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HepaBHO Obinn  onyGnukoBaHbl pe3ynbTaTbl  UCCNeAoBaHUs, nonarawwero, 4to
pa3HOPOOHOCTb paccTporcTB ayTtuctuyeckoro cnektpa (PAC) saBnaetca pesynbTtaToMm
BO3OAENCTBUSA ynbTpa3Byka BO BpeMs AMarHOCTUYECKOro WCCredoBaHWs Ha pPaHHUX
cpokax 6epemeHHocTM [1]. KomuteT no 6esonacHoctn ISUOG paccmMoTpen AaHHyto
cTaTblo U Apyrne nybnvkaumm no LaHHOW 3MMAEMMONOrMYecKon TemaTvke M He Hawen
Hay4YyHO OOKa3aHHOW CBA3W MeXOy BO3OEWUCTBMEM YNbTPasByKOM B MEPBOM WS BTOPOM
TpumecTpax 6epeMeHHOCTN U paccTponcTBamMm aytuctudeckoro cnekrpa (PAC).

Pe3ynbTaTbl uccnegoBaHum

PAC 4BnsawTCa MNCUXOMOTOPHLIMW pPacCTPOMCTBAMU, B OCHOBHOM, FEHETUYECKOWM
NpUpPOAbI, HO CYLLEeCTBYIOT JOKa3aTeNnbCTBa, YKa3blBaloLMe Ha TO, YTO DaKTOPbl BHELUHEN
cpedbl Takke MOryT urpaTb B 3TOM POfib, M YTO MPOLIECC, BeayLMi K NPOUCXOXKOAEHWNIO
PAC, nHnuumnpyetcs yxke BO BpeMS XN3HM nroda [2]. 3aperncTpmpoBaHHble nokasartenm
pacnpocTtpaHeHHocTn PAC pacTyT, HO, ckopee BCero, 3TOT POCT, oTpakaeT OGonblue
OCBEAOMIEHHOCTb 00 ayTUCTUYECKMX PacCTPOWMCTBaX, YEM OENCTBUTENbHbLIA POCT WX
YyacToThbl. [3].

CywecTtByeT onpefeneHHas nepapxusi B UCCrefoBaHUSX, KOTOpble MPUMEHSIOTCH
ANA HTepnpeTaumm aNnnaeMnonormnyecknx AaHHbIX, OCHOBaAHHasA Ha U3ydeHun ansanHa u
KayecTBa MeTOAOB wuccnegosBaHus. Haubonbliyld 3HA4YMMOCTb  OOMXHblI  UMETb
pPaHOOMU3NPOBAHHbIE  KOHTPOSNbHble  UCMbITaHWsA.  KoropTHble — uccrnegoBaHus,
NUCcrnefoBaHUsA MO METOAy «Cryd4an — KOHTPOSMb» W MCCNeaoBaHUs Mo  OaHHbIM
HabnoaeHWn, Takne Kak cepusi CriydyaeB U MepekpecTHble WUCCrefoBaHWs, [AOSMKHbI
paccMaTpuBaTbCa C MEHee 3Ha4YMMoWn (B yObIBatoLLEeM NOPSAKE) OLLEHKOW.

Webb et al.[1], coobwwun o cepun cnydaeB y 1749 pgeten ¢ PAC B Bo3pacTe 4-18
net. CreneHb Taxectn PAC 6bina OXapakTepusoBaHa MOCPeaCTBOM  OLIEHKU
KOTHUTUBHBLIX ~ CMOCOBHOCTEN,  CouManbHbIX  BO3MOXHOCTEM W MOBTOPSAOLLErocH
CTEPEOTUNHOro nosefeHus. eHeTu4yeckas nNpeAapacnonoOXeHHOCTb Gbina
oxapakTtepu3oBaHa Hanuuvem Bapuauun 4ucna kornmn reHoB (CNV, copy number
variations), ceadaHHbix ¢ PAC. lNMposBogunock nnu HeT ynbTpasByKOBOE UCCreaoBaHue B
nepBoM TpUMECTpe onpefensanocb no onpocam pogutenen. VHpopmauua o getansax
ynbTpassykoBoro (Y3) BO3QEWCTBMS, Takas Kak nokasaHust O CKaHWPOBaHUS, TuI
yNbTPasBYKOBOIrO MCCreaoBaHus (TpaHcabAoOMWHArbHbIA MW TpaHCBarnHasnbHbIN),
NPOAOCIKUTENBHOCTL Y3 BO3OENCTBMS, UMENOCb NN BO3L4ENCTBME BO BpPEMS APYrux
TpumecTpoB 6epeMeHHOCTU (a He TONbKOo MepBOro) WnNu uHdopmaums o MeTodax
BM3yanusauuu, npegoctaBneHa He 6bina. ABTOpbl cpaBHunM 84 NOABEPrHyTbIX
BO3gencTeuio 1 41 He nogBeprHyThix Bo3gencTeuto geten ¢ PAC n Bapuauuamm ymcna
konun reHoB (CNV), n nogeblbopky n3 73 ¢ Bosgenctemem n 38 0e3 BO3gencTeusd
mManbumnkoB ¢ PAC n CNV. OHu coenanu BbiBOA, YTO codeTaHne Y3U B 1-m TpumecTpe wu



Hanuune Bapuaumm uucna konun reHoB (CNV) y petenm myxckoro nona c¢ PAC
KoppenupyeT ¢ Havbonee HeGnaronpUsSTHbBIMAU KOTHUTUBHLIMU MCXOA4AMW U YCUNEHUEM
NMOBTOPSIOLLErOCst CTEPEOTUMHOINO NOBEAEHMS.

B wuccnepoBaHum «cny4damn-koHTpons», npoBedeHHoM B Kaiser Permanente,
California, USA, Crether et al. [4], 6bino wgeHTuduumposaHo 362 nnoga (M3
ogHonnoaHbIXx 6epemeHHocTeNn), poxaeHHblix ¢ 1995 no 1999 rog ¢ anarHosom PAC. 393
nfoga B KOHTpoOsbHOM rpynne 6e3 npusHakoB PAC Obinn BbiOpaHbl paHZOMU3NPOBAHHO
n3 ToM e 6asbl AaHHbIX M BbIOGOpPKa COOTBETCTBOBANa Crny4asiM no nosny, rocnuTanio u
rogy poxaeHusi. [aHHble NO BO3AEWCTBUIO YNbTPa3ByKOM ObliM MCMONb30BaHbl U3
NepcneKkTUBHO  3apPEerMcCTpUMPOBaHHbIX aHTEeHaTanbHbIX  3aKMOYEeHUn W BKKOYanu
recTaumoHHbIN BO3pacT Nnofa Npy BO3AEWCTBMU YINbTPa3ByKOM M YUCNO NPOBEAEHHbIX
yNbTPa3BYKOBbIX WccrnedoBaHuini. Bua ynbTpa3BykoBOro annapata W YpOBEHb €ero
MOLLHOCTM He Obinn un3BecTHbl. Cnydan, rge npoBOAUIIUCH  MMMYSIbCHO-BOSTHOBbIE
OONNNepoBCKMe WUCCNeooBaHUs, ObIIM MCKMOYEHbI. OTO UCCNeOOoBaHWE He BbISIBUIO
CBSI3N MeXay aHTeHaTanbHbIM YrbTpa3BykoBbIM Bo3aencTemeM n PAC. 3To Obino BEpPHO
Aaxe NpuM  KOHKpPETHbIX obcnefoBaHMsX B KaXAOM TPUMECTPE U YBENMYEHUM 4mucna
yNbTPa3BYKOBbIX NCCIEA0BaHUNA.

Stoch et al 5. ucnonb3oBanu cyllecTBytoLlee paHAOMU3MPOBAHHOE KOHTPOSbHOE
uccnegoBaHue s BbISBMEHUS CBA3U MeXOy HeOoOHOKpaTHbIMM  yrbTpa3ByKOBbIMU
nccneaoBaHUAMN U aytuctudeckum peHotunom. M3 2834 ogHonnogHbix 6epemeHHoCcTen
1415 Obinn BblOpaHbl pPaHOOMM3NPOBAHHO [AONsl MNPOBEAEHUS  YrbTPa3BYKOBOW
BM3yanusaumm M WUCCNefoBaHWA B pPeXUME HenpepbiBHO-BOSIHOBOrO OOMMNEPOBCKOro
KapTupoBaHMsi 5 pas Ha npoTshkeHun OepemeHHocTn un 1419 gnst ogHOKpaTHOro
YNbTPa3BYKOBOIrO CKaHUPOBaHWUS Ha cpoke 18 Hegenb C MOBTOPHbIMM Y3WM TOMbKO Mo
KNUHUYeCKUM nokasaHuam. B nocnegytowem HabnwogeHuu, y 1181 naumnentoB (42% oT
Bcex Habnwogaembix geten) B Bo3pacte 19-20 neT He ObIIO BbISBIIEHO pasHUUbl B
yactote PAC mexay atuMmm OBYMSA rpynnamu, He Obino Takke OTNWYMA B YPOBHE
NPOSsIBNEHNS ayTUYHbIX YepT XapakTepa B paHHEM B3pOCroM Bo3pacTte. ABTOpbl caenanu
3aKIYeHne, YTO HET YETKOW CBA3N MeXOy YacTOTOM yrbTpa3BYKOBbIX MCCNeLOBaHUN U
cpokamy 6epeMeHHOCTU, Ha KOTOPbIX OHM MPOBOAATCS, U ayTUCTUYECKUM DEHOTUMOM.

Hoglund et al.[1], npoBenu gonrocpo4yHoe HabnwogeHue 14 726 geten, poxXaeHHbIX
Y XEHLUMH, KoTopbiM 6bin NnpoBegeHo Y3W nnoaa Ha cpoke 12 Hepenb (12-14 Hegenb)
14 596 peTten, poXXOEHHbIX Y XEHLWMH, koTopble npownn Y3W Ha cpoke 18 Hegenb (15-20
Hedenb ), B paHOOMU3MPOBAHHOM KOHTPOSIbHOM MccnegoBaHuun, nposegeHHoMm B 1999-
2003 r. NHdopmauma o amarHocTuke PAC Obina B3siTa M3 6a3bl AaHHbLIX LLIBEACKOW
coumanbHOro CTpaxoBOro areHTCTBa BbiMfavyMBalowero nocobmus no yxoay 3a AeTbMU C
PAC. MNoaTteepxaeHne MeToANKM nccrnegoBaHns obino nposeaeHo Ha 200 getsax ¢ PAC
noka Bce OEeTW, BKIMIOYEHHble B MUCCreoBaHue, He Obinn naeHTUULMPOBaHbI CnenbiM
MeTogom. VccnepnoBaHne npoaemMoHCTPUMpOBaro, YTO BO3OENCTBME YyrbTpassBykoM B 12
Hegenb OepemMeHHOCTM He Bbi3Bano 6onbwe cnydaes PAC, yem  BO3gencrsue
ynoTpassykom B 18 Hepenb 6epemeHHocTu. Obuwee uncno geten ¢ PAC B gaHHOM
nucecrnenosaHum okaszanocb He  6onblue, yeM  TeKyLun KoahpnumeHT
pacnpocTtpaHeHHocTn PAC B LBeuunn.

O6BbsiCHeHUe gokasaTenbCTB

Komuter  bBesonacHoctv ISUOG  BHMMATENbHO  paccMOTpen  AaHHble
nccnegoBaHW (OokasaTenbCcTBa), oueHuB ux penTuHr. Uccnepgosanme Webb n ap.[1],
ObIIO OUEHEeHO KakK WuccnefoBaHME HU3KOMO YPOBHA BBUOY HEKOTOpbIX (hakTopos,
SIBUBLLMXCS MPUYNHON BbICOKOrO pUCKka HEOOBLEKTUMBHOCTU NPOBEOEHHOro aHanmusa: 3To



Obina cepus cnydaeB 6e3 KOHTPONbHOW TpynMnbl; WHGOpMaLMs O BO3AENCTBUN
ynbTpa3BykoM Obina nonyyeHa no namsaTy poauTtenen cnycta 4-18 net nocne oKOH4YaHusA
6epemMeHHOoCTK; BbINIo NpPoBEegEHO MHOroKpaTHoe TecTupoBaHue 6e3 nonpaBkuM YPOBHSA
CTaTUCTMYECKOM 3HAYMMOCTU; BO3MOXHbIE COMNYTCTBYHOLIME (PAKTOPbl HE ObINN YYTEHbI;
nHopMaLma O TakoM BaXHOM cbakTope, onpegenswoweM ucxon GepemMeHHOCTH, Kak
nokasaHust ana Y3W, He Obina ykasaHa. Y4uuTbiBas BbICOKUN PUCK HEOOBHLEKTUBHOCTW,
caenaHHble BbiBOAbI ObINN HeonpaBAaHHbIMU U NPEeAB3ATbIMU, KOr4a B NyylleM criyyae,
NnokKasaHHy CBS3b HaAO UHTepnpeTUpoBaTb OCTOPOXKHO, B COOTBETCTBUM C KPUTEPUSIMU
npuiMHHOCTM Xunna [7].

NccneposarHne Grether un gp.[4] ObinO OUEHEHO Kak UccnegoBaHWE CpeaHero
YPOBHS, SABMAIOLWEECS aHANM30M «CITy4an-KOHTPOMs» C AOCTAaTOYHO OOMbLIMM YMCIIOM
neten, WU npenBapuTeNibHO 3aperucTpupoBaHHOM WHopmaLmen o BO3LENCTBUM
yrnbTPa3BYKOM.

Wcecnepoanus, npoefeHHble Stoch u ap.[5] n Hoglund Carlsson w gp. [6] 6binn
OLleHeHbl Kak WUCCNegoBaHUsA BbICOKOrO KayecTBa, Tak kKak B HUX COOOLLEHbl AaHHble
AONrOCPOYHbIX HabnoaeHun Gonbloro Yyucna aeten, B3ATbIX U3 paHAOMU3MPOBaAHHbIX
KOHTPOMbHbIX UCMNbITAHUIA.

3aknroyeHue

Ha ocHoBaHun nonyveHHbIX AaHHblX, KomuteT bBesonacHoctn ISUOG caenan
BbIBOAbIl, YTO MeXAY YNbTPasBYKOBbLIM BO3AENCTBUEM B NEPBOM UMY BTOPOM TPUMeECTpax
6epemeHHocTM U PAC unn cteneHbto PAC HeT HWKaKOMW Hay4yHO AOKa3aHHOW CBS3W.
YnbTpasBykoBoe uccrnegoBaHve aBndetca 6esonacHbiIM MeTogoM MCCnenoBaHus BO
BpeMsi 6epeMeHHOCTH, ecrin OHO MNPOoBOAMTCA OBYYEeHHbIMU U CepTUULNPOBAHHBIMU
cneunanuctamm no MeauUMHCKAM MOKasaHMaM C  y4eToM MnpuHUMna (ALARA)
«HaCTONIbKO HWU3KO, HACKONbKO BO3MOXHO» [8]. [lockonbky B pexume gonnnepa
nepefalTcd  OTHOCUTENLHO  BLICOKME  WHTEHCUBHOCTM, ISUOG (n pgpyrue
yrnbTpa3BYKOBbIE OpraHM3aunn) pekoMeHAYT He NPUMEHSTb PYTUHHO Ha PaHHUX CPOKax
UMMNYNbCHbIM gonnnep (CnekTpanbHblA, SHEepreTM4eckni M LBEeTOBOE AOMnIepoBCKoe
KapTupoBaHue) [9]. [MpoBoass ynbTpasBYKOBOE WUCCMEeLOBaHME C  UCMONb30BaHMEM
gonnrnepa B NepBoM TpUMECTpe TepMaribHbl MHOEKC AOMKeH ObiTb He Gonble <1 un
BPEMSs BO3AENCTBUSA KaK MOXXHO KOPOTKUM.

ISUOG KomuteT bBruoadpdektos n besonacHocTtu

K.A.Salvesen, C.Lees, J.Abramowicz, C.Brezinka,G.ter Haar, K.Marsal, R.Sande,
C.Shaw
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