHOM MAaTOJIOTHEM B KayeCTBE HW30JIMPOBAHHBIX IIOKAa3aHUM U1 WHBA3UBHOMU
JTUArHOCTHUKA UMM  TOoKa3aTellb 3HA4MMOCTH, Onm3kuii Kk Hymo. [lo pesynpratam
HCIIOJIb30BAHUSI HEMPOCETEBOM MOJEIM YacTOTa MPABUIIBHBIX TPOTHO30B CUHApoMa [layHa
y mioja cocraBuna 54,3%.

[Ipn ucnonb30BaHMHM B KA4e€CTBE BBIXOJHOW NEPEMEHHOU HEHWPOCETEBOM MOJEIU
cuHApomMa OjBapjaca HauOosblliee 3HAYEHUE MMENU JaHHbIE  YJIbTPa3BYKOBOTO
uccnefgoBanus (Hanuuue BIIP mnepenneil OprolmHONW CTEHKH, MOYEBBIIEIUTEIHHON
cuctemsbl, BIIC, pacmmpenue OONbIION IMCTEPHBI, KUCThI COCYAHMCTBIX CIUIETEHUH), a
Takke cHkeHue ypoBHe A®II u XI'Y . YacroTta npaBuiIbHBIX IPOTHO30B ISl CHHApPOMA
OnBapaca cocrasuna 90,1%.

s cungpoma Ilatay HamGombliiee 3HaAUEHHE CPEAM BCEX BXOJHBIX NMEPEMEHHBIX,
HCIIOJIb30BAHHBIX B HEHWPOCETEBOM MOJENM, HWMENH JIMLEBbIE PACLICIVHbI, HaJ4He
3aJIep)KKM  BHYTpUYTpoOHOro pasutus, BIIP neHTpasibHON HEPBHOM CHCTEMBI,
pacmpeHue BOPOTHUKOBOI'O IPOCTPAHCTBA, YTO COIVIACYETCA C JIUTEPATYPHBIMU JaHHBIMU
[Nyberg D.A., Souter V.L., 2000, Shipp T.D., Benacerraf B.R., 2002, Cicero S. et al.,
2003].



18

[Tpu HeipoceTeBoM MoenupoBanuu cuHapoma [latay oOpamrana Ha ceOs BHUMaHHE
HU3Kasi 3HAYUMOCTh BPOXKICHHBIX IOPOKOB CepAlla JUIsl AMATHOCTHKH, YTO MOXKET OBITh
CIEACTBUEM TpyaHOCTeW B yibTpa3BykoBoi nuarHoctuke BIIC. Tak, BIIC Obin
JMAarHOCTHPOBAH IMPEHATaJbHO JIMIIb B OJHOM Cilyyae TpucoMuu 13 y miuoaa, Toraa Kak
Ipu narojoroaHaromuueckoMm uccienoBanuu BIIC BeisBieH y 4 u3 5 miIoAoB ¢ JaHHOMN
natosiorueit. Yactora mpaBUIIbHBIX MPOTHO30B it cuHApoMa [latay coctaBumna 89%.

JUIs TOJNWIJIONIMK TaKXe OIpEeNesolUMA B JUarHOCTHKE ObUIM JIaHHBIC
YIIBTPa3BYKOBOT'O MCCIIEJOBAHUS, & TaKKe NOBbIIeHHE YpoBHA ADII B CHIBOPOTKE KpOBHU
O6epemenHoi. YacToTa MpaBUIILHBIX TPOTHO30B JJIsl MOMUILION U cocTtaBuia 71,8%.

B  kauectBe  Hambosiee  BaXHBIX  IPEIAUKTOPOB s  AQHOMAJIUMUA IO
HOJIOOTIPEACISAIOIIMM XPOMOCOMaM HEWPOHHAsl CETh OLEHWIA HaJU4yhe MO3auyHOro
BapUaHTa AaHOMAJIMM MOJIOOMPEAEIAIONIMX XPOMOCOM Yy OJHOTO W3 POJWTENEH, Haauyue
IIpU YJIbTPAa3BYKOBOM HCCJIEAOBAaHUU KUCTO3HOW TMTPOMBI, BPOXKIEHHOTO MOpPOKa cepua,
NUEN0IKTa3UH, PACIIMPEHHUS] BOPOTHUKOBOI'O MPOCTPAHCTBA, 3aJEPKKH BHYTPUYTPOOHOTO
pa3zButud. Jlpyrue BXOJHBIE MEpEeMEHHbIE HMENIU NPUOIUZUTEIBLHO paBHbIE HU3KHUE
MoKa3aTeNqu  3HAaYuMMOCTU. YacTtoTa MpaBWIbHBIX NPOTHO30B IO  pe3ysbTaTam
HEHWPOCETEBOTO MOAECIUPOBAHUS IO MOJOOIPEAESIAIOMIUM XpoMocoMaM coctauia 31,7%.

ToyHOCTH NPOTHO3UPOBAHUS MPH HUCHOJB30BAHUU MCKYCCTBEHHBIX HEHPOHHBIX
ceTed I NUarHOCTUKH aHOMaJIWi KapuoTuma coctaBuiia 72,6% (4yBCTBUTEIBHOCTH
72,6%, cnemuduyHocts 69,6%), Y4TO COMOCTaBUMO C YpPOBHEM IMPOTHO3UPOBaHUS XA
OTNBITHBIM JKCIIEPTOM H TO03BoJisieT wucnonb3oBatb HWMHC B pemenun mpobiem
NPEHATAJLHOTO  KOHCYJIbTUpPOBaHUS. MakcuManbHass TOYHOCTb  NPOTHO3WPOBAHUS
OoTMeYaJlach B OTHOILIEHUM CUHJpoma DxaBapiaca u llatay, MuHUManbHas — B OTHOLIEHUU
cuHapoMa J/layHa 1 aHOMAJIMi 110 MOJIOONPEAEIAIOIIUM XPOMOCOMAM.

BBuny TOro, 4ro MCHOJB30BAaHUE HEMOCPEACTBEHHO HEUPOCETEBOM
OpOrpaMMbl  MOXET OBITb JOCTATOYHO CJOXKHBIM Ui Bpadya IPaKTHYECKOTO
3PaBOOXPAHEHUS, HA OCHOBE IOJIyYEHHBIX HEMpOCETeBhIX MojeNel OblIM pa3paboTaHbl
aBTOHOMHbIC (ainel B Qopmare EXxcel. Pabouee OkHO [gOKyMeHTa [UIsi OIICHKH
HEOOXOJIMMOCTH TPOBEACHHUSI WHBA3UBHOM JMAarHOCTUKM MpejacTaBiieHO Ha puc. 3. [lpu
BBOJIE UMEIOLIUXCS y OepeMeHHON (PaKTOpOB pHUCKa U JaHHBIX MPEHATATbHON AMATHOCTUKU
B COOTBETCTBYIOIIHMX siuelikax Bbix0oa0B MHC nosBnsieTcs pe3ynbTaT IporHosa.

Ha 3akmiountensHOM dTame Hameidl paboTel  Oblla  TPOBEJACHA — OICHKA
s dpextruBHOCTH Mcnonb3oBanud MHC mis dopmupoBanusi moka3zaHuil K MpeHATAIbHOMY
kapuotunupoBanuto. [Ipumenenne MHC ana dopmupoBanus rpynmnsl pucka Mo3BOJIUIIO B
2004 r. cHU3UTH KOJIMYECTBO MPOBOJMMBIX MHBA3MBHBIX Ipouenyp Ha 25,5%: Ha ocHOBe
CTaHAapTHBIX noka3anuil k UM/l B rpynny pucka Bonuin 479 manueHTOK, B pe3yjbTaTe
ucnons3zoBanns MHC npousBeneno 362 kopaouenrtesa, BoisiBiieHo 19 cnydaeB XA (5,25%).
B 117 cnydasx, koraa puck poxzaeHusi pedenka ¢ XA Obu1 oneHeH Ha ocHoBe MHC kak
HOMYJISIUMOHHBIN, HOBOPOXKJICHHBIE HMENIN HOPMAIbHBIX XPOMOCOMHBIM Habop. Ilpum

aHanu3se 10pooBoil BesiBisiemoct C/] 3a mocnenHue Tpu rojia B CpaBHEHUU C BO3MOXKHOM
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YaCTOTOM BBISBIICHUS B CJIydac IMOJIHOTI'O 06CJ'IG,Z[OB3HI/ISI BBIZIBJICHA IIO3MTHBHAsA JHMHaAMHKa

naHHoro nokaszatens. Tak, ecnu B 2002 roay mpakTUYeCKH Ha MPEeHATAIBHOM 3Tare ObLIo

BbIsIBIIEHO 39,1% u3 69,6% Bo3moxHbIX ciydaeB CJI, To B 2004 roay 3TOT mokaszaTeib

coctaBul yxe 72,7%, n3z BoamoxHbIxX 90,9% (puc. 4).

B3 Microsoft Excel - TOKA3AHWS [1/18 MHBASVBHOM MVIATHOCTMKM =3

5 MYCK 26 E == 2
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23 BMP nnoaa 0 0
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BBIBO/IbI

[Ipn ouLeHKe 3HAYMMOCTU pa3IMYHbIX (PAKTOPOB pHCKa HeHpoceTeBas MOJEIb
OINpeJeNInIa BBICOKYIO MPOTHOCTUYECKYI0 3HAYUMOCTh JaHHBIX OHOXMMHYECKOIO
CKPUHUHTA TOJBKO MPHU MPOTHO3UPOBAHUM cUHApoMa [layHa u cuHapoMa DBapca,
JUISL  OCTaJbHBIX XPOMOCOMHBIX aHOMAJIHM YYBCTBUTEIBHOCTh CBHIBOPOTOYHBIX
MapKepoB OKa3aJlaCh HU3KOM.
B rpynne wu3onupoBaHHbIX Y3 MapkepoB HauOONBIIYI0 MPOTHOCTHYECKYIO
3HaYuMOCTh uMenu: yBenuuenue TBII (OP=6,7), kucro3Has rurpoMa IIeu
(OP=47,9), cunnpom Hdenau-Yokepa (OP=23,6), BIIC (OP=8,9), B3PIl (OP=11,0).
MaxkcruManbHasi IPOrHOCTUYECKAs 3HAYMMOCTh OTMEUEHA B IPYIIE COYETaHHBIX Y3
MapKepoB, BKJIouUaBIIKX: paciienunbl guna (OP=153,2), cunapom [denau-Yokepa
(OP=98.9), kucrosnas rurpoma meu (OP=73,3), ombanouene (OP=49,5), atpe3us
AIIK (36,5), muoroBoame (OP=23,6), romompo3zsuuedamus (OP=23,6), BIIC
(OP=22,8), ysenmuenne TBIl (OP=17,9), ykopoueHue TpyOUaTbiXx KOCTEH
(OP=11,9).
[lo naHHBIM MeAMKO-TeHETHYecKoro IieHTpa T. KpacHospcka HaubombIIee
KOJIMYECTBO XPOMOCOMHBIX aHoManuii — 39% pauarHocTupyeTcs MpU COYETaHUU
yIbTPa3BYKOBBIX M3MEHEHMH M OTKJIOHEHUM CHIBOPOTOYHBIX MApKEpPOB, a TaKXKe
KOMOHMHAITIH 3X0TrpaduIecKuX OTKIOHCHH 1 Bo3pacTa — 21%.
Pa3paGorannas Ha 0a3e HCCKYCTBEHHBIX HEMPOHHBIX CeTed  METOoJuKa
OPOTHO3UPOBAHUS XPOMOCOMHBIX aHOMaIWW Yy IUIoJa 0OJagaeT BBICOKOU
YyBCTBUTEIBHOCTBIO - 72,6% u crneuuduvHocthio 69,6%, 4TO MO3BOJISET CY3UTh
MOKa3aHusi JJis [PEHATAIbHOTO KAPUOTUIIUPOBAHUS U  TOBBICUTH YacTOTY
BBISIBIIIEMOCTH IJIOZ0OB C XPOMOCOMHBIMH aHOMAJIUSIMHU.
Hcnonb3oBaHre MeToJa HEMpPOCETEBOr0 MOJECIUPOBaHUS Al (opMUpoBaHUs
Ipynnbl pUCKAa IO XPOMOCOMHBIM AHOMAJUAM Y IUIOJA, C LENbI0 MPOBEIEHUS
MPEHATaIbHOTO KapUOTUIIMPOBAHMS, TTO3BOJIMIIO MMOBBICUTD BBISIBISIEMOCTh CUHIPOMA
Jayna Ha npenataibHoM 31ane ¢ 39,1% no 72,7%.

INPAKTUYECKHUE PEKOMEHJIAILIUN:
BpauaM JXEHCKMX KOHCYJIbTallMid M aKyLIEepaM-TMHEKOJIOraM JPYTHUX YYpPEKIACHUU
3IpaBOOXPAHEHUS  LEIeCOO0pa3HO  YUUTHIBATh, YTO OTKJIOHEHHUS  ypPOBHEH
CBIBOPOTOYHBIX MapKEpOB CIENYyeT paccMaTpuBaTh Kak aprymMeHT s Oosee
ri1yookoro obcnenoBanusi 0epeMEeHHON KEHITUHBI.
HeoOxonuMo mpoBelieHHE OLEHKM CTENEeHM pUcKa pPOXACHHUS peOeHKa C
XPOMOCOMHOM MaTOJIOTMEl MO pe3yibTaTaM MpPEHATAIbHBIX CKPUHUPYIOLUIUX
nporpaMM M HMemuxcs (AKTOpPOB pPHCKAa C HCIOIb30BAHUEM HEUPOCETEBOU
AKCIIEPTHOM TIporpaMMebl, Ha 12 u 22 Henensix 6epeMEeHHOCTH.
PekoMennyercs ~ uCHonib30BaThb ~ IpU  NPEHATAJIBbHOM  KOHCYJIBTHPOBAHHUU

KOMITBIOTEPHYIO IKCIIEPTHYIO CUCTEMY, YUUTBHIBAIOIIYIO BCE BBISBICHHBIE (PAKTOPHI
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pUCKa, YTO TMO3BOJUT WHIWBUIYAIM3UPOBATh IOKa3aHUS K TMPOBEICHUIO
WHBA3MBHBIX METO/I0OB MPEHATAIBHONU TUarHOCTUKH.

CIIUCOK PABOT, OITYBJIMKOBAHHBIX 11O TEME JUCCEPTAILIUU:
Cnyyali  mpeHaTaJlbHOM  yJNbTPa3BYKOBOW  JMAarHOCTUKM  THIEPIXOTEHHOTO
KUIIEYHUKA B COYETAHUHM C MHO>KECTBEHHBIMHU BPOKJIEHHBIMHU MOPOKAMU Pa3BUTHS
wiona / O.B.Cunununa, B.b. Ixaii, .M. bopoasuckas, T.A. Makapenko //
VYipTpa3BykoBas quarnoctuka. — 1998. - Ne3. — C.78.
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Cnncox NpUHATHIX COKPALeHHU
AO®II — ansdpaderonporens
BIIC — Bpox1€HHBIN TOPOK cepia
I'D® — runepaxoreHHbiii Hokyc
I'OK — runeps3XoreHHbIi KUIIeYHUK
J3HT — nedexr 3apaiieHus HeBpalbHOU TPYOKU
JALUMI" — quarHOCTHYECKHI LEHTP MEAUIMHCKON T€HETUKHU
JIIK — nBeHaamaTunepcTHas KUIIKa
EAII — enuHCTBEHHAs apTepus MyIOBUHBI
B3PIl — BHyTpuyTpoOHas 3aaepakKKa pa3BUTHUSA 101
NDA — ummyHODEepMEHTHBIN aHAIN3
NHC — nckyccTBEeHHbIE HEUPOHHBIE CETH
NM]I — nHBa3uBHBIC METO/Ibl JUATHOCTHUKHU
HO — HeKOHBIOIrMPOBAHHBIN 3CTPUOI
OI13 — oTpunaTenbHOE MpeIcKa3aTeIbHOE 3HAUCHUE
OP — oTHOCUTENBHBIN PUCK
[MI13 — mon0XUTENBHOE MPEICKA3aTEIbHOE 3HAUCHUE
CM — CBIBOPOTOYHBIE MAPKEPHI
CH — cunapom layna
VY3U — ynbTpa3ByKOBOE UCCIETOBAHUE
XA — XpOMOCOMHBIE AHOMAJIUH



