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XpoMOcOMHbIE aHOMaIUMK (XA) SIBJISIIOTCS ONHOW M3 BEIyLLUX
MPUYUH MEPUHATATIBHON CMEPTHOCTHU U JIETCKOW MHBAMAHOCTU B pa3-
BUTBIX CTpaHaX. B cyiiecTByrolieM B HacTosIIIee BpeMsi CKpUHUHTE Oe-
PEMEHHbIX OLIEHMBAIOTCSI TOJIBKO KOCBEHHbIe MapkEpbl XA rmiozaa, a
VMHBA3MBHAs TpeHaTaIbHasl IMArHOCTHKA, OOecTieurBarolasi HeooXo-
MBIl YPOBEHb OCTOBEPHOCTH B 1—3% CilyuaeB OCIOXKHSIETCS TOTe-
peit GepeMeHHOCTH 1 MTPOTUBOIIOKA3aHAa XEHIIMHAM C YIPOXKAIOLIMM U
MPYBBIYHBIM BBIKMABIIEM. BbIXom B JaHHOM cllyyae — MPUMEHEHHe
HEVHBA3WBHOI MMPEeHATaIbHON TUarHOCTUKU aHeyruonauii (Non Inva-
sive Prenatal Test — NIPT), ocHoBaHHOIi Ha aHaIM3¢ CBOOOIHOM LIUP-
KyJIMpYIOILieil B KpOBU OepeMeHHOI keHImHbl derambHoit JHK.
Lesib: OLeHUTh BO3MOXKHOCTb MPUMEHEHMsI HeMHBA3MBHOM MPeHATA b~
HOIi TMarHOCTUKK aHEYTUIOUINIA METOIOM BBICOKOIIPOU3BOAUTEILHOTO
CEKBEHMPOBAHMUSI B TPyIiNe OepeMEHHbIX BBICOKOIO PUCKa XPOMOCOM-
Hoil matonoruu TUtoma. OOcienoBaH OWONIOTMYECKUIA  MaTepuas
200 xeHimH B cpoke 6epemenHoct 10—20 Hemenb (MequaHa — 14
Henenb). Pesynbrarel NIPT onieHMBamm ¢ momoiibto 6nonHbopMaT-
4yecKoil 00paboTKU AaHHbIX cekBeHupoBaHusi JIHK, BbineneHHol u3
TUIa3Mbl  KPOBU OEPEeMEHHBIX JKCHIIWH, [UIST CPaBHEHUSI TTOKPBITHS
BHYTpH o0pasiia mpumMeHsuin T-test. B kauecTBe MeTona CpaBHEHMsI MC-
TIOJTb30BAJTM  [IUTOTEHETHYeCKoe uccienoBaHne — (G-oKpalllMBaHue
KJIETOK BOPCMH XOPMOHA, TUIALICHTbI, aMHUOTUYECKON XUAKOCTH IO
CTaHJapTHOMY MpoToKosy. [Tpy cpaBHEHMM ¢ MHBA3UBHOM MpeHaTab-
HOW JMArHOCTUKOM ObUIM MOJMy4YeHbl MIEHTUYHbIE pe3yibrathl B 196
ciyyasix u3 200. JloctoBepHo omnpenesneHsl 17 u3 19 06pasiios ¢ Tprco-
mueit 21, 8 u3 8 00pasiioB ¢ Tpucomueii 18, 1 obpaselr ¢ Tpucomueii 16,
1 obpaszerr ¢ Tpucomueii 13 u 4 u3 4 06pasLoB ¢ MoHOcoMueit X. JIox-
HOOTpULIATEJIbHBIE Pe3y/bTaThl (2 obpasua ¢ Tpucomueii 21) Obliu mo-
JIydeHbI U151 00pa3IioB ¢ HU3KUM conepxkanueM detanbHoit JIHK, a nBa
JIOXKHOITOJIOXKUTEIbHBIX pe3y/ibTata — | 1o Tpucomuu 13 u 1 mo MoHo-
comMun X BEpOSITHO ObUTM OOYCJIOBJIEHBI IUIALIGHTAPHBIM MO3aUIIN3-
MOM. YUMTBIBAsI MOJYYEHHYIO BBICOKYIO UYBCTBUTEJBHOCTb M CIICLIM-
(GuYHOCTh UIST OLEHKU aHeymwiouauii mmo 21, 18 u X xpomocomam, a
TaKKe OmnpefefeHus moja Iuiofaa (Hauiuuyrde XpoMOCOMbl Y) MaHHbIA
TECT MOXET OBbITh PEKOMEHIOBAH ISl TIPEHATATIBHOTO CKPMHUHTA.

Cankr-lMetepbypr, 22—23 maq 2015 r.*
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pedénka ¢ cunapomom /layna B 1 TpumecTpe:
CpaBHEHHE JABYX PACYETHBIX MPOrpamMM

Bepouyras H.A., Tponosa C.I., Cagponosa H.A.,
beasesa T.U., Bopownun B.B. Huxoaaesa E.b.

Jlabopamopus npenamansnoeo ckpununea, I'bY3 CO «KAL» O3MP»
620067, e. Examepunbype, ya.@Promckas, 52, ¢axc (343) 374-31-10
E-mail: VerbitskayaN@yandex.ru

Ha teppurtopun CBepmuioBcKoi 006J1aCTH MCIOJIb30BAIUCH JIBE
MporpaMMbl JJI pacuéTa pucka poxaeHus] peOoEHKa ¢ XpOMOCOM-
Hoit matonorueit: «Life Cycle» (Wallac/Perkin Elmer Life & Analy-
tical Science, Turku, Finland) u «Astraia» (Astraia software gmbh,
Germany), KOTOPbIE YUUTHIBAIOT: BO3PAaCT OEpeMEHHOM XEHIIMHBI,
e€ aHamMHe3, OMOXMMMYECKHME MapKEPbl M  YIbTPa3BYKOBbIE
Mapképbl. Llenblo paboThl ObLIO cpaBHEHHUE IBYX PACYETHBIX TPO-
rpamMM, MCIOJb3YeMBbIX ISl TPOBEACHMSI IPEHATAIbHOTO CKPUHUH-
ra poxueHust peb€Hka ¢ cuHapomoM JlayHa.

B uccnenoBanuu npuHsio yuactue 9521 xeniuHa. CpenHuit
BO3pacT malueHToK coctaBui 28,7 + 5,2 roma. Bce GepemeHHBIe
WMeJIM OJHOIUIOAHYI0 GepeMEeHHOCTh, HACTYMMBIIYIO €CTECTBEH-
HbIM TMyTéM. B uccienyeMoii rpymrne >XeHIIMH ObUIO BBISIBIEHO
77 cayuyaeB cuHapoMa JlayHa y turonoB: y 67 mwiogos cuHapom Jay-
Ha ObUI BBISIBJIEH MPEeHATalbHO, Y 9 CKPUHUHT-HEraTUBHBIX XEH-
LIUH POAMIMCH AETH C TPUCOMUEH 21 XpOMOCOMBI, OJJHA MAIIMeHTKa
MMeJia BBICOKUI PUCK pOXKIeHUsI peOEHKa ¢ TpucoMueit 21 Xxpomo-
COMBI, HO OTKa3aJlaCh OT MIPOXOXICHUS MHBa3UBHOM MPOLIEIYPHI U
pomuia pedéHka ¢ cuHapomoM JlayHa. Tak e mpeHaTalbHO ObLIO
BBISIBJICHO 15 cilydaeB IJI010B ¢ CHHIAPOMOM DBapica, 6 — ¢ CUHII-
pomom Tephepa, 6 — ¢ cunapomom Ilaray, 1 — ¢ Tpucomueii 16
XPOMOCOMBI, 5 CJy4aeB TPUIUIOMINU Y TLIOIOB.

Hns aHanmsa 3(GEKTUBHOCTU MPOBEAEHHOTO MPEeHATaIbHOTO
CKPMHUWHTA B JIBYX PAaCUETHBIX IIpOrpaMMax HaMu ObUIM paccumTa-
HbI YyBCTBUTEJILHOCTD M CIIELIM(UUHOCTD: YyBCTBUTEBHOCTb METO-
na — 88,3% mnst «Astraia» u 85,7% nnst «Life Cycle», crietmduy-
HOCTh — 95,9% nnst «Astraia» u 93,4% nns «Life Cycle», noxHormo-
JIOXUTENbHBIC pe3yabTaThl — 4,1% 1st «Astraia» u 6,6% st «Life
Cycle». B xome nmpoBea¢HHOr0 MCCIEAOBAHUS MBI CPAaBHWIIU ITPO-
LIEHT BBISBJICHUS Y TIPOLICHT JIOXKHOITOJIOXUTEIbHBIX 3HAUEHUI TIPH
YPOBHE TPaHUIIbI MHIMBUIYAIbHOTO PHUCKA DPOXACHUS peOEHKa
¢ cunapomoM [layna <1:100. ITpoueHT BbISIBIEHUS] B IIpOrpamMme
«Astraia» 88,3% u 85,7% B «Life Cycle», npu JOXHOMOJOXUTEb-
HbIX 3HaueHusiX 4,8% u 7,2% COOTBETCTBEHHO.

Takum 06Gpa3om, TOJy4YeHHbIE AaHHbIE CBUICTEIbCTBYIOT O
TOM, 4TO 00€ pacu€THbIE MPOrpaMMbl B PaBHOI CTEMEHU MOXHO
MCTIOJIB30BAaTh ISl TIPOBEIEHUsT TIpeHaTalbHOTro ckpuHuHra. Ho
M0 PaCCUMTAHHBIM MOKAa3aTessiIM TAKUM KakK, YyBCTBUTEJIbHOCTD,
criepuIHOCTh, 3Gh(MEKTUBHOCTD BBISIBICHUS «Astraia» mpen-
MOYTUTEIbHEH IS pacuéTa pucKa poXaeHUs pedEHKa C CUHAPO-
MoM JlayHa.

* Konghepenuus npoxodum npu punancoeoii noddepicke Poccuiickozo ponoa pyndamenmansnoix uccaedosanuii, npoexm No15-04-202502
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. 2012 2013 2014 Bcero
0,
A KpoBb nnoga BopcuHbl xoproHa Kposb nnoga BopcuHbl XoproHa Kposb nnoga BopcuHbl xoproHa
Bcero npeHatasnbHbIx 395 108 318 295 319 403 1838
nccnenoBaHuii 503 613 700
BbinaHo 3aknioueHnin 395 ‘ 99 313 ‘ 293 314 ‘ 402

499 606 716 1816

B 22 cnyyasax peaynbTar He nomyyeH,
11 uccnepoBaHuin NpoBefeHo ¢ Lenbio 3abopa matepuana ang AHK anarHocTnk MoHOreHHbIx 3a6oneBanui
BbiSIBNEHO XPOMOCOMHbBIX 27 ‘ 26 26 ‘ 47 17 ‘ 61
3a60neBaHit y NI0A0B 53 73 78 204
% BbISIBNSIEMOCT 6,8 ‘ 26,3 8,3 ‘ 16,0 5,4 ‘ 15,2
11,3%

10,7 12,0 10,9
BeinonHeHo nccneposanuin FISH 40 143 84 267
BbisiBneHo natonoruun 13 28 10 51
% BbLISBISEMOCTU 36,1 21,1 14,1 21,3

Hroru padoThl MUTOreHETHYECKO# JadopaTopun
KpaeBoro IEeHTPa NMPeHATAIbHOM JHATHOCTHKH
3a2 2012—2014 rr.

Tepeepo U.I., Illunuaos A.A.,
Iliomnuuxosa O.B., Ionuaposa 0O.]].

KI'BY3 «/luaenocmuueckuii yenmp Aamatickoeo kpas» e.baprayn
Aamaiickas mexcpecuoHanbHan MeouKo-2eHemu1eckas KOHCyabmayus
Irina16053@mail.ru

C Lesblo yIy4lleHUs] PAHHETO BBISIBICHUSI HACIEACTBEHHON U
BPOXIEHHON MATOJIOTUH TIJI0/Ia, CHYKEHUST TIepUHATATBHON 1 MJIa-
NIEHYECKO CMEpPTHOCTU B ANTalickoM Kpae Ha 0a3ze AJnTaiicKoii
MEXpErMOHAIIBHON MEIUKO-TeHeTUYeCKOI KOHCYIbTAllu OpPTaHu-
30BaH KpaeBoil LIeHTp MpeHaTalbHOI (IOPOMOBOI) AMATHOCTUKU
HapyIIeHW# pa3BUTHs peOEHKA KaK CTPYKTYpHOE IOfpa3/ieieHIe
KI'BY3 «/IluarHocTuueckuii LieHTp AJNTaliCKOro Kpas».

LleHTp opraHu3oBaH Kak Beayliee JieueOHO-MPo(UIaKTUYeCKoe
yupexieHue Kpasi, 00ecreurBaioliee COBPEMEHHbIC TIPUHIIMIIBI Ana-
THOCTUKM BPOXIEHHBIX M HACJIENCTBEHHBIX 3a00JIeBaHUIA TJ10/1a.

WNtoru paboThl LMTOreHeTHMYeCKO JabopaTtopun KpaeBoro
LIEHTpa IIpeHaTaJIbHOM AMarHOCTUKM 3a rnepuox 2012—2014 rr. ot-
paxeHbl B TabauLE.

3a OTYETHBIN mepuof BbIsIBIEHO 37 Ho3010rMYecKUX (Hopm
XPOMOCOMHBIX OoJsie3Hel y mionoB. OTMeuaeTcst eXeroaHblid Mpu-
POCT TIPOBOJIMMBIX WCCJICIOBAaHUI, YBEJTMUEHUE BBISIBISICMOCTH
XPOMOCOMHBIX O0Jie3Hel y T1010B. B nuHaMuke otmevaeTcst cMme-
1eHNe aKIIeHTa Ha MPOBeIcHUEe WHBA3WBHOW TIPEHATATLHON 11a-
THOCTUKHU B 1 TpumecTpe 6epeMeHHOCTU. OTMevaeTcsl 3HaUYUTEIbHO
0OJTbIIast BHISIBISIEMOCTh XPOMOCOMHO# TATOJIOTUM TIPU TIPOBEJIe-
HUUW IMAarHOCTUKU B 1 TpuMecTpe.

Mo3aumnusm B KyJbType KJIeTOK
AMHHOTHYECKOM XKHUJIKOCTH

Toaoeamasn E.U.
TY PITHL] «Mamb u dums», Munck, beaapyco

AMHMOILICHTE3 TIPOBOIUTCSI BO BTOPOM TPUMeECTpe OepeMeHHO-
CTH C 1IEJIBIO BBISIBIICHUST XPOMOCOMHBIX 3a00J1eBaH1it y Tutona. Mo-
3aMIIM3M, YCTAHOBJIEHHBIN B KJIETKaX aMHUOTHUYECKOW JKUIKOCTH,
MOXET OTpaxkaTh KaK MO3aWIIM3M TKaHEeW IJIoa, TaK U MO3auIM3M
KJIETOK aMHUOTHYECKO# o06osouku. Llenbio umcciaenoBaHusi Obul
aHaJIN3 YacTOThl M CTPYKTYPhl MO3aulM3Ma TpU KapuOTUITMPOBa-
HHMM KJIETOK aMHUOTUYECKON KMIKOCTH.

LluToreHeTnyecKkre aHaaM3bl BBIMOJHSJIMCH B T€HETUUECKOM
naboparopuu I'Y PHITLL «Matb 1 qutst». OCHOBHBIM METOIOM MC-
cJeloBaHMsI ObLIO CTaHAAPTHOE KapUOTUITMPOBAHUE, VIS yTOUHE-
HUSI XPOMOCOMHBIX TEPECTPOeK MCIOIb30BaICs MeTon diyopec-

1eHTHOI rubpunusanuu in situ (FISH). Y XuBopoXnE€HHBIX POBO-
JIUJIOCh KApUOTUNHUPOBAaHUE TUMGBOLUTOB nepudepruyeckoit KpoBU
metonoM GTG-banding.

3a 1996—2014 rr. npoaHanu3upoBaHo 43066 06pa3iioB aMHHO-
TUYECKO# kuakocti. Mo3auiiu3m BoisiBiieH B 126 ciaydasix (0,29%).
Hanbonee yacto BcTpeyasncsi MO3aMIM3M IO KOJIMYECTBEHHBIM
aHOMAJIMSIM TTOJIOBBIX XpoMocoM — 49 06pa3siioB (38,9%), ¢ onuHa-
KOBOI 4acTOTOM HaOII0IaICs MO3AULIM3M T10 KOJIUMYECTBY ayTOCOM
¥ HAJIMIUIO0 MapKEPHOI XPOMOCOMBI B KapuoTuIile — 1o 27 odpas-
oB (21,4%), Mo3auLIM3M IO CTPYKTYPHBIM TEPECTPOMKAM ycTa-
HoBJieH B 23 obOpa3siax (18,3%). Cpean YMCIOBBIX aHOMAJIMIA ayTO-
COM MO3auLu3M 1o 21 xpomocome BoisiBlieH B 11 obpasuax, mo 20-it
XpoMocome — B 7 obpa3siax, rno 16-it — 3 obpasua, mo 2, 4, 8, 13,
15 u 17 — o ogHOMy 06pa3ity. Cpear KOJMYECTBEHHBIX aHOMAaIUi
MOJIOBBIX XPOMOCOM Haubojiee YacTbIMU ObUIM  KApUOTHUIIBI
45,X/46,XX (23 oopasiia) u 45,X/46,XY (13 o6pasuos). [Tpakruye-
CKM C paBHOI 4acTOTOI HaOJOJaIUCh CTPYKTYPHBIE MEPECTPOKI
aytocoM (11 o6pa3iioB) u mosoBbix XxpomocoM (12 obpasion). Cpe-
JIN CTPYKTYPHBIX TEPECTPOEK BBISBICHBI IEIELNN, N30XPOMOCOMBI
(o mHHBIM TuteyaM X, Y, 20 XpOMOCOM ¥ TIO KOPOTKUM TLIedyaM
Y, 9 u 12 xpoMocoM), IepuBaTHBIC U KOJIBIIEBBIE XPOMOCOMBI.

BepemeHHOCTH ObLTM TIpepBaHbI B 67 ciiydasix, MHGOpMaIus 06
Hncxomax bepeMeHHOCTel HeqoCTymHa B 5 ciaydasx. B 54 ciydasx po-
TMWINCH IETH, KAPUOTUIT YCTAHOBJIEH T10 JInMbouTam nepudepude-
CKoWl KpoBU y 12 neteit, u 'y 9 U3 HUX OOHApYXeH MO3auLIM3M U, Ta-
KUM 00pa3oM, TIOATBEPKIEH Pe3yJIbTar, MOJYUYeHHbII MPU KapUOTH -
MUPOBAHUU KJIETOK aMHUOTMYECKOM Xuakoctu. [IpuHsiTue pere-
HHUSI O TIPOJIOJDKEHUM OEPEMEHHOCTH B 3HAYUTEIbHOM CTEIEHU 3aBH -
CeJIO OT HAJIMYMSI TOPOKOB PAa3BUTHS TUIOA, BBISIBJIEHHBIX MPU YJIbT-
pa3BykoBoM uccienoBanuu (Y3UW) u ot Tva XpoMOCOMHOM aHOMa-
nuu. Tak, B 10 u3 11 6epeMeHHOCTeil 10AaMu ¢ TIPpeHaTalbHO BbISIB-
JneHHbIM cuHapomoM JlayHa (ot 20 mo 80% aHOMaJbHBIX KJIETOK)
ObLIM TpepBaHbl. Y OMHOrO POXIEHHOIO peOEHKa MOATBEPAMIACH
Mo3anyHasi ¢opMa cuHapoma [layHa. B eaMHCTBEHHOM ciiyyae BbI-
SIBJICHMs B KJIETKAX aMHMOTUYECKOM KMAKOCTA MO3auLIM3Ma o TPU-
comuu 13-it XxpoMocoMbl (45% aHOMAJIBHBIX KJIETOK) U OTCYTCTBUU
nopokoB Ha Y3U cembsl mpUHSIIA pellieHue O TIPOBEACHUU ITOBTOP-
HOTO aMHUOLIEHTe3a (TMOATBEPXAEH MO3auIM3M) M KOPIOLEHTE3a
(YCTaHOBJIEH HOpMaJIbHBII KapuoTuil). B pesynbrate 6epeMeHHOCTD
ObL1a IPOIOJIKEHA, POIMIIACh 310pOBast ieBoukKa. C npyroit CTOPOHBI
MpY BBISIBIEHUU MO3aUYHOU (POPMBI TOMOJHUTENBHON MapKEPHOM
XPOMOCOMBI MJIM MO3aUIIM3Ma 0 MOHOCOMMHU X, KaK TPH KEHCKOM,
TaK U My>KCKOM KapHOTHUIIE, U OTCYTCTBUU MOPOKOB PA3BUTHS Y TUIO-
na Ha Y3U Gosbliiast yacTh NMAIIMEHTOB MPUHUMAET PEIIeHNe O TIPO-
JOJKeHUU OEpeMEHHOCTU U POXKIEHUM peOEHKa.

Mo3auuu3M npu KapuoTUITMPOBAHUM KYJIBTYPbI KJIETOK aMHMU-
OTUYECKOI XuakocTy BbisiBieH B 0,29% ciyuaeB. Ha peieHue o
TaKTUKE BeACHUs OepeMEHHOCTU BIMSIOT pe3yabTaThl Y3U u tum
XPOMOCOMHOW TMEPECTPOUKH.

ISSN 2073-7998
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D¢ dheKTHBHOCTD KOMOWHHPOBAHHOTO TPEHATAILHOTO
ckpununra B Pecnyosmmke Caxa (SIkyrus)

Tomoeueea JI.B.12, Cyxomacosa A.JI.12, Ilaéiroséa K.K.12,
Tanviee E.B.12, Ilempoea A.A.12, Ilasaoea T.10.2

' TBY PC () «Pecnybauxanckaa 6oashuya Nol — Hayuonanvmotil
yenmp meduyunvl», SIxymck, Cepeeasxckoe w., 4, lutcia@list.ru
2 @IY Axymekuii nayunoui yenmp KMIT PAHO, Sxymck

B 2014 r. BeimonHeHO 246 MHBA3UBHEIX IpoLenyp 244 GepeMeH-
HbIM. M3 HUX B 234 cyyasix MpOBOAMIOCH MPEHATAIbHOE KapUOTH -
nupoBaHue, B 16 — AMarHOCTMKAa MOHOTEHHBIX 3a00JIeBaHMIA, TTPU
MX TUarHOCTHKE OJHOBPEMEHHO B3SIT aHAIM3 Ha KApUOTHIT y 6 Oe-
peMeHHBIX. Bo3pacTHbie GepemMeHHble cocTaBuin 37%, us Hux 20%
OepeMeHHbIe B Bo3pacte 39 JieT u cTapiie.

3a 2014 r. 10 KOMOMHUPOBAHHOMY (YJIBTPa3ByKOBOMY M OMOXH-
MUYECKOMY) IIPEHATATBHOMY CKPUHUHTY B Cpoku 11—13 Hen. 6 nHeit
obcenenoBanbl 10315 6epeMeHHbIX (oxBaT 75,3%). BbIsIBICHO € BBICO-
kuM pruckoM (puck 1:100 u menbie) 164 6epemennsix (1,6% ot 00-
clieloBaHHbIX). MHBa3MBHasi AMArHOCTMKa TIOCe OOC/e10BaHUs
B MI'K mpoBenena 115 6epemeHHBIM. COOTBETCTBEHHO IIPOLICHT MH-
Ba3MBHBIX MCCJIENOBAaHUI OT IPYIMITbl pucka coctaBui 70%. U3 Hux
BBISIBJIEHO XpOMOCOMHOI#1 matonorvi — 28 (c.[layna — 10, c.9mBapa-
ca — 10, c. [Taray — 3, c.lllepemiesckoro—TepHepa — 3, npyrue Xpo-
MOCOMHBIe aHOMaIUU — 2). Dh(HEKTUBHOCTH MMPEHATAIEHOTO KapHo-
tunupoBanus o PC (5) cocraBuia Mo KOMOMHUPOBAHHOMY CKPH-
HuHTY — 24,3%. Kpome TOro, BHe CKPUHUWHIA BBISIBIICHO XPOMOCOM-
Holt matojiorun — 5 (c.Jlayna — 2, c.DnBapaca — 1, apyrue Xpomo-
coMHble aHoMau — 2). T.e., Bcero BbIsiBIeHO npeHaTanbHo B PC(S)
— 33 ciyyas. Bece GepeMeHHOCTH TIpepBaHbl MO PELICHUIO CeMEii.

C npoBeneHreM KOMOMHUPOBAHHOTO MPeHATAILHOTO CKPUHUHIA
MOBBICUIACH 3(P(HEKTMBHOCTL BBISIBICHUSI XPOMOCOMHBIX aHOMAJTHIA,
YBEJMYMIIOCH KOJIMYECTBO XOPMOHOMOIICHUIA B CBSI3U C PAHHUMU BbISIB-
JICHUSIMUA 3XOTpahUIeCcKNX U OMOXUMHUIECKIX MapKEPOB.

Taxke MosiBUIIACh BOBMOXKHOCTD A bepeHInaTbHON AUarHo-
CTUKU XPOMOCOMHBIX M1 MOHOT€HHBIX 3a00JieBaHUIi, B YaCTHOCTH,
¢ 3M-cuHapoMoM (ayTOCOMHO-pELIeCCUBHOE 3aboJieBaHUE), TIPU
KOTOpOoM B | TpuMecTpe 6epeMEeHHOCTH HAOJII0AAeTCsl yBeIMUeHe
BOPOTHHUKOBOTO TIPOCTPAHCTBA, HO B OTJIMYME OT XPOMOCOMHBIX 3a-
0oJIeBaHUI BO BCEX CIydasx OTMeYasiCsl HU3KUH PUCK XPOMOCOM-
HOU aHOMaJIMK 10 KOMOMHUPOBAHHOMY IPEHATATbHOMY CKPUHUH-
ry. B cBSI3M ¢ 9TUM TIpM yBEIMYEHUN BOPOTHUKOBOTO TIPOCTPAHCTBA
y GepeMeHHbBIX, HEe BOILEIIIMX B TPYIITY BBICOKOTO PHUCKA, MPOBO-
nutcs JJHK-tectupoBaHre Ha HOCUTEIBCTBO 3THOCTCLIM(UISCKUX
MOHOTEHHBIX 3a00JIeBaHUI CYNPYTOB, 9KCIIEPTHOE YJIbTPAa3ByKOBOE
HCClIeIOBaHNE B Pa3MUHbIe CPOKU OEPEeMEHHOCTH Ul UCKITIOUe-
HMsI BPOXKAEHHBIX MTOPOKOB Pa3BUTHSI TLIOA.

AHaJIM3 NPUYHMH OTKA30B OT MHBA3HBHOIM
NPEHATAJIBHON JUATHOCTHKH JKEHIIUH U3 IPYNIbI
BBICOKOIO pUCKa N0 XpOMOCOMHBIM aHOMAJIMAM IIOAA
B MOCKOBCKO# 00J1acTH

Kyuenro JI.A. L2, Toaomybos I1.A.1, Hucesckaa B.JI.°

I TBOY JI1O PMAIIO Munsdpaea Poccuu, e-mail mrrem@mail.ru
2 Tocyoapcmeennoe 6rodaucemmoe yupexcdenue 30pagooxpanenus Moc-
Koeckotll obaacmu «Mockogckuil 061acmHoll HAy4HO-Uccae008ament-
CKUU UHCIMUMYM aKyuepcmed U uHeKo102uu»

3 @edepanvhoe 20cydapcmeentoe Grodcemuoe nHayumoe yupexcoerue
«Meduko-eenemuueckuil HayuHblil YeHMpP»

ITporpaMmbl MpeHATATLHOTO CKPUHUHTA BCE 1LIMPE MCIONb3YIOT-
Cs B TIPAKTMYECKOM 3/IPABOOXPAHEHWH, B HMX YYaCTBYIOT €XETOIHO
COTHM TBICSIY YEJIOBEK, M BCE OOJIbILE CEMEWMHBIX Map CTaIKUBAIOTCS
C HEOOXOIMMOCTBIO TIPUHUMATh BaXKHBIE PEILICHHS, OCHOBBIBASICh Ha
MOJTyYeHHOI TPH TeCTUpOBaHUU MHGopMalmu. [IporpaMMbl mpeHa-
TAJILHOTO CKPUHMHIA SIBJISIIOTCSI TTPEAMETOM ILMPOKOTO OOIIECTBEH-
HOTO OOCYXXIEHHUsI M3-32 OMAceHUs] HapyllIeHUs TIpaB ¥ CBOOO. JIO-
NIeid, OTTAaCHOCTY TIPUHYXICHUS [UISl pelIeHHs eBIeHUYECKUX 3a/1ay.

OCHOBBIBAsICh Ha MIPUHLIMIIAX MEIUIUHCKOM 3TUKH, TIPU MPO-
BEIEHUU CKPUHUHTOBBIX ITPOrPaMM PEKOMEHIYETCsl 00ECTIeYUTh €
y4aCTHMKAM PaBHYIO JOCTYITHOCTb, TIOJHYIO M HEMpPEAB3SITYI0 UH-
dopmanmio o 1essx, crnocodax MpoBeieHUs 00CIeTOBAHUS U €T
MOCJEACTBUSIX [UISl TAlMeHTa, T0OPOBOJILHOCTH y4acTHsi B IPO-
rpaMMe M BO3MOXXHOCTb OTKA3aThCsl OT MPOBEICHUS TeCTa.

MaccoBoe obcnenoBaHne OepeMEeHHBIX KEHILMH 11O TPorpaMme
paHHETro MpeHaTaIbHOTO CKPMHMHTa B MOCKOBCKOM 00J1aCTH Hava-
snock B 2011 1., 32 2011—2013 rr. o6cnenoBaHo cBbiiie 150 000 xeH-
H (0koJj10 70% OT Bcex GepeMeHHBIX, TIPOKUBAIOLINX B PETHOHE).
B rpynmy pucka mo xpomocoMHoii maronoruu (puck 1:100 u BbIiie)
ouwu 2380 xeHiuH, 1668 u3 Hux (70%) NpoLUTM MHBa3UBHYIO
MMarHocTuky. [TpoBenéH npenBapuTeIbHbIM aHAIU3 MPUUMH OTKA-
30B OT MHBa3WBHOM MpeHATaIbHON AMAarHOCTUKK 416 XeHIIMH Oe-
PEMEHHBIX KEHIIWH W3 TPYMIbl BBICOKOTO PUCKA, MPOXKMBAIOIIMX
B MockoBckoit obiactu, 3a nepuon ¢ 19.12.2012 mo 28.10.2014.

IpuunHb 0TKAa30B (HOPMYIMPOBATIKCH KEHIIMHAMU CaMOCTOSITE-
JILHO, 3aTe€M OTBEThI MALIMEHTOK ObLIM MepedopMyIupoBaHbl (He UH-
TePIPETUPOBAHBI) TSI OTHECEHHsI B COOTBETCTBYIOIIIYIO rpyry. [Tpo-
BeIEH aHAIU3 PaCTIpeIeNIeHUsT ATUX XKEeHIIMH MO BO3pacTy, MECTY XH-
TEJIbCTBA, COLIMATIBHOMY CTaTyCy, HAJIMYNIO/OTCYTCTBUIO JETei, HAM-
YUMI0/OTCYTCTBUIO OOJIBHBIX JIETel, HATMYMIO/OTCYTCTBHMIO B aHAMHe3e
CIIOHTAHHOTO TMPEPBbIBAHUST OEPEMEHHOCTH U MEIMIIMHCKKUX abOPTOB.
PacripeneneHuie pecrioHneHTOB 1Mo Bodpacty: a0 20 jer — 11 yen.
(3%), 21—30 et — 149 (36%), 31—40 net — 233 (56%), 41 ron u 60-
nee — 23 ven. (6%). BonpIIMHCTBO MPOXKMBaIo B roponax (297 ver.,
71%), B cene npoxuBanu 118 ven. (2%). B BbiGOpke mpeobnananu
cnyxaie (175 wen., 42%), npencraButeny paboumx mpodeccuit
(116 gen., 28%) u nomoxossiiku (105 uen., 25%), 277 gen. (66%) yxe
MMeNu 1eTeit, B ToM uucie 21 ven. (5%) — neTeit ¢ XpOMOCOMHBIMK
AHOMAJIMSIMU, BPOXKIEHHBIMU TIOPOKAMM PA3BUTHSI U APYTUMU 3a00-
nesanusiMu. Y 101 ven. (24%) GbUTH B aHaAMHe3€ CIIOHTAHHbIE MTPEephI-
BaHMsI GepeMeHHOCTH, a 135 ven. (32%) nenanu MeaMUIMHCKKUE abop-
Tbl. Cpeir MPUYMH O0TKa3a OT MHBA3MBHOM NMAarHOCTUKM yallle BCero
Ha3bIBAIM 0OSI3HBb OCIIOKHEHMIA TTpotienypbl — 145 ven. (35%), Hero-
TOBHOCTb TIPUHSTH pELIEHWE B PaHHEM CpPOKe OepeMEeHHOCTH —
91 yen. (22%), pelieHne poxaTh peOEHKA HE3aBUCUMO OT JAMarHo3a —
78 wen. (19%), yBepeHHOCTh, UTO peGEHOK 3m0poB — 55 ven. (13%).
Pexxe HasbIBaIMCH 3ampeT POACTBEHHUKOB — 8 uel. (2%), XenaHue
MpOMTH obCiIeoBaHne B apyroi KimHuke — 4 yven. (1%), 2 ven.
(0,5%) MenuumHcKre potuBoniokasanusi; 12 (3%) pecroHIeHTOB He
cMor chopMyIMpoBaTh MOTMB OTKasa OT IMpoLeaypbl, a 21 uel.
(5%) BbIOpanu TpepbiBaHUe OepeMEeHHOCTH Oe3 MPOBENCHUS] MHBa-
3UBHOM TIporieaypsl. OOpallaer Ha cebst BHUMaHKE, YTO TIPU OTKa3e
OT MHBA3WBHOI MPOLEAYPbI XEHIIMHbI BBIOMPATN MEIMIIMHCKUE U
OBITOBBIE IPUUMHBI, HE CChUIASICh HA PEJIMTMO3HBIE M OTUUECKUE YCTa-
HOBKU. BbICOKast T0JIsT KEHILUH, UCTIBITHIBAIOLIMX CTPAX OCIOKHEHMIA
U HE TOTOBBIX K MPUHSTUIO PEILIEHMST, MOXKET CBUIIETEILCTBOBATD O JIe-
(ekrax MHGOPMALIMOHHON M TICHXOJIOTMYECKON COCTABISIIOLIMX Me-
JIMKO-TEHETUYECKOTO KOHCY/IETUPOBAHUSI, TPEOYIOLIUX JIOTIOTHUTE b~
HOI TIONrOTOBKM Bpauyeii-reHeTUKOB U, BO3MOXKHO, MPUBICUYCHUS
B psiie CJIyyaeB MCUXOJIOTOB.

Paboma evinoansnace npu noddepicke PODU (npoexm 13-06-00710)
u PTH® (npoexm 15-03-00822)

K Bompocy 06 3¢eKTHBHOCTH PaHHETO MPEHATAJILHOTO
CKPHHUHTA Ha TeppuTopun MBaHOBCKOIi 001acTH

3aiiuesa E.C., Apmemuueea HU.JI., Kyroea T.II.,
Kymoeas E.U., Pamnuxosa C.IO.

OI'BY «Hsanoeckuti HUHU mamepuncmea u dememea um. B.H. [o-
pookosa» M3 PD
153045, e. Heanoso, ya. [lobedwt, 20, e-mail: ivmedgen @mail.ru

B wuensix moBblineHUsT 3(h(HEKTUBHOCTH MPEHATATBHOTO BhISIBIIC-
HUST BpOXKIEHHBIX MTOPOKOB pa3Butust (BITP) 1 XxpoMocOMHBIX aHOMa-
it ¢ 2010 1. Ha Tepputopumn Poccuiickoii Denepaiu B paMKax
Hanmnpoekra «3m10poBbe» OCYILLECTBISICTCSI paHHUI TpeHaTaIbHbBIN
ckpuHuHT (PTIC), Brimouarommii Y3UW skcriepTHOTO YpOBHSI, HCCIe-
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JIOBAHWE MATEPUHCKUX CHIBOPOTOUHBIX MapKEPOB XPOMOCOMHOIA Ma-
tonoruu (PAPP-A, $-XI'Y), 06paboTKy MONYyYeHHBIX TAHHBIX C TO-
MOILIBIO TTPOrpamMMBbl «Astraia», ayaut. BaHOBCKast 00J1acTb BKIIIOUM-
JIach B 3TO HarpapjieHue B KoHiie 2012 r. MBI mpoaHaIM3upoBaii pe-
syabTathl PI1C 3a 2 roma (2013—2014). IporieHT oxBaTa MalMeHTOK
paHHUM TIpeHaTaJIbHBIM CKPUHUHIOM, BCTABLIMX Ha y4€T B | Tpume-
ctpe GepemeHHOCTH, coctaBia B 2013 1. 87%, B 2014 1. — 97% (s
cpaBHenwust, B 2012 r., T.e. 10 BHeapeHust PITIC — Bcero 75%). Ipo-
LIEHT OXBaTa OMOXMMMYECKMM CKPMHUHIOM B pamkax PIIC — 99%,
YTO 3HAYUTEJIHHO BHIIIIE, YeM B MPEIbIIYIIIE TOIbI, KOTIa UCCIIeI0Ba-
HUE MaTEepPUHCKMX CHIBOPOTOUHBIX MapKEPOB TMPOBOAMIOCH JIMIIb
y 20—30% >XeHIIMH TaHHOTO CpoKa GepeMEeHHOCTH.

AHanu3 nokaszai, 4yTo padoTa B HOBOI cUCTeMe MpeHaTaIbHOM aua-
THOCTUKH TTO3BOJIMJIA 3HAYUTESTBHO YMEHBILIUTh IPYIIITY PUCKa 1O XPO-
MOCOMHOM matosioruu y mwiona (B 2012 r. oHa coctaBuia okono 20%,
B20131. — 0,7%, B 2014 1. — 1,1%) 1 TeM caMbIM CHU3HTb YUCIIO HEO-
OOCHOBAHHBIX MHBA3UBHbIX BMEILATEILCTB. 3HAYUTELHO MOBBICUIIACH
3(h(HEeKTUBHOCTb IPEHATAILHOTO BBISIBJIEHUSI XDOMOCOMHOWM MATOIOTMH
®2012 1. — 12,7%, B 2013 1. — 37,5%, B 2014 1. — 23,4%).

Bo3pociio 4yucio BBISIBICHHBIX aHTEHATATbHO JICTAIBHBIX U
TpyaHo Koppurupyembix BITP (B 2012 . — 9, B 2013 r. — 15,
B 2014 r. — 195).

CBoeBpeMeHHast iMarHocthka Tsokenbix BITP v smumuHarms mio-
noB ¢ TsokembiMu BITP 1 XpoMOCOMHBIMI aHOMATHSIMU BHECITH CYIIIe-
CTBEHHBII BKJIaJI B CHYDKEHME MTOKa3aTeeil MIaIeHYeCKOl CMEPTHOCTH
B MBanoBckoii obmactu (B 2013 1. Ha 2,3%o0, B 2014 1. — Ha 2,7%o0).

Crapbie 3200Tbl 1 HOBbIE ITHIECKHE MPOOIEMBI
B MPEHATAJbHON JUATHOCTHKE

Huceeckaa B.JI.

Dedepanvroe eocydapemeenoe Olo00xcemnoe Hayuroe yupencoerue «Me-
OQuK0-eeHemu4ecKull Hay4Hbll YeHmp»,
115478, Mockea, ya. Mockeopeuve, 0.1, e-mail izhevskaya@med-gen.ru

B nocnenHee BpeMsi akTMBHO Pa3BUBAIOTCSI HOBBIE TEXHOJOTUU
MpeHaTAIbHON M MPEeUMILIAHTALMOHHOM IMarHoCTUKU. B npakTuke
yXe UCTONb3YyeTcsl HeMHBA3MBHasI peHaTabHasl IMarHOCTUKA MaTo-
Joruu 1ioza mytem aHanmsa JJHK tutona, BeigeeHHOM 13 ChIBOPOT-
KU KPOBM OEpeMEHHOI XXEHIIMHBI (B MEPBYIO O4Yepelb CHUHIPOMA
JMayna). Takoe uccienoBaHue MO3BOJISIET MOJYYUTh MHGOPMALIMIO O
3[0pOBbe TUI0/Ia O€3 prcKa MoTepyu GEPEMEHHOCTH B pe3y/ibTaTe WH-
Ba3MBHOI MPOLIENYPHI JUIs MTOJYYEeHUs] MaTepuraa Juls FeHETUUEeCKO-
ro aHanu3a. [Ipr 3TOM BaXXHO MOHMUMATh, YTO HEMHBA3UBHOCTD MPO-
LieIypbl He TO3BOJISIET M30eXaThb dTUYECKUX MpodJieM, CBOMCTBEH-
HBIX TIPEHATAIbHOM TUarHOCTUKE, CBSI3AHHBIX C OMHUM M3 TJIABHBIX
CJIENICTBUI MPEHATATbHOM NMAarHOCTUKU — abOpTOM TMOPaXEHHOTO
miona. [Toatomy ocoboe BHUMaHME OOKHO OBITH YAEIEHO IMpeno-
CTaBJIEHUIO TMalMeHTaM Herpens3saToil uHdopMauu, nHHOPMUPO-
BaHHOMY COIJIACHIO ¥ MH(DOPMUPOBAHHOMY BBHIOOPY MPU UCTIOIb30-
BaHUM HEMHBA3UBHOM MpPEHATATbHOM AMarHOCTUKU. MHOTMMU 9KC-
MepTaMu yKe BbICKa3bIBAIOTCSI OMACEHMSsI, UTO OJaroaapsi UCIob30-
BaHUIO HEMHBA3UBHBIX METONOB BO3MOXHO YBEJIMUEHUE UCIIOIb30-
BaHUS MPEHATATbHON JAMATHOCTUKKA B HEMEIMIIMHCKMX LIEJSIX, Ha-
npuMep, UIsl cesleKUnu 1o nojy. [IpuMeHeHne HOBBIX TeXHOJIOTHIA
TEHETUYECKOTO TECTHPOBAHMSI MPUBEJIO K MU3MEHEHUIO UX TIPABOBOTO
peryJMpoBaHMs B HEKOTOPBIX 3amaaHbIX cTpaHax B mnpeHaraib-
HOI/TIPeMMIUIAHTALIMOHHOM AMATHOCTHUKE MCIOJIb3YIOTCSl HOBBIE Me-
TOJbI aHAIM3a TeHOMa (MUKPOMATPUYHOIO aHajiu3a, CeKBEHUpPOBa-
HMsI TeHOMa HOBOT'O TIOKOJIeHUs1). HOBbIE TEXHOJIOTMU UCCISIOBAHMS
TreHOMa B COYETAHUU C COBPEMEHHBIMU PETPOAYKTUBHBIMU TEXHOJIO-
UMK (9KCTPAKOPIOPAIbHOE OIUIOAOTBOPEHUE, TMPEUMILIAHTALIN-
OHHasl MarHoCTHKa), IpeiiaraeMble OOLIECTBY, CO3MAIOT HOBbIE
9TUYECKHUE BbI30OBbl. BHMOTEXHOJIOTMUYECKME KOMIMAHMM HAYMHAIOT
npejiaraTb TECTUPOBaHUE [UIs1 BBIOOpA AeTell ¢ 3alaHHBIMU MTPU3HA-
kaMu. HoBbIii aTan AMCKycCUM 00 STUYHOCTH NMPUMEHEHMUS] HOBBIX
TEXHOJIOTUI CBSI3aH C TMOTEHUMAIbHBIM MPUMEHEHUEM TEXHOJIOTUI
penakTUpOBaHUsI TeHOMa dMOPHOHA JUIsl «MCITPABICHMsI» TeHeTHYe-
CKMX 1e()eKTOB. DTU BbI30BbI JAIOT HOBbIE MOBOJbI TSI AUCKYCCHIA O

TOM, KAaKO€ I€HETUYECKOE TECTUPOBAHUE IIOJIE3HO, a YTO CJICAYET
IIpU3HaTh 9TUYCCKN HCTIPUEMJICMbIM.

Paboma evinoansnace npu noddepiucke PODU (npoexm 13-06-00710)
u PTH® (npoexm 15-03-00822)

YyBCcTBUTEIBHOCTh M CrieH(PHUIHOCTD METOAA
KoJimyecTBenHoi uyopecuentHoi ITITP
B MPEHATANbLHON THATHOCTHKE AHEYNIOUAMIA

Kaaawmnuxosa E.A., Bockoboesa E.IO., Cyoaroea E.B.,
Jasvidosa O.H., Heanrwk A.C., Cemenosa E.A.,
Ileemrosa T.I., Koxapoeueea C.H.

TBY3 MO MOHHHAI, Mockea, 100101, Ilokposxa 22a
E-mail: elenakalash@yandex.ru

MHBa3MBHYIO NpeHATaIbHYIO TUAarHOCTUKY IPOBOAMIN OepeMeH-
HBIM JKEHIIMHAM TPYIIbI BBICOKOTO PUCKA, C(OPMUPOBAHHOW TP
MacCOBOM paHHEM KOMOMHMPOBAaHHOM CKpUHUHIEe | TpumecTpa Oe-
peMeHHOCTH B MOCKOBCKO# obsactu. Llenbio uccnenoBaHust sIBIisi-
JIOCh OTpenesieH!e YyBCTBUTEIbHOCTU U CIIELIM(UYHOCTY METO/IA KO-
ymyectBeHHou duyopectienTHoi [TLIP (K®-TTLIP) B onpeneneHun
HauboJjiee YacThIX aHeYIIOUAMI B MpeHaTalbHOM Iepuosne (Mo Xpo-
mocomam 13, 18, 21, X, Y) B 1251 ob6pa3iie mIomHOTO MaTepuaa.

K®-ITLIP ocHoBaHa Ha aMILIM(pUKALMKA TOTUMOPGHBIX MUKPO-
CaTeJUTMTHBIX yyacTKOB XpoMocoM (STR-10kycoB) ¢ momoriipto diryo-
PECLEHTHO-MEUEHBIX TMpaiiMepoB M TMOCHSAYIOIUM (parMeHTHBIM
aHaym3oM rponykTtoB [TLIP Ha reHeTMUecKoM aHanmmM3atope. Bamimm-
PYIOLIMMU METOAAaMM TSl KKIOr0 00pasia sIBISUTMCH METO/bI CTaH-
NMAPTHOTO KapuoTUIHMPoBaHUs (n = 1251) 1 JOTIOJTHUTEIBHO TT0 TTOKa-
3aHUSIM — (DIIyOpPECLIEHTHOM rubpuausanuu in situ (n = 27).

B Tabnuiie npencTaBaeHbl pe3yIbTaThl MO0 YYBCTBUTEIBHOCTH U
crieunduunocty meroma K®-TIHP 3a mepmon 2011—2013 rr.
C TIOJTHBIM aHAJIM30M MCXOJI0B OEpEeMEHHOCTH.

BbisiBNIEHHbIE N YyBCTBU- JINnP Cneun-

aHeyrnonann TEJIbHOCTb burYHOCTb
Tpucomus 21 241 99,2% 0,1% 99,9%
Tpucomus 18 110 99,1% 0,0% 100%
Tpucomusa 13 33 100% 0,08% 99,9%
ﬁ:i‘g@g‘gggw Xy | 114 98,2% 0,16% 99,8%

Meton KO-ITLIP noka3biBaeT BHICOKYIO CTEIEHb YYBCTBUTEIb-
HOCTH U CIelM(PUIHOCTU, HUZKKE JIOKHOTOJIOXUTEIbHbBIE Pe3yib-
tathl (JITIP) u mpuemieM B HauOOJIbIICH CTENEHU Ul OBICTPOrO
aHa/M3a aHeyIUIOMIW B OTCYTCTBME BO3MOXKHOCTH OIPEICIUTh
MOJIHBII KAPUOTUII TUI0AA IPYTMMHU METOAAMU U LTSI TOATBEPKACHMUSI
pe3y/IbTaTOB HEMHBA3MBHOIO TECTa MO 5 XpOMOCOMaM.

Ipu Ha3HaYeHUM AAHHOTO UCCJISIOBAHUS B MPEHATAILHOM T1e-
pYoJie U UHTEPIIPETALIMK €r0 Pe3yJIbTaTOB MPH MEANKO-TeHeThYe-
CKOM KOHCYJIETUPOBAHUU CJIEyeT YUUTHIBATH OTPAHUUCHUS JTAHHO-
ro MeTojIa MPU PasIMYHbIX CIydassXx MO3aulM3Ma, KOHTAMUHALIUN
MaTePUHCKUMM TKAHSIMM, TICEBIOMO3auIIM3Ma (MPU aHATU3e KYJIb-
TYp KJIETOK), TETPAIJIOUINU U XPOMOCOMHBIX TIPECTPOEK.

CoBpeMeHHBIE BO3MOKHOCTH NPEHATAILHOM
JMATHOCTHKY TPH YBEJMYEHUH TOJIHHBI
BopoTHHKOBOro nmpocrpanctea (TBII) y miona

Kapemnurxoea H.A., Exumosé A.H., bapanoea E.E.,
baxapee B.A., Tpogpumos JI.10., I'yc A.U.

OI'BY «Hayunvii yenmp axywepcmea, 2unekoro2uu u nepuHamono-
euu um. akademuka B.U. Kyrakosa» Munucmepcmea 30pasooxpane-
nus Poccutickoti @edepayuu, 117997, 2. Mockea, ya. Akademurxa Ona-
puna, 0. 4, e-mail: n_karetnikova@oparina4.ru

OmHUM U3 3HAYUMMBIX 3XOrpahuyecKuX MapKEPOB XPOMOCOM-
HOW TMAaTOJIOTMH TUTONA SIBJISIETCS] YBEJIMYCHUE TOJIIMHBI BOPOTHU-
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koBoro npoctpaHctBa (TBIT). Yeennuenue TBIT — He mokazaHue
K TIpepbIBaHNI0 OEPEMEHHOCTH, a OCHOBAHME K MHBAa3MBHOM Mpe-
HaTaJbHOM AMAarHOCTUKE KapuOTHUIIA TUI0JA, KOTOPBI MOXET ObITh
KakK HOPMaJIbHBIM, TaK U MaTosornyeckum. OmIHAKO qaxke Mpu HOp-
MaJIbHOM XPOMOCOMHOM Habope, MO JaHHBIM LIUTOreHETUYECKOTO
aHaJin3a, BO3MOXHO poXIeHHe peOEHKaA C 3aIepXKON U MOPOKaMHU
pa3zBuTus. B Hacrosiiee Bpemsi pa3paboTaHa METOIMKa CPaBHMU-
TenbHOU reHoMHol rubpunusanuu (aCGH), kotopast mo3BossieT
BBISIBJISITh JISJIELIMU WM JIYTUIMKALMKM TeHETMYeCKOro MaTepuaia
paszmepom 10 20 pa3 MeHblIlIe, YeM BbISIBJIsIEMbIe CTAHIAPTHBIM Ka-
PUOTUITUPOBAHUEM.

Llenb: orpenesneHne NUArHOCTUYECKON 3HAYUMOCTU YBEJIUue-
HUS pa3Mepa BOPOTHUKOBOI obactu miona. Oo6ciaenoBaHbl 244 Ge-
peMeHHBIE XEHIIWHBI C YBEIMYCHUEM Y IIo[Aa pa3Mepa BOPOTHU-
KOBOI1 00jacTy 2 MM U 0OoJiee, M30JMPOBAHHOE WM B COUYETAHUM
¢ IPyTUMU OCOOEHHOCTSIMU eTo (DeHOTHTA, BhIsIBJIeHHOe Tipu Y3U
B | TpumecTpe 6epemeHHoCTU. B rpynmy cpaBHeHus Bouuio 21 Ha-
OytofieHWe, The KCHIIWMHA W/WIM CYIPYT SIBJISUTUCH HOCHUTEISIMK
XPOMOCOMHBIX aHOMAJIM{ WM T€HHBbIX MyTaumit. O6caenoBaHue
ocywectiasid B 11—14 (n = 232) winu B 17—20 (n = 33) Henenns Oe-
PEMEHHOCTH.

Meroabl — HEMHBa3HMBHbIE: OOLICKIMHUYECKNE; CKPUHUHT
I TpumecTpa GepeMeHHOCTH — dXorpadusi, UCCIeI0BAHUE ChIBOPO-
TOYHBIX MapKEPOB, KOMITbIOTEPHBIN aHAJIN3; LIMTOTEHETUYECKUIA
aHaJIN3; CpaBHUTEJIbHASI TEHOMHAsi TMOPUIM3AIUsl Ha MUKPOUYUTIAX
SurePrint G3 Human CGH Microarray Kit, 8x60K, (Agilent,
CILA); v ”HBa3MBHBIE: BHYTPUMATOYHbIE BMEIIATEIHCTBA C LIEJIBIO
MOJYYSHMsI XOPUOHA, TIaLEHTbl, aMHUOTHYECKON KUIKOCTH.

HapyiieHust KapuoTuiia Mpu IIUTOTEHETUYECKOM MCCIIen0Ba-
HUM BBISIBJIEHBI B OCHOBHOI1 rpyrire B 26,2% (n = 64): tpucomust 21
— 37 nabmonenuii, 18 — 11 Habmonenuit, 13 — 4 HabmoneHus,
HapylIeHUsT KOJMYeCTBa X-XpoMocoM — 4 HaOmoaeHus, Hecba-
JIAHCUPOBAHHbBIC CTPYKTYPHbIC TIEPECTPOIKY de novo — 6 Habmoe-
HUi. B rpymnrme cpaBHeHUSs y II0a XKEHIIMHbI-HOCUTEIbHULIBI PO-
OGeprcoHoBcKol TpaHcinokamu 45,XX,der(13;14);(q10;q10) nua-
THOCTUPOBAH KapHWOTUI aHaJOTMYHbBII MaTepuHCKOMYy. MeToaom
aCGH nononHuTensHO 06cienoBaHo 16 GepeMeHHBIX KECHIIMH
C aHOMaJIbHBIM KapuoTuriom mioga (rpymma Nel), 20 — ¢ Hopmaib-
HbIM (rpynmna Ne2) u 21 nainueHTKa U3 rpynrbl cpaBHeHUs (rpyrna
Ne3). B rpynme Nel pesynbTaThl MOJEKYISIPHO-TEHETUYECKOTO M
IIMTOTEHETUYECKOTO MeToma coBnananu. B rpymme Ne3 meromom
aCGH xpomMocomHas nepectpoiika 45,XX,der(13;14);(q10;q10) He
OblTa OOHapyXkeHa, TaKk KaK MMeJics COaJlaHCHPOBAHHBIN KapHo-
THUII, Y OCTAJIbHBIX TUIOJOB ObUIM BBISIBJIEHBI TOJBKO J0OPOKAYECT-
BeHHbIe Bapuaruu uuciaa Korwmit JJHK (copy number variation —
CNV). B rpynme Ne2 y Tpéx mioaoB BeisiBlieHbI TaToreHHbie CNV,
B TOM YKCJIC BBISIBJIEH paHee ONMMCAHHBI CMHIPOM MUKPOACTCIIMIA
13q31.3q34, accouuMMpoBaHHBIN ¢ TPYOBIMU TOPOKAMU DPa3BUTHUSI
B couetaHuu ¢ ayrumkaunueit 10q26.11q26.3. Meton aCGH mnipeo-
JI0JIEBAeT HEKOTOPbIE OrPaHMYEHMsI CTAHIAPTHOTO KapUOTUITMPO-
BaHUS U MOXET OBITh MOJIE3eH TIPU AMATHOCTUKE MUKPOXPOMOCOM-
HBIX aHOMaJIMii y T1010B ¢ yBeaudeHueM TBII mpu ero HopMmaib-
HOM KapHuoOTHIIE.

CranaapTbl OMOXMMMYECKOTO CKPHHHHIA
B 1-M TpumMecTpe OepeMeHHOCTH

Kaweesa T.K.

OI'BHY «Hayuno-uccaedosamenvckuil uHCmumym aKywepcmed, 2u-
Hekonoeuu u penpodykmonoeuu um. /I.0. Ommar», Cankm-Ilemepoype

B asrycte 2014 r. B KazaHu ObLIM MOABEACHBI MSTUIETHUE
WUTOTU BBIMOJHEHUs TeppuTopUaibHON MPorpaMMbl, HarpaBieH-
HOM Ha BHEAPEHUE B PerMOHaX CTPaHbl KOMOMHUPOBAHHOTO CKPU-
Hunra (KC) (0rnoxumMuueckoro v yJabTpa3ByKoBOro) B 1-M Tpume-
ctpe 6epemeHHocT. Takoit KC nHavyan BHeapsitbess B CaHkT-Ile-
Tepoypre ¢ 2003r. B pesynbrate npumeHeHus KC B psiie peruoHoB
P® ormeueHO 3HAYMTENBHOE MOBbILICHUE 3(DPEKTUBHOCTH Ipe-
HatajabHOU nuarHoctuku (I1/]) mpu ycioBum ctpororo cobrome-

HUST ONIPEICIEHHBIX CTAHAaPTOB OMOXMMUYECKOTO U Y3 CKPUHUH-
ra. Pa3o0meEéHHOCTh NeMCTBUI CIEIMaTNCTOB Y3 M aKyLIepCKOi
CIyk0 M OTCYTCTBME CTaHAApPTOB TPUBOAUT K CYIIECTBEHHOMY
cHkeHu1o 3 dekTuBHOCT KC, K yBeTMUEHUIO YMCIIa JTOXKHOIIO-
JIOXKUTEIBHBIX U JIOXXHOOTPULIATEIbHBIX pe3yabTaToB. [Ipu Hamu-
YUU COBPEMEHHBIX aHAJIM3aTOPOB OCHOBHASI MTOTPELTHOCTh B O1O-
XMMMUYECKOM CKPMHMHIE BO3HMKAeT 3a CUET OIIMOOK ompejee-
HUSI cpoka GepeMeHHOCTU. CBeCTM K MUHUMYMY BIIUSIHUE DTOMU
MOTPELIHOCTH MOXKHO TMOCTOSIHHBIM KOHTPOJIEM W KOppeKluen
MeInaH, TU00 C ITOMOIIBIO XKECTKOTO COOMIONEHUS CTAaHAAPTOB Y3
usmepeHuit. CTabMIbHOCTb U3MEPEHHU s TOILIMHBI BODOTHUKOBOTO
MPOCTPAHCTBA U PETUCTPALIUST IPYTUX Y3 MapKEPOB XPOMOCOMHOM
MaToJOrMK Y TUIOJA TMOSIBJISIETCS TOJILKO MOCe OOJIBbIIOTO Yucia
CaMOCTOSITEIbHBIX M3MEPEHUI, MO3TOMY HEOOXOMUMBI TOCTOSIH-
Hble TPEHUPOBKY CIIELMANNCTA, ayAUT U3MEepeHUit Y3 napameTpoB
Ha JIOCTATOYHOW BBIOOPKE MAllMEHTOB ¢ KOHTPOJEM KayecTBa CO-
XpaHEHHBIX M300paxkeHUi. BaxkHyl0 pojib UrpaeT BHIOOp KpuUTe-
pusi, IO KOTOPOMY Pe3yJIbTaThl CKPMHUHTA OYIyT CYUTATBLCS MOJI0-
SKUTETbHBIMU (TTALIMEHTKU HYXXAAI0TCS B IOTTOJHUTEILHOM 00cIie-
NOBaHWM) WM OTPHULATEJIbHBIMU (TIALIMEHTKU HE OTHOCUTCS
B IPYIITY MOBBILIEHHOTO PUCKa XPOMOCOMHOM MaTOJOTUHU TJI0/A).
To4yHOCTb pe3ynbTaToOB OMOXUMUYECKUX U Y3 M3MEPEHUI, BBICO-
Kasi KBaMduKaus crenuantucTa B 00JacTu MpeHaTajlbHOro KOH-
CYJIbTUPOBAHUSI TIO3BOJISIET YMEHBILUTDL Pa3Mep TPYIIIbI BBICOKOTO
pucka 10 1—3% u, COOTBETCTBEHHO, CBECTH K MUHUMYMY YHCIIO
HEOOXOMMMBIX MHBAa3MBHBIX Mpolenyp. B mokiame mpoBomutcst
CpaBHEHUE Pa3IMUHBIX OMOXMMUYECKUX aHATM3aTOPOB, MPOTPAMM
pacuéra pucka M OLEHKA BJIMSHUS MOPOTOBOrO 3HAYCHUSI pUCKa
Ha 3(DGEKTUBHOCTD BBISIBACHUS TUIOJ0B C XPOMOCOMHBIMU aHOMA-
JIUSIMU.

3nayenne 0OMOXMMHYECKOTO
NPEHATAJILHOr0 CKPUHHHIA
B 310Xy HEMHBA3HBHOWM JHATHOCTHKH

Kaweeea T.K., bapanos B.C.

OI'BHY «Hayuno-uccaedosamenvckuil uHCmumym aKyuepcmed, 2u-
Hekonoeuu u penpodykmonoeuu um. /1.0. Omma», Cankm-Ilemepbype

IIpeHaTanbHbIlI KOMOMHUPOBAHHBIM (OMOXUMMUECKUN U YIbT-
pa3BykoBoit) ckpuHUHT (KC) ctan pyTuHHBIM MeTooM (hOopMUpO-
BaHUsI TP OEPEMEHHBIX BBICOKOTO PUCKA MO POXACHUIO AETei
€ XpOMOCOMHbIMM abeppauusiMu (XA) 1, B IEPBYIO 04Yepeib, C CUH-
npomoM JlayHa. OKOHYATEIbHBIN IUArHO3 YCTAHABIMBACTCS MyTEM
MPOBEICHUS] WHBA3MBHOTO BMEILATEJLCTBA C LEJbIO MOJydYeHUsI
KJIETOK TJI0/Ia M aHAJIM30M ero KapuoTtuna. HecoMHeHHO, cyllecT-
BYET OINpee€HHbII PUCK MpepbIBaHUSI OEPEMEHHOCTH TMOCIe UH-
Bas3uBHOI mpeHaTanbHOM auarHoctuku (MI1J1), omHako ero Beau-
YUHA COMJIACHO HALIeMYy MHOTOJIETHEMY OIIBITY MOCIEIHUM 3apy-
OexxHbIM gaHHbIM He mpesbiinaet 0,1—0,5%. Mcnonb3oBaHue co-
BpEeMEHHBIX Y3 anmapartoB 3KCIEpTHOTO Kjiacca B COYETAaHUM
¢ OMOXMMHMYECKHM aHaJu30M MapKEPHBIX OCJIKOB B CBHIBOPOTKE
KpOBM OepeMEeHHON B YCJIOBHUSIX NMPUMEHEHUs! YETKO pa3paboTaH-
HbIX cTaHaapToB KC 1 aBTOMaTnyeckrux KOMIbIOTEPHBIX TPOrPaMM
pacuéra pucka rno3goJsier 1octuub addekrnsHoctu KC B paHHuUe
cpoku G6epeMeHHOCTH 10 90—95% (TIpU CHUXKEHMU YKCa JOXHO-
MOJIOKUTENIbHBIX pe3yibraToB 10 1—1,5%). Haunnas ¢ 90-x rogos
MPOLLIOr0 BeKa MPEANPUHUMAIMCh MHOTOYMCICHHbIE TOMBITKU
BbIIEJICHUSI KJIETOK, a T03Ke — HYKJIEMHOBBIX KUCJIOT TUI0/A, HAXO-
JSIIIMXCS B KPOBOTOKE OepeMeHHOW. HenHBazuBHasi TEXHOJIOTHs
OOHapyXeHUs «JIUILIHEe» XpoMocoMbl 21 y miona U caMma HeMHBa-
3uBHasl mpeHataiabHas auarHoctuka (HUIII) crana peanbHO#l u
Hayvasa akTUBHO pekyiamupoBaThest ¢ 2011r. K Hacrosiiemy Bpeme-
Hu B CIIIA, Kurtae u 3anagHoit EBponie uncio HUIIJI cocraBnsier
HECKOJIbKO COTEH Thicsiu. BMmecte ¢ TeM aHaiu3 GOJbIIOrO cTaTu-
CTMYECKOTr0 MaTepuasa, CBUICTEJIbCTBYET O TOM, YTO KPOME Heco-
MHEHHBIX TOCTOMHCTB Y 9TOTO METOJA CYIIECTBYET sl OrpaHuye-
Huii (koamyecTtBo (petanpHoii JIHK B KkpoBu mMaTepu, MHOTOIUION-
Hasi 0epeMEeHHOCTb, MO3aULIM3M XPOMOCOM, HAJTUUYUE JIOXKHOOTPU-
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LATEJIbHBIX U JIOKHOMOJOXHUTEIbHBIX PE3yJIbTaTOB M IIp.), HE I0-
3BOJISIIOLIMX JOCTOBEpHO ycTaHoBUTH Hanmune CJ1 y rutoma. Ha ce-
rogHst cumraercsi, uro meron HUIIJ crenyer paccMarpuBaTh Kak
CKPUHUPYIOILINIA, HO HEe TUarHOCTUYECKMil. B mokiane 060CHOBBI-
BAETCs MOJIOKEHHME O TOM, YTO HE3aBUCUMO OT JAJbHEHIINX yCrie-
xoB TexHosornu HUTIJI cTaBimmii yXXe KIacCMYECKUM CTaHIapTOM
npeHataabHoi auarHocTuku Meton KC noskeH ObITh COXpaHeH.
3omoteiM cranmaproM [1J] e Ha HeoInpemeaEéHHO DOJITHI CPOK
COXpaHsIeTCsl U KapUOTUITMPOBAHUE I1JI0JA, JOMOJHEHHOE MPU He-
00XOIMMOCTH, MCCIIEIOBAHUEM MUKPOXPOMOCOMHBIX HapYLICHMIA.
B 3akiroueHue B nokiaae AaH aHanu3 addektruHoctn KC, pesyib-
tatoB UMII[ B Caukr-IleTepOypre m oOCYXIAlOTCSI BO3MOXHOCTU
npumeHeHust HUTI/I B anroputme o0ciieaoBaHusi 0epeMeHHbBIX TO-
pora.

I'eneTyecKmii OMOXMMHUYECKHII CKPHHUHT OepeMEHHbIX B
Pecnyosmke Ka3axcran:
urorn 2014 roga

Kupuxoaeea M.C., Casumbaesa J[.H., Cesamosa I.C.

Pecnybnauxanckas meduko-eenemuyeckas Koucyasmauus, Hayunoil
yewmp akyuiepcmea, eunexosoeuu u nepunamonoeuu M3CP PK
050020, Kazaxcman, e.Aamamoi, npocnekm Jocmoik, 125, e-mail:
respmgk @mail.ru

PecniybnukaHckass Menuko-reHeTuueckass KoHcymbrauust HILI
AT'ull M3CP koopauHupyeT paboTy U KOHTPOJIUPYET IeHeThde-
CKMi1 OMOXMMHUYECKUI CKpUHUHT OepeMeHHbIX B Pecrybnuke Ka-
3axctad (PK). B 2014 r. npeHarajqbHblil T€HETUYECKUI CKPUHUHT
(ITC) npouwu 257517 GepeMeHHBIX, uTo coctaBuio 64,8%. B pas-
nnuHbix pernoHax PK oxsar I1C Bapsuposai ot 36% mo 99%. I1C 1
TpumecTpa mpounu 40,8% GepeMeHHBIX, 2 Tpumectpa — 45,6% u
KOMOMHMpPOBaHHBIA TecT — 13,6% oT 006l1ero KoJmyecTBa Mpo-
CKPUHUPOBAHHBIX OepeMeHHbIX. B rpymimy pucka 1o oTKIOHEHUIO
CBIBOPOTOUHBIX MapképoB (CM) U pa3nnyHBIX COYETaHUI C BO3pa-
cTHBIM (hakTopom (BD) u Y3-mapképamu (Y3M), Bouutn 72,4%
OepeMEeHHBIX OT OOIIEro Yucia 6epeMeHHBIX TPYIIbI pUCKA, U3 HUX
1718 mpouum MHBa3MBHYIO MPEHATAbHYIO TUArHOCTUKY. XPOMO-
coMHast atojorus (XIT) BHyTpuyTpoOHOTO MIoaa Obla AUarHoC-
TupoBaHa B 87 ciydasix (kKoadduumeHnt adpdexkruHoctn MITA
5,1% u 1:20).

B ctpykType nokaszanus wist UITJT otkinonenust CM coctaBuiIn
53,3%, CM+B® — 29,4%, CM+Y3M — 11,1% u CM+B®+Y3M
— 6,3%. HanGonee nMarHOCTUYECKM 3HAYMMBIM JUISI BBISIBICHUS
XI1 rrona 6s1a kombuHanus CM+Bd+Y3M, XI1 auarHotuposa-
Ha B 13,9% cayuvasx (1:7). Couetanue CM+B® u CM+Y3M 6butu
MPaKTUYEeCK paBHO3HauHBI (6,9%, 1:14 u 6,3%, 1:16 cooTBeTcT-
BeHHO). HaumMeHee 3HaunmbiM Obutn CM (2,7%, 1:37).

Bouu nnpoaHanuzupoBanbl MoMbl st CM B 1 1 2 TpumMecTpax
npu noaTBepxaéHHou XI1. Jnst cuaapoma layHa B 1 TpumecTpe
[TATIIT-A xoneGaics ot 0,12 1o 1,5 MoM (cpennee 0,60 MoM),
B-XI'Y ot 0,35 1o 5,0 MoM (cpennee 2,16 MoM), Bo 2 TpuMmecTpe
AODII ot 0,25 mo 2,31 MoM (cpennee 0,91 MoM), B-XI''Y ot 0,8 1o
6,32 MoM (cpennee 2,56 MoM) u HD ot 0,5 1o 2,0 MoM (cpennee
1,02 MoM). [dns cunapoma Dasapca B 1 tpumectpe TTAITII-A Ba-
peuposai ot 0,2 1o 0,82 MoM (cpennee 0,40 MoM), 3-XI'Y ot 0,2
1o 1,13 MoM (cpennee 0,59 MoM), Bo 2 tpumectpe ADII ot 0,49
1o 1,29 MoM (cpennee 0,81 MoM), $-XT'Y ot 0,33 mo 0,84 MoM
(cpennee 0,43 MoM) m HD or 0,5 mo 1,54 MoM (cpenHee
0,97 MoM).

Takum o6pasom, B 2014 r. Hanbosee AMATHOCTUYECKM 3HAUM-
MbIM IS BoIsiBiieHUs XI1 rutoga 6buta komOuHausgs CM + BO +
Y3M u HaubGonee MHGOOPMATUBHBIM CBHIBOPOTOYHBIM MapKEPOM
obu1 B-XI'Y, kak B 1, Tak 1 Bo 2 TpumecTpe 6epemeHHoCTH. LSt 110-
BBIILIEHUS] KAuyecTBa MPEHATaTbHOrO OMOXMMUUYECKOTO CKPUHMHIA
B PK pernonasabHble MEIMKO-TeHETUYECKME KOHCYJIbTAlMU TIPOXO0-
NIAT BHYTPUJIA00PATOPHBINA, MEXJIa00paTOPHBIN 1 MEXIYHAPOIHbBIM
KoHTposb KayectBa (RIQAS, UK).

D deKTHBHOCTH COBPEMEHHBIX METOI0B
J1Ia00paTOPHO# TMATHOCTHKHM XPOMOCOMHBIX HAPYHIEHHUA
B NMPEHATAJILHON IUTOreHeTHKE

Kaumoea M.U., Tuxonosa O.A.

Meourxo-eenemuueckas koncyavbmauusi, bY3 BO BOKbNo]
Boponexc, Mockosckuii npocnekm, 151. e-mail: klimova_mi@mail.ru

[IpeHaTanpHOE KapUMOTUIIMPOBAHUE B Clyyae BBICOKOTO T€He-
TUYECKOTO pUCKa SIBJISETCS 00s3aTe/IbHbIM 3TarloM 00C/IeN0BaHUs
OepeMEeHHBIX XEHLIWH, OJHAKO MCCleOBaHUE KapuOTHUIIa IJIofa
B TIEPBOM TPUMECTPE OOYCIOBUJIO HEOOXOAMMOCTh MUHUMU3UPO-
BaTh CPOKHU €T0 MPOBEACHUS MPU COXPAHEHUU MAKCUMAaJIbHOI 10-
CTOBEPHOCTH.

Lens manHO# paboThl — aHamu3 3P (HEKTUBHOCTHU JTabopaTop-
HBIX METOJOB IMArHOCTMKM XPOMOCOMHBIX HapyllleHUi Yy Tiofa
uurtoreHetnueckumu (ITLIY), MonexynsipHO-LUTOreHETUUECKUMU
(FISH) u MonexyasipubiMu Metogamu (MLPA) B ¢Bsi3au ¢ He0OX0-
MUMOCTBI0 MUHUMU3ALIMK TTPOIOKUTETEHOCTH UCCIIEIOBAHUS TIPU
OTCYTCTBUM YETKO TPEANMCAHHOTO TUATHOCTUYECKOTo ajiropuTma
MPpeHaTaTbHOTO KapUOTUITMPOBAHMSI.

HccnenoBanust kapuortuna BbimojgHeHbl B 2013—2014 rr. Ha
metadasHeix GTG-okpalleHHBIX XpOMOCOMAX, ITOJYYEHHBIX M3
KJIETOK BOPCUH XOPUOHA/TUTALIEHTBI METOIOM «ITPSIMOIi» ITOCTAHOB-
KU, MOJEKYISIPHO-IITUTOTEHETUUECKME — METOAOM HHTepda3Hoit
FISH ¢ uentpomepHbiMu 30HAaMK Ha XxpomocoMbl X, Y, 13, 18, 21
Habopamu Metasystems (I'epmanus). JIHK-uccienoBanust mo BbI-
sIBJIEHUIO aHeyrutouanii o 13,18 n 21 XxpomMocomaMm BBITIOJTHEHBI Ha
renomHoit JIHK Bopcun xopunona metonom MLPA Ha cekBeHaTOpe
AB PRISM 310 nadopamu ¢upmslt MRC Holland (Tosmutanaust) no
npotokonaM (GUpM MPOU3BOAUTENECH.

IIpoBeneno 704 ITLI, 198 uccnenosanuii FISH, 152 uccneno-
BaHust MLPA npy HU3KON MHMTOTHYECKOH aKTMBHOCTH XOPHMOHA,
XPOMOCOMHOM Mo3auiin3me, BoisiBieHo 164 XA, B TOM uucie pery-
JISIpHBIE TpUCOMUM — 126 citydaeB, MoHocoMuu X — 15, Tpuruion-
nuu — 14, Mo3anuHbIe HAapyLIeHUsT — 6, CTPYKTYpHbIe — 5. Pe3yib-
taT FISH He coOTBeTCTBOBaJI IIMTOr€HETUYECKOMY 3aKIIOYCHUIO
B 3 cllyyasix MO3aMYHBIX HapylIeHU mo xpomocoMaMm X, 18 u 21, u
TTO3BOJIWJI BBISIBUTH HU3KOYPOBHEBBIN MO3auln3M 1 nuddepeHIm-
pOBaTh MOHOCOMUIO X-XPOMOCOMBI C apTedakToMm. Tpucomuu mo
xpomocoMam 13, 18 u 21 auarnoctupoBansl MLPA B 18 ciyuasix,
4yTO cornacyercs ¢ pesyiabratamu 111 u FISH,mpoBeneHa uneHTn-
uxanusi cerMeHTHOH MOHOCOMMM JUIMHHOTO Tuleya 18 xpomoco-
Mbl. OMHAKO TPUIUIOMINU, BBISBICHHbIC B 3TOW rpyrine o0cieno-
BaHHBIX B 6 IpeHATaJbHBIX LIMTOTEHETUYECKMX MCCIIEIOBAHUSIX,
metonoM MLPA nmarHocTHpoBaHBI He ObLIN, UTO CBUAETEILCTBYET
0 Hea(bEeKTUBHOCTU METOAa B IMAarHOCTUKE CHHAPOMA TPUILIOU-
nuu. Takum obGpa3om, Hambojee MHGOPMATUBHBIM METOIOM IIpe-
HaTaJIbHOTO KapUOTUITMPOBAHUS SBIISIETCSI IUTOTCHETUIECKUIA, OJI-
Hako ucnonb3oBaHue FISH m MLPA moBbllIaeT HOCTOBEPHOCTD
LIUTOT€HETUYECKOTO MCCIIEI0BAHMSI.

PesyabraTel npoBeaeHns NPeUMILIAHTALMOHHOTO
reneTnyeckoro ckpuaunra (III'C) metomom
CPaBHUTEJILHOI T€HOMHO# THOpHAN3ANNH

Koeaaesa 5.B., Cepeees C.A., 3ununaa FO.M.,
Konosanroe @.A., Mapaxonoe A.B.,
Hcaes A.A., Ilomepanuesa E.A.

000 <«I[T'PM UCKY», 119991, Mockea, ya. [vokuna, 0. 3, kopn. 1;
kovaleva @genetico.ru

[IpeummiaHTalMOHHbIM  TreHeTnyeckKuit ckpuHuHr (I1I'C)
TIPENCTABISIET CO0O0I KOMIUIEKC METOIOB, HAIIPaBJIEHHBIX Ha OIIpe-
JeJIeHMe XPOMOCOMHBIX aHOMAJUMi M MOHOTEHHBIX 3a00JIeBaHMI
y aM6puonoB B 1mmkie DKO-UKCH no ux mepeHoca B TOJOCTh
MaTKHU.

Ha ceronHsiiiHMiA IeHb B MUPE CAMbIM PACIPOCTPAaHEHHBIM 1
HaIEXHBIM METOIOM ISl BBISIBJIEHUST XPOMOCOMHBIX aHOMAJIUIA,
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TaKMX, KaK YMCJIEHHbIC HApylLeHUsI U KPYIHbIe abeppaliiu, sBisi-
eTcsl cpaBHUTENbHAST TeHoMHast ruopuansanus (CI'T) Ha Mukpo-
MaTpuuax.

B na6oparopuu Genetico LI'PM MCKY npumensieTcst aTa Me-
TONMKA.

Oranamu [IT'C-CIT sgBasioTcs: MOIHOreHOMHAsl aMIUIM(UKa-
uus JJHK u3 6uorntara, nojsyyeHHOro oT aMOpuroHa Ha 3-it wiu 5-it
JIEHb €r0 Pa3BUTHS, C MOCTEAYIOIIUM (IIyOPECUEHTHBIM MEUEHUEM
M KOHKYpeHTHoOI rubpunusanueit Ha BAC-uure. 151 Bu3yanusa-
LMY TIpOLLeIIIed TMOPUAM3ALIMY TPUMEHSIETCS JJa3epHOE CKaHMUPO-
BaHME MMKPOMATPUIl M KOMITbIOTepHasi 00paboTKa TMOJTy4yeHHBIX
CHUTHAJIOB OT (hryopecleHTHbIX MeToK. [yt moctaHoBku [1I'C uc-
MOJIb30BAIMCh KOMMEpUYeCcKre Habopbl 24sure NMpOU3BOACTBA KOM-
nanuu [llumina, USA.

C wronst 2013 1. o deBpans 2015 1. B 1aboparopun mpoaHaIu-
3upoBaHo 507 o6pasuos u3 107 nukioB DKO-MUKCH, u3z Hux
109 61actomepoB, MOyYeHHBIX Ha 3-11 IeHb Pa3BUTHS SMOPUOHA, 1
398 06pa3ioB Tpo3KTOAEPMBI, MOTYYEHHBIX Ha 5-i1 1eHb pa3BU-
THst 9MOproHa. CpeaHUil BO3pacT KEHIIWH, 00paTUBIIUXCS 3a T0-
Molbio B ieHTpsl DKO, 38 nert.

B pesynbraTe npoBeeHUsI TeHETMYECKOTO CKPUHUHTA J0JIsI BbI-
SIBJIEHHBIX 9MOPUOHOB C HOPMAJIbHBIM KAPUOTUIIOM, KOTOPbIE MPU-
TOIHBI IS TiepeHoca, coctaBuia 38,8% (197).

JloJist SMOPHOHOB C aHOMAJIBHBIM KaproTurioM 52,5% (266), u3
HUX y 83,4% (222) oGHApYyXeHO HAapyIIEHUE YUCIEHHOCTH XPOMO-
coM U Yy 6,4% (17) U30IUpOBaHHbBIE CETMEHTAPHBIC JENELUN WU
NYTUTUKALIY.

[onst SMOPMOHOB, 1O KOTOPHIM ObLIa ITOJlyYeHa HEeTloHasT WH-
¢opmaiius (0ObBIYHO OTCYTCTBUE AAHHBIX IO OAHOM U3 23 map Xpo-
MocoM) cocraBmia 5,9% (30).

Taxum 006pazoM, 10751 SMOPUOHOB C aHOMaJIbHBIM KapUOTH-
MOM COCTaBJisieT OOJIBLIYIO YacTh MPOAHAIU3MPOBAHHBIX 00pa3-
uoB. I[lpumenenue meroma CIT Mmo3BojisieT yBeIMYUTh BEPOSIT-
HOCTb HACTYILJICHUS] ¥ OJArornoy4HOro MpoTeKaHus OepeMeHHO-
CTH, TaK KaK JJIsl UMIUIAHTAllMU PEKOMEHYIOTCSI TOJIBKO SYTUIOUI -
HbIe DMOPHOHHI.

BHemmnsg oneHka KayecTBa
OMOXMMHYECKOr0 CKPHHHHIA
XPOMOCOMHBIX AHOMAJIUIA

B 1 TpuMecTpe OepeMEeHHOCTH

Koxapoeyeea C.H., Kasamnuxosa E.A., Cepxosa H.A.

T'BY3 MO MOHHUHAT, Mockea, 100101, Ilokposka 22a
E-mail: immgen@yandex.ru

KoHTposib KauecTBa BceX COCTABISIIOLIMX 3BEHbEB KOMOMHHUPO-
BAHHOTO CKPMHMHTA | TpuMecTpa GepeMEHHOCTH SIBIISIETCsT 00si3a-
TEJbHBIM YCIIOBUEM MPABWIIBHOCTH €TI0 MPOBEICHUST U MOBBIIIICHUS
3G (GEKTUBHOCTU €r0 aJTOPUTMOB.

Buoxumuyecknii CKpUMHMHT TEPBOTO TPUMECTpa TPOBOIMIN
y XeHIIUH B cpoke 11—14 Henmeab 6epeMEeHHOCTH Ha aHAJIM3aTope
Brahms Kryptor (TRACE-texHosorust) ¢ onpeieseHueM MaTepuH-
CKHX CHIBOPOTOYHBIX MapképoB (PAPP-A u cBoGomHOI cyObemam-
auisl B-XIY). BremrHss onenka kadectBa (BOK) mpencrapnsiia
c000ii PEeTPOCIIEKTUBHYIO OLIEHKY KauecTBa Pe3yJbTaTOB TOCHE MX
KJIMHUYECKOTO MCIOJIb30BaHUSI C TIOMOLIbIO poccuiickoii denepa-
JIBHOI cucTeMbl BHellrHei oneHku KaudectBa (DCBOK), a Takxke
MexxnyHaponHoit mporpammbl RIQAS (Randox International Quali-
ty Assessment Scheme). ITporpamma RIQAS Bkiiouana B cebs 12
LIMKJIOB B TOJ, B KaXJ/IOM M3 KOTOPBIX OBUIO TIPOAHAIM3UPOBAHO TIO
12 06pa31oB Wi KaxXaI0ro aHaau3aTopa («clernble MpoObl» 0e3 yKa-
3aHUST KOHIIEHTPALIMKM aHAIUTOB). Pe3ynbTatThl 1abopatoprun obpa-
OaThIBaId OTMEPATUBHO, B TeUeHUE 72 YacoB MO MCTEYCHUU yCTa-
HOBJICHHOW KOHEYHO J1aThl OTIPABKM M BBICHLIAIHN B 3JIEKTPOHHOM
Buze. BOK oTpaxana cTaTUCTMUECKHUII aHAIM3 MO BCEM IapameT-
pam orpesiesisieMOoro nokasaresisi, UCIoJIb3yeMOro MeTona, o0opy-
JIOBAHUST; CPAaBHEHKE TPYIIIbl MHCTPYMEHTOB, METO/IA TPYIIIBI U CO-
BOKYITHOCTH METOJIOB C OTOOPaKeHUEM Pe3yJIbTaTOB B BUIE TUCTOT-

pamM; UACHTU(hUKALIMS TPEHIOB, CMELIEHUI U U3MEHEHUIT TOYHO-
CTU; UIeHTU(UKAIUS TIPUEMIIEMOTO U HEYIOBJIETBOPUTETHHOTO Ka-
YyecTBa aHalM3a C MCIMOJIb30BAHUEM COOTBETCTBYIOILMX 1I€JI€BOMY
Ha3HAUEHMIO MHIMKATOPOB. I'papuK KOHTPOJILHON OLIEHKU OTO-
Opaxkasl pe3y/bTaT B ABMXKYLIEMCs OKHE 1o nocienHum 20 odpas-
1am. KoHTposbHast olleHKa COOTHOCHIIACH C MPOLIEHTOM OTKJIOHE-
HMs Balllero pe3y/ibTata OT CPEAHEro 3HaAUeHUsI K 1IeJIeBOMY OTKJIO-
HEHUIO, YTO CITIOCOOCTBOBAJIO IOCTHKEHUIO U MOIEPXKKE MTpUeMIIe-
MOTO KauyecTBa M3MEPSIEMOTr0 aHAJIUTA.

Vyactre 1abopaTopuii, MPOBOMSIIMX OMOXUMHYECKUN CKPHU-
HUHT He Tojibko B mporpammax @CBOK, HO 1 B MeXIyHapOIHBIX
rporpaMMax, I03BOJISICT 6ojiee OOBEKTUBHO OIICHUTH KayeCTBO
aHATMTHYECKOTO 3Tala M Cpasy IMOoCe MOMYICHHsT OTIETOB BHECTH
COOTBETCTBYIOIINEG KOPPEKTHBBI B PabOTy aHATUTUYCCKUX CHUCTEM
(TIprGOPOB, PEAKTUBOB, MIEPCOHAA).

HpeHaTa,m,naﬂ TF€HETUKA — NYTbhb CHH2KCHUA
MJIAICHYECKOM CMEPTHOCTH

Kononenrxo H.HU., Koxucyxoe M.A., Tiopuna I'.JI.,
Puceskuna H.H., Kononosa M.B., Kyopsasuesa O.K.,
Keaesnoea M.A., Komkosa I.B., Baivix E.K.

BMY «KOKb» Meduko-eenemuueckas KoHCya1omayus,
e.Kypcx, ya. Cymckas, 0. 45 A, okb5@kurskokb.ru

Llenb MeporpusITUil peHaTaTIbHON AMArHOCTUKUA — TIPeayTpexK-
JIEHWE POXICHUSI NETeil ¢ TSKETBIMU HapYLIEHUSIME Pa3BUTHSI.

BpoxaéHHBIE TMOPOKM Pa3BUTUS U XPOMOCOMHBIE CHHIPOMBI
cocTaBasiiorT 4—6% nonyasiuMuM M B CTPYKTYpe MJIaJeHUYeCKOn
CMEPTHOCTU 3aHUMAIOT MePBOE M BTOPOE MECTO.

Pannuit npenatansHbiil ckpuauHT (PI1C) B Kypckoit obmact
ObL1 Havat ¢ stuBaps 2012 1. 3a Tpu roga o6ciaenoBaHue MO MpeHa-
TaJIbHOI (IOPOJOBOIA) AMArHOCTUKE HApPYLICHUI pa3BUTUSI peOEHKA
npoun 28482 GepeMeHHbIe XeHIIMHBI. M3 uucia XeHIuH, B3si-
TBIX Ha YYE€T 10 OEPEeMEHHOCTU B CpOKe 10 13 Hemenb, OXBaT coCTa-
BuIT 85% (MexmyHapomHblii ctaHaapt >50%).

B rpyrmiy pucka Boniu 498 xexiud (1,7%), 4To COOTBETCTBY-
et MexmyHapogHoMy ctaHnapty (MC). Bce XeHIIMHBI U3 TPYIIIBI
pucKa ObUIM HaMpaBIeHbl HA MHBA3UBHYIO MPEHATAIbHYIO TUArHOC-
tuky (WUITI), Ho npouutu e€ 265 (53%). IIposeneHo 265 nHBa3KB-
HBIX MPOLIEAYP, U3 KOTOPBIX aCIMpalrst BODCUH XOPHOHA COCTABHU -
na 189, t.e. 71%.

BhisiBlIeHa XpOMOCOMHasl 1MaToJorusl B 68 ciaydasix, TaKUM 00-
pa3zoM, 3((EeKTUBHOCTb MPEHATAIbHOTO KapUOTUIMPOBAHUSI CO-
craBuna 25% (MC >15%).

PaHHWii NpeHATaIbHbIA CKPUHUHT MO3BOJIUI BbISABUTH B IEp-
BOM TpUMECTpE OEPEMEHHOCTH BPOXIEHHBIE MMOPOKKM Pa3BUTHSI
B 199 ciyyasix, T.e. 0,7% ot uncina obcnenoBanHbix (MC 0,5—1%).

C 6071e3HbI0 [layHa 3aperucTpupoBaHo 73 6epeMeHHOCTH: TIpeHa-
TaJIbHO JAMAarHOCTUpOBaH 41 ciyyaii, 7 — MPOIMYLIEHO CKPUHUHIOM,
25 — He npouwn obcnenosanue PIIC. YyBCTBUTEIBHOCTb PAaHHETO
MpeHaTalbHOrO cKpuHuHra coctaBuia 85% (MC 85—95%).

IIpoBenenue PIIC mo3BoaMiIO TMpemynpeauTh poxaeHue 125
JeTeil ¢ MHBAIMAM3UPYIOIMMU TSIKENBIMU 3a00J16BaHUSIMU U HECO-
BMECTUMBIMU C 3KM3HBIO IMOPOKAaMM pa3BUTHUsI. MulajeHdyeckast
CMEPTHOCTb 3a paccMaTpuBaeMbIil Mepuoj CHU3MIACh ¢ 7,3%o 10
6,3%0, OIHAKO BPOXIEHHBIC MOPOKM Pa3BUTHUSI OCTAIOTCS Ha Mep-
BOM MECTe B CTPYKTYype MilalieHuecKoii cmepTHocT! U 30% U3 HUX
MPUXOIUTCS HA BPOXKIEHHBIE MMOPOKU Cepilia.

B paMkax MOBBIIIEHHUST BBISBISIEMOCTH BPOXAEHHBIX MTOPOKOB
cep/iia HeoOX0AMMO 0c000e BHUMAHUE YICTUTh 9KCIIEPTHOMY YJlb-
TPa3BYKOBOMY HCCJICIOBAHUIO OEpeMEHHBIX KEHIIWH Ha CpOKe
18—20 Henmenb 6epeMEHHOCTHU TI0 TIPUMEPY PaHHEro IpeHaTalbHO-
ro ckpuHuHra. [IpeHarajbHasi reHeTHKa CTajla OAHUM U3 Peryaupy-
€MBIX TyTeil CHUXKEHUSI MJIaIeHYeCKOI CMEPTHOCTH.
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OnbIT HcnoJb3oBannsa «Prenatal BoBs»
B MpaKkTHYeCKoii MeaumuHe CBepajioBCKoOi 00JacTH

Kononaee A.A., /lepaouna C.C., Jlacymuna O.B.

T'bY3 CO «Kaunuxo-oduaenocmuueckuii yenmp «Oxpana 300pogvs ma-
mepu u pe6éHKa»,

620067, Poccus, Examepunbype, ya. @aomckas 52,

E-mail: saxxx66@mail.ru

B anroputMme Tpe- M MOCTHATaJIbHOM JMAarHOCTUKY 3a00jieBa-
HMIA, CBSI3aHHBIX C TEHETUYECKMMU HapYLICHUSIMU, BCE Yallle BOC-
TpeOOBaHBI MOJIEKYISIPHO-TEHETUYECKUE METOIBl MCCIICIOBaHMS.
OIHUM U3 TaKUX METOHOB saBisieTcsl TexHosiorust BACs-on-Beads
TM(BoBs), KoTOpas MO3BOJISET B KOPOTKHME CPOKM ONPENETUTH Ha-
nraue aneyrouanii o 13, 18, 21, X u Y-xpomocomam u 9 Haubo-
Jiee pacrpoCTPaHEHHBIX MUKPOICICIIMOHHBIX CHHIPOMOB.

B pabGote mpenctaBieHbl UTOTM TPEXJIETHETO OMbITA IIpe- U
TOCTHATAJIBHON TUATHOCTUKW XPOMOCOMHOM TaTOJIOTUM HabopoMm
«Prenatal BoBs™» (PerkinElmer). Bce 06pasiibl, MOCTynaolme Ha
MCcCIIeIOBaHNe XPOMOCOMHBIX aHOMaIWii TexHosorueit BoBs, ma-
paJuieIbHO ObLIN MCCIIeNOBaHbI KIACCUYECKUMU METOAMU LIUTOTe -
HeTuKu. B ciyyae oOHapyXeHUsST MUKPOXPOMOCOMHBIX ITEPECTPOEK
BepudUKaLMs IMarHo3a mpoBoamwiach Metonom FISH.

Bcero npoananmsupoBaHo 2633 obpasua. Mcxonst u3 tumna uccie-
IyeMOro matepuaia, Obuld copMHUpOBaHbI IBe Tpymnrbl. B mepBoit
rpyre (1978 o6pasiioB) UCIIONB30BANICS] MaTepHa, TIOMYYEHHBII B pe-
3y/IbTaTe MHBA3WMBHBIX TPOLIEAYP VISl MpeHaTaJbHOM AMArHOCTUKU
(BopcuHBI xoproHa — 1827, aMHMOTHYECKasT XKUIKOCTh — 79, mymno-
BHMHHasi KpoBb — 72). Bropyto rpymmy (655 06pa3iioB) COCTaBUI Mate-
pua, B3ITBII y MALMEHTOB OTAEICHUST MEIMKO-TEHETUUECKOTO KOHCY-
ssTupoBanust (OMI'K) ¢ momo3peHneM Ha XpOMOCOMHYIO TTaTOJIOTHIO.

B pesynbrate mpoBenéHHoro aHanmsa BbisiBIeH 401 coaydait
(20,2%) XxpOMOCOMHBIX abeppallnii B epBoi rpymre 1 87 ciyyaes
(13,3%) — Bo BrOpoOi. [IpeBanupyroiasi MaToJIOTUsI I TaHHBIX
TPYIIT OKa3ajach pa3nnyHoil. CoracHO TOJYYEHHBIM TaHHBIM,
B TpyINe TpeHaTalbHOW AMAarHOCTUKKM HamboJiee 4acTo BCTpeda-
JICh TpUIIonanu 1o ayrocomam — 81,1% (325/401) ot Bceit BbI-
SIBJIEHHOM XpOMOCOMHOI maronoruu (o 21 xpomocome — 54,4%;
o 18 xpomocome — 19,2%; o 13 xpomocome — 7,5%). dosns aHe-
YIJIOWANI 110 MOJIOBBIM XpoMocomaM coctaBuiia 10% (10/401), 8 us
KOTOpbIX — cuHApoM TepHepa. Ha MUKpOXpoMOCOMHBIE Tiepe-
CTPOIKM MpHIILTOCHh 0K0J10 6,0% o6pasios (23/401), 1,5% u3 KoTo-
PBIX — M3BECTHbIE MUKPOAEICIIMOHHBIE CUHIAPOMBI (4 ciTydyast CUH-
npoma du/Ixopmku u 2 — Bunbsamca—biopena). B ciekrpe xpo-
MOCOMHOW Tatosioruu rpymnmbl mamreHTroB OMI'K Benymiast posib
MPUHAIJICKUT MUKPOXPOMOCOMHBIM aHomanusm — 87,4%(76/87),
oOHapyXXeHHe KOTOPBIX B 00Jice ueM ToIoBrHE ciydaes (45/76) na-
JIO BO3MOXHOCTb TIOCTaBUTh OKOHYATEJIbHBIN auarHo3. B 21 ciyuae
HaliIecHHasT MUKPOaAHOMAJTUSI XPOMOCOM MMeJia HeToKa3aHHOe KITW-
HMYECKOe 3HAUeHUE WU OblIa Majlo U3yuyeHa. AHEYIUIOMINY ayTo-
COM M TTOJIOBBIX XPOMOCOM TIPH ITOCTHATAJIbHOIM TUAarHOCTHKE ObLIN
oOHapyxeHbI Juiib B 11 obpasuax (12,6%).

[1pu comnocraBieHny CrieKTpa XpOMOCOMHOI MATOJOrUU B 00e-
UX TPYMIax, CTAHOBUTCS SICHO, YTO CYILIECTBYIOIIME KPUTEPUU OT-
0Oopa MalKreHToB UIsl PeHATaTbHON JMarHOCTUKK 110 COBOKYITHO-
CTM aHAMHECTUUYECKUX NaHHBIX, OMOXMMUYECKUX U YJIbTPA3BYKO-
BBIX MapKEPOB XPOMOCOMHOI aHOMAJIMU JOCTaTOYHBI [UIsSI CBOEBpE-
MEHHOI MAEHTU(hUKALMK YHUCIEHHBIX M KPYMHBIX CTPYKTYPHBIX
XPOMOCOMHBIX HapyileHui y mioga. OmHaKo, BBUIY OTCYTCTBHUS
crietuUUHbIX GEeHOTUNMUYECKUX MPU3HAKOB MUKPOIEISIIMOHHBIX
(MUKpPOIYTUIMKALIMOHHBIX) CHMHIPOMOB, TaKWe KPUTEPUM OTOOpa
CTaHOBSITCS He A(D(MEKTUBHBIMU JJIsI 3TOM LIeJM B CYLIECTBYIOLIEM
aJITOPUTME TIPeHATaJIbHON MUArHOCTUKM, YTO OOYCIOBUIIO MAJIbIii
MPOLEHT BBISIBICHUS TaHHOM MATOJIOTMK B epBoit rpyrie. CTpyk-
Typa TIaTOJIOTUW BO BTOPOIA TPYIIe MAallMeHTOB OOBSICHSETCS TeM,
4YTO OOHapyxXeHHe CyOXPOMOCOMHBIX HapylIeHWH BbI3bIBAET 3a-
TPYIHEHUSI JUTsI [IUTOTEHETUKU TPU PYTUHHOM MCCIICIOBAHUU B OT-
JIMUME OT HECJIOKHOM JTUArHOCTUKW aHeYTUIOMINI METOIOM KJac-
CHYECKOTO KapuOTUITMPOBaHUSs. TakuM 06pa3oM, COBMECTHOE TPH-

MEHEHUEe IIUTOTEeHETUYECKUX U MOJIEKYJISIPHO-T€HETUYECKUX METO-
JIOB TO3BOJIsIeT HauboJjiee KOPPEKTHO U CBOCBPEMEHHO MHTEPIIpe-
TUPOBATh BBISIBJICHHbIE abeppalvu Uil YCTaHOBJIeHUs Oojiee TOu-
HOTO TPOrHO3a GepeMEHHOCTH WJIM MTOCTAHOBKM JHMArHo3a.

Onenka KpoBOTOKA B BEHO3HOM NMPOTOKE —
NpeHATAJbHbIA CKPUHUHIOBBIA TeCT N0 (hOPMUPOBAHUIO
rpynmbl BBICOKOTO PACKA ILJIOAOB C XPOMOCOMHBIMHA
AHOMAJIMSIMM M TIOPOKAMH PA3BUTHSA

Kopgp M.II., Duaunnosa M.O., Ilypvickuna H.JL.,
3arxoea O.C., Hazapenxo JLIIL., Pyoko A.A., Ily3vipes K.B.

OIBHY «Hayuno-uccaedosamenvckuii uncmumym MeOUUUHCKOU 2e-
Hemuku», 2. Tomck,
E-mail: mariya_korf@mail.ru

DddexkTrBHBII cCKpUHUHT TprucoMuu 21 B I Tpumectpe GepemeH-
HOCTH TpeaycMaTpuBaeT KOMOMHUPOBAHHOE MCIIOJIb30BAaHUE Mare-
puHckoro Bospacta, TBIT, YCC u u3MepeHre B CHIBOPOTKE KPOBU
Matepu ypoBHeil cBoObonHo# cyobeauHuiibl 0eta XTI u PAPP-A. To
JMAHHBIM JIUTEPATYpbl YaCTOTa OOHAPYXKEHMsI XPOMOCOMHBIX aHOMa-
it (XA) cocraisier 90%, a JIOXXKHOMOJNOXUTEBHBIX PE3YJIbTaTOB
3%. OlieHKa aHOMAJIbHOM BOJIHBI B BEHO3HOM TIPOTOKE YIIyJIIaeT pe-
3y/IbTaThl KOMOMHMPOBAHHOTO CKpuHMHTa I Tpumectpa Ha 5% co
CHIDKEHUEM JIOXKHOIIOJIOXKUTEIbHBIX pe3y/IbTatoB 10 2,5%. 3a 2013 1.
B KJIMHUKE MHCTUTyTa ObUIO mpoBeaeHo 11513 skcmeptHbix Y3U
B | Tpumerpe GepeMeHHOCTU. AHOMAJIbHBI KPOBOTOK B BEHO3HOM
npotoke (AKBIT) oGHapyxeH B 461 ciydasx (4%). CpenHuii Bo3pact
6epemeHHBIX coctaBul 30,7 JieT, cpok obcenoBaHust — 12,4 Hemenu.
W3zonuposannbiii AKBIT HaGmonanca B 295 cayyasx (64%). Tlpu
n3opoBaHHOM AKBIT y 15 1m1010B ObIIN BBISIBJIEHBI IIOPOKH Pa3BU-
Tust. B I pumectpe GepeMeHHOCTH — 5 (racTpoiim3uc — 2, uHbpase-
3uKyJsipHas ooctpykuusi — 2, MBITP — 1). Bo I tpumectpe Gepe-
MeHHocTH — 15 (MBITP — 4, BIIC — 8, paciuenuHa BepxHeii Tyobl 1
Heba — 3). Coueranme AKBII ¢ apyrumu yiabTpa3BYKOBBIMU
Mapképamu coctaBiio 166 (36%). Pacimpenne TBIT Habmonanoch
B 24,8%, OTCyTCTBHME WIW TMITOIUIa3Ksl HOCOBBIX Kocteit B 15%, Tpu-
KycrnuaanbHast peryprutaist 11,3%, yBenndyeHne hpOHTO-MaKCHIISIP-
Horo yria 6onee 900 17,8%. Yactora seisnenus AKBIT npu pazmnd-
HbIX XA coctaBuia: npu Tpucomun 21 — 68%, nipu tpricomuu 18 —
62,5%, nipu Tpucomuu 13 — 66%, npu cunapome Teprepa — 57%,
npu Tpuruionmun — 71% wu y symiounoB — 3,3%. Ilpu Hammuuu
AKBIT 300 6epemMeHHOCTEl 3aKOHYMINCH POKICHUEM 30OPOBLIX JIe-
Teil. XA aHomanuu BbisiBAeHbl B 89 ciyvasx (17,7%), BpoxIEHHbIE
MOpOKM pasButust B 72 ciyyasx (22%), aHTeHaTalbHast TMOeIb TIoaa
(npu orcyretBun XA u BITP) B 11 ciyvasx (3,4%). Beero miomos
¢ XA, BIIP u mormbmmx aHTeHaTaJbHO cocTaBwio 99 ciyvaeB
(30,3%). AHOMaJIBHBIIT KPOBOTOK B BEHO3HOM IPOTOKE SIBJISIETCST b~
(PEeKTUBHBIM YJIBTPa3BYKOBLIM MapKEpoM XA B IiepBOM TpuMecTpe Oe-
peMeHHOCTH. Hanbosiee yacTo oH coueraercsi ¢ paclMpeHueM BOPOT-
HHUKOBOTO MPOCTPAHCTBA, CAMBIM PACIPOCTPAHEHHBIM MTOPOKOM pa3-
BUTUS siBJsieTcsl Topok cepaua. Hamuune AKBIT siBisietcst mokazaHu-
€M K paclIMpeHHO! 9XoKapanorpaduu 1 TIATeIbHON OLIEHKE aHATO-
MUM TUIO[A, KaK B MIEPBOM, TaK M BO BTOPOM TPUMECTPe OGepeMeHHO-
CTU /ISl UICKITIOYEHHsI TIOPOKOB Pa3BUTHSI.

MouieKyasipHble HCCIeI0BAHUS POAMTEIeH U II0aa
B NMPAKTHKE PENPOAYKTHBHBIX MCCIIETOBAHMI

NpH MOJATrOTOBKE K OepeMeHHOCTH

H B npeHatajabHoi auarnoctuke (I1/T)

Kpeumap M.B.

Lenmp meduyunsr naooa, 197000 Cankm-Ilemep6ype, 14 aunus BO, 0.7
Krechmar.mv@mail.ru

IpexonuenmonHoe JHK-tectnpoBanue Oymyimx pomuteneit
— HOBasl TeHETUYECKast Mmapaaurma B 00JIacT PerpoayKTUBHOI TeHe-
Tuku. [laHenrbHOE KOMIUIEKCHOE MCCeOBaHME HA COTHU TEHOB, a
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«[lpeHaTanbHag AMarHoCTMKa HaC/NIeACTBEHHbIX U BPOXAEHHbLIX 3a60neBaHuUii: HacTodlee 1 Gyayuwee»

TaKXe MOJIHOAK30MHOE CEKBEHUPOBAHME TIO3BOJISIIOT YTOUHUTh CTAaTyC
WIA UCKJTIOUUTh HOCUTEIBLCTBO MATOJOTMYECKMX MYTAllMil ayTOCOM-
HO-PELECCUBHBIX HACIEACTBeHHBIX 3aboneBaHuii. [1o pesynbratam
TecTa MPOBOAUTCS PACUYET PENPOLYKTUBHBIX PUCKOB UM OTIPEIENSIETCS
MPOrHO3 MOTOMCTBA B 00CIeayeMoii cembe. MceienoBanme no3posser
TIPY BBICOKMX PUCKAX B CIydasix OOHApPYKEHUsI MyTallMK B OJTHOM T'eHe
y 000MX CYNpPYroB MPOBECTU MpeauMILIaHTalMOHHY0 Wiau T1/1 u us-
OexxaTh pOXKIECHUS OO0JLHOrO pedbéHKa. TecT peKOMEHIOBaH BCeM, HO
0COOEHHO BaXKHO Ha3HAYaTh €ro B CJIyJasix KPOBHOPOACTBEHHBIX Opa-
KOB M JIOHOpaM TIOJIOBBIX KJIETOK B MPOrpaMMax BCIIOMOTATebHbBIX
PeNpOAYKTUBHBIX TEXHOJIOTHIA.

C mosiBIeHWEM HOBBIX TEXHOJIOTHII TECTUPOBAHUS TUIOAHOM
JAHK u OuouHbopMallMOHHOK 00pabOTKM MOJYYEeHHBIX JaHHBIX
3HAYUTEIBHO M3MEHWIUCh AJTOPUTMbI M KIMHUYECKHE TOIXOJbI
B mipaktuke [1/1. C 2013 r. a1t Mbl BHEAPUIIM B KIMHUYECKYIO MPaK-
TUKy TectrpoBaHue mionHon JHK B kpoBu matepu 1ist UCKITIOUE-
HUs HanboJjiee yacThix aHeyrutonauii 21, 13, 18, X u Y xpomocom u
Tpurutonauu. HazHaueHue aHanmsa TpeOyeT Ipe- U MOCTTECTOBOTO
MEIMKO-TEHETUUECKOrO KOHCYJIBTUPOBAHMSI, OCOOEHHO 3HAYMMOTO
TPU BBICOKOM PUCKE XPOMOCOMHO#1 MATOJIOTMU TUI0/IA. Y CTAHOBJIEHO
9 ciayuaeB tpucomuu 21. B ciyuvasix tect «[lepast 5)» no miomHoi
JHK B KpoBU MaTepy TIO3BOJIUII C BBICOKO# BEPOSITHOCTBIO MPEIITO-
JIOXKUTb HAJIMYUE TPUCOMUM Y 9 TUIONOB, TIOATBEPANUTD AUATHO3 APY-
TMMU KJIMHUYECKUMU UCCIICIOBAaHUSIMU U B 8 ciiydasix rmpepBaTh Oe-
PEMEHHOCTh, B 2 — B cpoke eilg 10 12 Henenb. OnHa 6epeMeHHOCTh
110 KeJTaHUIO POIUTENeil MPOIOIKEHA ¥ 3aKOHYMIACh poaaMu. AHe-
YIUIOMIMY TTOJIOBBIX XPOMOCOM YCTAHOBJIEHBI B 2 CIIydasix.

Ilpu OCNOXHEHHON TeHeaJoTuu, TMPH aHATOMMYECKUX WU
(YHKIIMOHAJIBHBIX OTKJIOHEHUSIX U OCOOCHHOCTSIX (heHOTHUIIA ILJI0-
1, KIMHAYECKKE TaHHbIE TIPUBOIAT K HEOOXOAMMOCTH MCCIIeIoBa-
HUSI He TOJIbKO Kapuotuna, Ho u ero JIHK-craryca. TexHonoruu
MCCIIEIOBAHUST OTIECJIbHBIX T€HOB, XPOMOCOMHBII MUKpPOMATpPUU-
HbIIl aHAJI3 U MOJHO9K30MHOE CEKBEHUPOBAHUE MMO3BOJISIIOT BbISI-
BUTb KaK MUKPOJIEJIEIIH, TaK Xe OTIEIbHbIEe MaTOJOrnYecKue My-
TalMU TIPU aHaIU3e BCEro reHoMa. DTo JaéT BO3MOXHOCTb YXe
B MPEHATAJbHBIA Mepruoa — eIlg A0 pa3BUTHs MOJHOW KIMHUYE-
CKOI KapTUHBI U (DeHOTUITMYECKUX MPOSIBICHUI HaclieCTBEHHOM
MaTOJIOTMM — YCTAHOBUTb TOYHBIN JAMArHO3 IJIOAY U OINpPEAETUTh
MPOTrHO3 MMOCTHATAIILHOTO Pa3BUTHSI.

AMHHMOIIEHTE3 KaK ONTHMAJIbHOE peleHHe
JIJIS NHBA3UBHOM NMPEHATANbHOM JTHATHOCTHKH
yacThix aneymwionnmii B PocToBcKoil odnactn

Kpueenuosa H.B., Aspyuxas B.B., Illoxapes P.A.,
Tumbym B.C., Kpueep C.IO., Kiouxoea H.E.

OI'BY Pocmosckuii HUH axywepcmea u neduampuu Munzopasa Poccuu
Pocmos-rna-Zlony, yn. Meunukosa, 43, r715@yandex.ru

C 2010 r. B PocToBCcKOI 06J1acTH JUISI MHBa3MBHOM TTpeHAaTalb-
Hoit nuarHoctuku (UT1J1) XpoMOCOMHBIX HapylIeHUH 1018 Hapsi-
Iy CO CTaHIAPTHBIM KapUOTUITMPOBAHUEM MPUMEHSIETCSI METO/ KO-
JIMYECTBECHHOM (hTF0OPECLIEHTHOM MOJMMEpa3HOil IIEITHON peaKIny
(K®-ITLP), xoTopbiit ocHoBaH Ha BbiaeiaeHun JHK u3 xopuoHa,
aMHMOLIUTOB WJIM KPOBU TUTONA M aMIUTM(UKAIIMIU BBICOKOTIOJH -
MopdHbIX STR Mapk€poB criein@UUHbIX ST KaxkI0i XPOMOCOMBI
¢ (ITI0OpeCIIeHTHO-MEUEHHBIMU TIpaliMepaMu.

Bua, nHBa3MBHOWM ANArHOCTUKN 2013 r. 2014 r.
XopuoHbuoncus
(% OT UHBa3MBHbLIX Npouenyp) 38 (9,6%) 31(6,8%)
AMHMOLEHTE3 350 (88,6%) | 416 (91,6%)
KoppoueHTes 7 (1,8%) 7 (1,6%)
BbisiBneHo natonorum (adpdektmeHoctb) | 51 (10,4%) 60 (13%)

B Hawem uccnenoBaHuu Mbl OLIeHUIHN 3(PPEKTUBHOCTD pUMe-
HeHust aMHuoleHTe30B U KO-TILIP mist npeHatanbHOM auarHoc-
TUKU HauboJiee YacThlX aHeyIruionauii y naumeHtok Pocrosa u Poc-

ToBcKOM obmact B 2013—2014 rr. PesyabraThl IpeacTaBiIeHbI
B Tabimie.

C 2010 r. B PocToBcKoii 06;1acT BHEAPSIETCS HOBEIN aJITOPUTM
npeHaraibHoro ckpuHuHra (ITC) — obcnenoBaHue Beex GepeMeH-
HbIX B | TpMecTpe ¢ pacu€éToM KOMOMHMPOBAHHOTO PHUCKA IO XPO-
MOCOMHOI MaTOJIOTMKM. DTO TO3BOJISIET paHblile cHopMHUpPOBaTH
rpynmny pucka u mpoBectd yrounstomryio MITA B 1 TtpumecTpe
C MpOBeleHUEeM XOPUOHOMOIICUU, a He KOPIOLIEHTe3a, KOTOPbIii
“MeeT HauOOJIbIINI PUCK TpepbiBaHUsI OepeMeHHOCTH. OIHAKO,
o naHHbIM MuH3npaBa Pocrockoit o6mactu B 2013—2014 rr. TO-
JbKO 56% GepemeHHbix npouutu [1C mepBoro TpuMecTpa, 4to He
COOTBETCTBYET IMOKAa3aTeNlo JUIsi MaccoBOro CKpuHuHra. M3 Hux
okoJi0 3% nonanu B rpymmy pucka (3% B 2013 u 2,6% B 2014 rr.).
Ha MIIJI cormamaioTcst OKOJIO MOJIOBUHBI U3 3TUX MAIMEHTOK. DTO
TOBOPUT O HEJOCTATOYHOM YpPOBHE MH(POPMALIMOHHO-TTPOCBETUTE-
JIbCKO# paboThl Ha mectax. Okono 90% Bcex mpoBenéHHbIXx MITI
TPUXOIUTCST HA aMHUOLIEHTE3bI, KOTOPBIE BHITMTOMHSIOTCS ¢ 16 Hene-
JI1 GepeMeHHOCTH. DTO OOBSICHSIETCSI TEM, YTO MALIMEHTKH, ToJTyva-
0T PacyéT WHAMBUIYAJIBHOIO PUCKA TOJIBKO K 15—16 Hememsam
(BCJGACTBUE [OJTOM OTMPaBKM Pe3yJIbTAaTOB OMOXMMUUYECKOTO
CKPUHUHTA) U OCOOEHHOCTSIMU Teorpauueckoro pacrosioXeHuUst
LIPB PoctoBckoii 061. Takum o6pa3oM, ONTUMAaJIbHBIM pelIeHUEM
st U B yenosusx [1C B PocToBckoit 06acTut SIBisieTCsl paHHUIN
aMHUOLIEHTE3 C TMPOBEICHUEM MOJIEKY/ISIPHO-TEHETUYECKOTO HC-
cnenoBanus (meton K®-TILIP).

AHTeHaTaJIbHOE BbISIBJIEHHE BPOXKIEHHBIX MOPOKOB
passutusi B KpacHogapckom kpae

Jlasposa JI.B., /lawsan I'.A.,
Toauxuna T.A., Mamyaesuu C.A.

IBY3 «<HUU — Kpaesas kaunuueckas ooavhuya Nol

um. npogh. C.B. Ouanosckoeo»

Kybanckas mexcpecuonanvhas meouko-eeHemu4eckas KOHCYAbmayus
350086, e.Kpacnodap, ya. 1-eo Mas 167, e-mail: kubanmgk @mail.ru

C auBaps 2012 r. B KpacHogapckoMm Kpae MpOBOIUTCS KOMOU-
HUPOBAHHBIN CKPUHUHT GepeMeHHBIX 1-ro TpuMecTpa (B AajibHei-
LIeM CKPUHUWHT) JUISl BBISIBJICHMSI BPOXKIEHHBIX MOPOKOB Pa3BUTHSI
(BITP) y rutona. [pencrapisiio MHTEpeC OLIEHUTDb BIMSIHUE BHEApe-
HUSI CKpMHMHTIA Ha cpoku BhisiBaeHus: BITP y mionos. [Ins cpaBHe-
HUSI, U3 KOMITBIOTEPHOI mporpaMmbl «Perucrpaiius BpoXIEHHBIX
TMOPOKOB pa3BUTHUsI», pazpadbotanHoii B KMMI'K, B3sita nndopma-
st o BbisiBJieHHBIX BITP y mionoB B TeueHue 3-X JieT 10 BBEICHUS
ckpuHuHra (2009—2011 rr.) m 3 7neT mpoBeieHUS] CKPUHUHTA
(2012—2014 rr.). B Tabnuue npencrapieHbl JaHHbIE CTPYKTYPBI BbI-
siBieHHbIX BITP 1 cpoku ux BbISIBICHUS

3a Tpu roma no BHeapeHus: ckpuHuHra B KMMI'K BwisiBieHO
1427 BIIP y mnonos, u3 Hux B 11—14 Henenb GepeMeHHOCTH —
10,4% (npepBano — 17,2%), B 15—22 Henenu — 44,4% (npepBaHo
— 41,2%) v nocne 22 Henenb — 45,2% (npepBano — 41,6%). 3a
TPU rojia nposeieHus ckpuHuHra BoisiBieHo 2059 BITP y nionos (B
1,4 pa3a GoJibliie TI0 CPABHEHUIO C TIPEAbIAYIIUM repruoaomM). Otme-
yaeTcs yBeandyeHue konuuectBa BITP, BbIsIBIEHHBIX B paHHUE CPO-
K1 GepemeHHocTu: 10 14 Henenb — 18,3% (mpepBano — 34,3%),
B 15—22 nenenu — 41% (npepBaHo — 56,4%), nocie 22 Heaenb —
40,7% (nipepBaHo — 9,3%). 3HAUUTEIBHO YBEJIUUMIOCH KOJUUYECT-
BO BBISIBIEHHBIX B paHHUE CPOKU OepeMEeHHOCTH (mo 22 Heaelb)
BITP ¢ HeGnaronpusiTHBIM TMPOTHO30M Ul XWU3HU Oyayuiero
pe6énka (BITP LTHC — 63,5%, panee — 60,5%, BITP XKKT —
59,4%, panee — 50,4%, MBIIP — 96%, panee — 67,2%), B CBA3U
C YeM KOJIMUECTBO MPEePBaHHBIX OEPeMEHHOCTe! 10 22 Heaesb B Me-
puoa mpoBeneHUs1 cKpuHUHTa cocraBuio 90,7%, MO CpaBHEHUIO
¢ npenpiayumM nepuonom — 58,4%. C BHeapeHHEM CKPUHMHIA
3HAYMTENILHO BO3POC/A BBISBISIEMOCTh XPOMOCOMHBIX aHOMAJIUI
(XA) o 22 Henenb 6epemerHoctu (c-m Jlayna — 87,6%, npyrast XA
— 85,4%) 110 CpaBHEHMIO C MEPUOIOM IO MPOBEACHUSI CKPUHUHTA
(c-M Jayna — 36,4%, npyrasg XA — 56,9%). COOTBETCTBEHHO yBE-
JIMYIIOCh KOJMMYECTBO OepeMeHHOCTeit ¢ XA, TpepBaHHBIX IO
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Cgenenns o BIIP, BoisiBieHHbIX aHTeHATAJIBHO B KpacHomapckom kpae

Cpokyu 6epemeHHOCTH
Ne Hoszonorusa 11 — 14 Hepenb 15 — 22 Hepenb 22 — 39 Hepenb Bcero
BbisiBneHo MNpepBaHo BbisiBneHo MNpepBaHo BoisiBneHo MNpepBaHo BbisiBneHo MNpepBaHo
Mepuon, 2009—2011 rr.
Beero 10?2%** 1;,12%4) 446,32‘:/1;** 4??2%@ 45?;;0** 4:12?6?% 1427 48?18 -
1. C.hayHa* 7 (11,1%) 6 16 (25,3%) 13 40 (63,6%) 42 63 61
2. [Op. XA* 19 (20,4%) 15 34 (36,5%) 18 40 (43,1%) 32 93 65
3. MBIMP* 34 (14,8%) 27 120 (52,4%) 62 75 (32,8%) 60 229 149
4. BMP XKT* 17 (12,6%) 13 51 (37,8%) 27 67 (49,6%) 14 135 54
5. BMP LIHC* 50 (17,5%) 47 122 (43,6%) 101 108 (38,9%) 65 280 213
6. BMP KC* 6 (6,5%) 5 49 (53,8%) 10 36 (39,7%) 12 91 27
7. BMP MBC* 7 (2,3%) 2 140 (46,4%) 22 155 (44,4%) 1 302 35
8. BMC v ner* 7 (3,9%) 2 74 (41,3%) 23 98 (54,8%) 39 179 64
9. PIrn TH* 1(1,8%) 1 28 (50,9%) 7 26 (47,3%) 11 55 19
Mepvon, 2012—2014 rr.
Beero 18:,3370(/50** 34:,332;3** o 56,522)** 40?%** 9,502** 2059 46???‘2**
1. C.hayHa* 52 (28,1%) 51 110 (59,5%) 107 23 (12,4%) 17 185 175
2. Op. XA* 65 (39,4%) 63 76 (46%) 63 24 (14,6%) 17 165 143
3. MBIP* 90 (32%) 79 125 (64%) 101 66 (4%) 15 281 195
4. BIMP XKT* 56 (32%) 37 48 (27,4%) 24 71 (40,6%) 2 175 63
5. BMP LIHC* 85 (24,9%) 80 132 (38,6%) 116 125 (36,5%) 25 342 221
6. BMP KC* 6 (6,3%) 4 51 (53,7%) 20 38 (40%) 2 95 26
7. BMNP MBC* 4 (0,9%) 2 117 (27,4%) 29 306 (71,7%) 1 427 32
8. BMC v ner* 14 (4,7%) 8 136 (45,5%) 61 149 (49,8%) 9 299 78
9. Pl v TH* 4 (4,4%) 3 47 (52,2%) 17 39 (43,4%) 1 90 21
I'Ipylmeanme. *— NPOLEHT paccyuTaH ot 06LU,eI'O KONMYecTBa BbiSBNEHHbIX BIMP B AaHHOM CpokKe 6epeMeHHOCTVI; e NPOLEHT paccynTaH OT Konim4yecTBa BbiBNEH-
HoW natonoruu

22 Henenb 6epemerHoctu (c-m Jdayna — 90,2%, npyras XA — 88%)
10 CPaBHEHUIO C TIEPUOIOM JIO MTPOBEIeHMsI CKpUHUHTA (c-M [layHa
— 31,3%, npyrasi XA — 50,6%). [1poBea€HHBII aHATU3 MO3BOJISIET
TOBOPUTH O BBICOKOI 3(h(HEKTUBHOCTY KOMOMHUPOBAHHOTO CKpPH-
HuHra 1-ro Tpumectpa ajsi BoisBiaeHus: BITP u XxpoMoCOMHBIX aHO-
MaJlvii y Tuiofa.

IIpenaTajnbHas TMATHOCTHKA W maToMopdoornyecas
Bepu(UKaIMs aTeJ0CTeoreHe3a 2 THna y mioaa
1 TpumecTpa OGepeMEeHHOCTH

Jlaszapeeuu A.A., Hoéurxoea U.B.

Pecnybpuxanckuu Hayuno-npakmuueckuti yenmp «Mamov u dums»,
Pecnybauxa beaapyco (Ph), e. Munck, ya. Opaoéckas, 60,
Lazikn@mail.ru

Artenocteoreres 2 tuna (AO 2 tumna) (OMIM 256050) — ayto-
comHoO-petieccuBHast (AP) neranbHas ckenetHas aucrutasust (CJI),
BO3HMKalOLIas B pe3yynbrare MyTaiuii reda SLC26A2 n xapakTepu-
3yeTcsl MUKpOMEJIMEl, KOCOoJamnocThio, pacuieauHoit Heba (PH),
HEOOBIYHOI YCTAHOBKOI OOJBIINX MalblIEB KUCTEW U CTOI B MOJIO-
sxenue otBesieHust («hitchhiker thumby).

IIpobGaHg — 104 OT TEepBOil OepeMEHHOCTH, IMPOTEKaBILIEH
¢ yrpo3soii ipepsiBaHust. bepemerHast 20 JieT ¢ HEOTATOLIEHHBIM ce-
MeWHbIM aHaMHe30M. [Ipy CKpMHMHIOBOM YJIbTpa3BykKoBoMm (Y3)
ucciaenoBaHn B 12 Hemedb (KOIMMYMKO-TEMEHHOW pasMep —
53,5 MM, TomMHA BOPOTHMKOBOro mpoctpaHctBa (TBIT) — 3,1
MM) OBUIO BBISIBJICHO PE3KOE YKOPOUYCHUE BCEX JUIMHHBIX TPYOUAThIX
KOCTei1: TieueBas u JokTeBas 1o 1,4 mwm, aydeBasi, OenpeHHasi, 60-
spiiebepiioast mo 1,3 MM, Manob6epiioBas — 1,2 mm. [lpu ckanm-

pOBaHUU KKCTei ycTaHoBIeH cuMiToM «hitchhiker' thumb», ctombr
oM echopMupoBaHbl. OTMEUEHO paclIMpeHue MPOCBETa MO3BO-
HOYHOTO €T0JI0A B LIEHHOM OTEese 10 2,4 MM U U30BITOYHOE KO-
YeCTBO aMHUOTHYECKOM KUIKOCTH. [Tociie MennKo-TeHeTHIeCKOro
KOHCYJIETUPOBaHUSI GEpeMEHHOCTh ObLIa MpepBaHa B MEPBOM TPH-
MECTpE C IMarHo3oM «auactpodudeckas mpucruiazus (JATI)».

[Mpr naromMopdosOrMyeckoM MCCIeIOBAHUM MOCTAOOPTHOTO
Marepuana OblIM OOHapyXeHbl (parMeHThl pa3pylIeHHOro Ipu
KIOpeTaxe Tutofaa ¢ IJIMHOW CTOMbl 12 MM (OBYJISITOPHBIN BO3pACT
11 Hen.) ¢ BeIpaXXKeHHON MMKpPOMEIME BEPXHUX U HIDKHUX KOHEY-
HocTeii: rojieHb — 6,9 MM (HopMa — 18,7 + 2,49); tuteuo — 8,7 Mm
(19,8 £ 1,86); mpenrteuse — 9,8 mm (15,4 £ 1,62). Mexny I-m u
[1-M maypLIaMu JIEBOIA CTOTIBI OTIpeNesIsiicsT TMacTa3 (Ipasasi CTora
1 KUCTHU B COCK0Oe oTcyTCTBOBaIM). OccubuKalius 3akaaaoK cBoaa
yeperia M BHICOTA TeJ1 TIO3BOHKOB He OblIa M3MEHEHA, BISIBJIEHO Ha-
pylLIeHUe CerMEeHTALMKU B TIOSICHUYHOM oTaesie. JIMarHocTupoBaHbI
PH 3anneit Tpetu u nuseptukyn Mekkens. [Ipu rucrosornyeckom
HCCIIeIOBAHUN YCTAHOBJCHO AMCTATbHOE CyKeHHE OCCHUMULIMPO-
BaHHBIX YUACTKOB XPSILLEBBIX 3aKJIa0K TJIEYEBOI U JIOKTEBOI KOC-
Teii. BeisiBeHbI XapakTepHblie A1t AO 2 Tuma AereHepaTUBHbBIE W3-
MEHEHMsI B 30HE HEOPraHW30BAaHHOTO Xpsiilla B BHUIE KMCTO3HBIX
Y4acTKOB ~ HEMpaBWIbHOI (OPMBI, a TakXke XOHIPOLIMTOB,
OKPYKEHHBIX JIAMEJUISIPHBIM MaTepuaioM, 00pa3yloluM KOHIIEHT-
puueckue Koibiia. [Tatonoroanatomuyeckuii nuarios: AO 2 Tumna.

CXOICTBO KIMHMYECKUX M PEHTTEHOJOTMUYECKUX IMPU3HAKOB
AO 2 tuna n AT/l 00BbSICHSIETCST TeM, YTO OHM SIBJISTIOTCSI aJUIeTbHBI -
Mu cocTosiHusIMU. CTereHb KIMHUYECKUX TMPOSIBJICHMI CBsi3aHa
C OCTaTOYHOI aKTMBHOCTBIO IMPOTEWMHA-TPAHCIIOPTEpa CYJIb()aTOB
B XOHIpoLUTax. B HallleM ciyyae MMeJIOCh KpaiiHee YKOpOYeHHe
KOHEYHOCTE# 1 0oJjiee BbIPaXKEHHBIC I'MCTOJOTUYECKIE N3MEHEHUS
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B TIOKOSILIEMCSI Xpsiliie, 0ObIYHO onuckiBaeMmble pu AO 2 tuna, co-
CTOSIHUM HEe COBMECTMMOM C XKH3HbIO.

Takum oOpa3oM, MpeAcTaBIeHHOE HAOIIONCHUE CBUACTEIbCT-
BYET O TOM, YTO HE TOJIbKO YKOpOUYeHUe U (DIEKCOPHOE MOJI0KEeHHe
KOHEYHOCTe#, XapaKTepHbIe Ui MHOTMX CKEJETHBIX AMCIUIA3Ud,
HO W paauajbHOE OTBEICHUE OOJIBIINX MaIblIEB KUCTEH, TTO3BOJIS-
10T YCTaHOBUTH HO30J10orndyeckuii auarno3 AO 2 tuna yxe B 11 He-
NIeJTb, YTO BaXKHO IUISI pAaHHETO PEIlIeHMs] BOIIPOCa O TaKTUKE Bele-
HUsI OepeMEHHOCTH, yUuThiBasi AP BapuaHT HacjaeoIOBaHMSI.

BcnenctBrie HEBO3MOXKHOCTH PEHTIEHOIOTMYECKOM BeprduKa-
LIMM CKEJIETHOM MaToJIoruu y abopTycoB | TpUMecTpa, OKOHYATeb-
HBI IMarHO3 TOJKEH OBITh MTOATBEPXKICH 00513aTeIbHBIM THCTOJIO-
TMYECKUM UCCIIeIOBAHKUEM.

DddekTUBHOCTD NPEeHATANbHO AuarHocTuku BITP
nepsoro TpuMectpa depemenHoctn B r.HoBoky3Henke
u IO0re Kysoacca

Junouna JI.H., bomeunvesa H.A., I'epacumenro O.H.,
Copoxuna HU.B., Eaecuna I0.10., Asexceeea M.I.,
Iloayxapoe A.H.

MyHuyunansroe 6r00xicemHoe aeveOHO-NpoPuUIaKMUYEcKoe yupeicoeHUe
«30HANbHBILL NEPUHAMANBHBIL YEHMD»,

Poccus, Kemeposckas oonacme, 654041 e. Hosokysneux, ya. Ceuenosa 26
lindins@ngs.ru

Bricokast yactota BpOXAEHHBIX MOpokoB pas3Butusi (BITP) u
CIOpaINYeCKUil XapakTep MX BO3HUKHOBEHMsI OTPEICTUIN Pa3BU-
THE COBPEMEHHbBIX MPOMPUIAKTUYECKUX METOIOB M MOMCK HOBBIX
3 HEeKTUBHBIX OPTaHU3ALMOHHBIX AJITOPUTMOB MPEHATATBHOM 1A~
THOCTMKM XPOMOCOMHOI maTojoruu Tuioga. B mexkadpe 2000 r.
MunsnpaBom P® 6611 uznan npuka3 Ne457 «O coBeplIeHCTBOBA-
HMM MPEHATATbHON AMAarHOCTUKM B MPOMUIAKTUKE HACIEICTBEH-
HBIX Y BPOXIEHHBIX 3a00JI€BAHUN Y JETEi».

C mapra 2013 r. B KemepoBcKoii 006JacTi peann3yercsl MpoeKT
MepONpUATHiA 110 3DGEKTUBHOMY TTPOBEICHUIO TTPEHATAIbHOM a1a-
THOCTUKM HapylLIeHUI pa3BUTHSI TJI0[Ia COTTacHO NpuKasa Jlenapra-
MEHTa OXpaHbl 3M0pOBbs HacesreHust KemepoBckoii obmactu Ne1605
ot 08.11.2013 1. «O mpoBeneHun Ha Tepputopun KemepoBcKoii 00-
JIaCTH TIpEHATAIbHOM IMarHOCTUKY HApYIICHUI pa3BUTHSI peOEHKa».
OcCHOBHasl 11eJIb MPOeKTa — IMPOBEACHUEe MAacCOBOrO MOHUTOPHMHIA
OepeMEHHBIX KEeHIIWH B cpoke |1—14 Hemesb ¢ BhISIBICHUEM XKEH-
IIMH TPYIIIBI pHCKa MO POXKIEHUIO peOEHKA ¢ BPOXKAEHHBIMU TTOPO-
KaM¥ Pa3BUTHUST WM XPOMOCOMHOM TIATOJIOTHH.

B onun nens npoBomutes Y3U-uccnenoBanme ¢ 00s13aTeIbHBIM
M3MEPEHUEM TOJIIMHBI BOPOTHUKOBOTO MPOCTPAHCTBA U KOMYM-
KO-TEMEHHOTO0 pa3Mepa, 3a0MpaeTcst BEeHO3Hasi KPOBb [UISI UCCIIEI0-
BaHUsI OEJIKOB CBOOOIHON CYOBEAMHHULLI XOPUOHUYECKOIO rOHa-
notporuHa (BXTY) u acconmmmupoBaHHOTO ¢ GEPeMEHHOCTHIO Oenka
PAPP-A, npoBomsTcsi OMOXMMUYECKKME MCCIeI0BaHMUSI Ha aBTOMa-
tueckoMm aHamm3atope «BRAHMS KRYPTOR compact plus»,
I'epmanusi. PacyéT MHOMBUIYaTbHOrO pUCKa POXIEHMST peOEHKa
C XPOMOCOMHOM TAaTOJIOTHEH MPOBOAUTCS NP MOMOLIM aKyLIep-
CKO-TMHEKOJIOTMYECKOii TTporpaMmbl «Astraia», [epmanusi, moporo-
Boe 3HaueHue pucka 1:100 mo tpucomunm 21, Tpucomuu 18, Tpuco-
mun 13. ¢ yu€rom Bo3pacta XXEHUIMHBI, YPOBHSI CHIBOPOTOUHBIX
MapKEPOB ¥ TOJIIMHBI BODOTHUKOBOTO MPOCTPAHCTBA Y TIOJA.

3a sHBapb — Maii 2014 r. o6cnenoBaHo Beero 4704 GepeMeHHBIX
xenimH. [pynma pucka (1:100 u Bbiie) cocraBuna 1,4% (68 ciy-
yaeB). B a1oit rpynre 22 6epeMeHHBIM KEHIIMHAM MTPOBEIeHA UH-
Ba3MBHasl MpeHaTabHasl TMarHOCTHKA (MCCIeI0OBaHbI BOPCUHBI XO-
puoHa). BrisiBeHO 7 cilydyaeB XpOMOCOMHOM MATOJOTUH I1J10J1a, YTO
cocraBuiio 10,3%. BoisBieHo 4 miona ¢ cunapomom Hdayna (1 —
TPaHCIIOKALIMOHHBI BapuaHT, 3 — ¢ Tpucomueit 21), 1 ciyuait
¢ tpucomueit X u 9, 1 cinyyait ¢ cunapomom [laTtay (TpaHcmokaim-
OHHBIN BapuaHT), 1 ciayyaii IialeHTapHbI MO3auIIU3M.

CoBeplIlIeHCTBOBaHUE ~ TIpeHaTaibHOl  nuarHoctuku — BIIP,
BKJIIOYAIOIIEH MEIMKO-TeHETUUECKOe KOHCYJIbTHPOBAHUE, YJIbTpa-
3BYKOBOI M OMOXMMHWYECKUIT CKDUHUHT C PUMEHEHNEM MHBa3UB-

HBIX METOJIOB, TIO3BOJISIET CHU3UTH YPOBEHb MePUHATAILHON CMEPT-
HOCTM W TPOBOAWTH NPOMWIAKTUKY  HACJIEACTBEHHBIX U
BPOXIEHHBIX 3a00JIeBaHMI Y JeTeil, MpeaynpexaaTh MosiBICHUE
MHBaJIMIHOCTH B IETCKOM BO3pacTe.

IIpeuMIIaHTAIIMOHHAS TeHeTHYECKAs JUATHOCTHKA,
COBMeEIllEHHASA ¢ MOJIEKYJIIPHbIM KAPHOTHNHPOBAHMEM
Ha MuKpouunax. KinHuyecknii npuMep TMarHoCTHKH
BPOXKIEHHOH CIOHAMIOANH(HU3APHOH TUCILIAZHH

Mapaxonoé A.B., Konosaioe D.A., Kosasesa .B.,
Hcaes A.A., Ilomepanuesa E.A.

000 «I[TPM HCKY», 119991 Mocksa, ya. [yoxuna, o. 3, kopn. I;
marakhonov@genetico.ru

[TpeummnanTanoHHasi reHeTudeckas amarHoctuka (ITII) siB-
JISIETCSl MTHCTPYMEHTOM MPOMMIAKTUKA HACIeICTBEHHBIX 3a00J1eBa-
HMIA, CIIOCOOCTBYIOLIUM POXAEHUIO 3I0POBOTO MOTOMCTBA B CEMbSIX
C BBICOKMM T'eHeTHYeCKM pruckoM. OmrcaHa pa3paboTKa u mpumMe-
HeHue TecT-cuctembl st [/ Bpoxka€HHOI croHanIosnubu3ap-
Hoit nucraszumn (COA, OMIM #183900), coBMEIEHHOI ¢ MOJIEKY-
JIIPHBIM  KapMOTUITMPOBAaHUEM 3MOPUOHOB JUIsl TIOBBILIEHUS A(-
dexruHoctn BKO.

B ma6oparopuio Genetico LI'PM MCKY obpatuiach cemb,
B KOTOpoOii y Myxa (rpobanna) B rene COL2A1 Gbna oOHapyxkeHa
retepo3uroTHas mytauus ¢.1799G>T (p.Gly600Val), uto mo3Boau-
JIO yCTaHOBUTH IuarHo3 COJl — HacjeAcTBEHHOro 3aboJieBaHuUsI
C ayTOCOMHO-IOMMHAHTHBIM TUIIOM HacjemaoBaHusi. B ceMbe mpo-
0aHaa TO e 3a00sieBaHUe AMAarHOCTUPOBAHO Y CECTPBL. Y CyIpyxe-
CKOM Mapbl B aHaMHe3e Oblila eCTeCTBeHHasi 0epeMEHHOCTh, OIHAKO
no pesyibratam Y3U Obulo chaenaHo MpeanoyiokeHue o Haluuyue
CO]1 y uiofa U MpUHSTO pellieHue O MpepbIBAHUM OepeMEHHOCTH,
rnocje 4ero ceMbsi ooparuiack 3a 1T/,

TecT-cuctema cocTosia U3 MPSIMOiA TMATHOCTUKU MYyTallMKl Me-
tonom [TLIP-TTAP®, no3possionieit nuddepeHIIMpoBaTh MyTaHT-
HbBIi ¥ HOPMaJIbHBIN aJiesid, KOocBeHHOW auarHoctuku CO]I 1o
BBICOKOTIOJIMMOP(GHBIM MUKPOCATEJUIUTHBIM JIOKYCaM, TECHO CLICTT-
JICHHBIM C UCCJICyeMbIM T€HOM, U CUCTEMbI MOJICKYJISIPHOTO KapH-
OTUITMPOBAHUSI METOJIOM CPAaBHUTELHON FEHOMHOM r’MOpUAN3aLIUT
Ha MuKpouunax. TecT-cucrema Obljla ONTUMM3UPOBAHA W BaJTUIN-
poBaHa JUlsl POBEICHMsI IMarHOCTUKK Ha MPOIYKTaX MOJTHOTEHOM-
Hoit ammudukanuu (WGA) emMHMYHBIX KIETOK (TIOTy4eHHBIX
¢ ucnonb3osanrueM Hadopa SurePlex™, Illumina, CILA).

B pesynbrate DKO OBLIO TTOIyYEHO ST SMOPUOHOB, KOTOPBIM
Ha TSIThle CYTKU pa3BUTHSI ObLIa BBIMOJHEHA OMOMCUsl TPOhIKTO-
nepmbl. [Iposenénnas 11 sMOprnoHOB MoKa3aa, 4YTO ABa M3 HUX
HECYT MYTaHTHBIN ajulesib, YHACJAEeAOBaHHBIA OT OTLA, YTO ObLIO
MOATBEPKICHO U aHAJTM30M raruIoTUIIOB. Tpu SMOpPHOHA, HECYIIIMX
HOPMaJIbHBIN OTLIOBCKUI ajuiesib, ObUIM KapUOTUITMPOBAHBI. AHa-
JIU3 TIO3BOJIMJT OMPEICUTh, YTO JIBA U3 HUX MMEIOT HOPMAaJIbHBbIi
Kapuorui (46, XX 1 46, XY), B TO BpeMsI KaK JaHHBIX 10 TPEThEMY
9MOPHUOHY OBbUIO HEIOCTATOYHO JJISi OMHO3HAYHOTO BHIBOJIA.

ITo pesynbrataM NpPOBEAEHHON AMATHOCTUKU OAWH 3MOPHUOH
C HOPMaJbHBIM KapHOTUIIOM, HE HECYIIWl MyTallid B TeHe
COLZ2A1, 611 mepeHeceH B MaTKy, IOCJIe 4ero HacTymuia Oepe-
MEHHOCTb, TTONTBepXKIEHHAsT naHHBIMU Y 3U Ha yeTBEpTOIT Henere.

O Heo0X0IMMOCTH COBEPIIEHCTBOBAHMS NMPEHATAJILHOI
JMATHOCTHKH BPOXKIEHHBIX M HACJIEACTBEHHBIX
0oJ1e3Hell Ha ypoBHE aMOYJIATOPHOTO 3BEHA
AKyNIePCKO-THHEKOJIOTHIECKOi CITy2KOBI

Mauapaweuau T.K., Manyxun U.b., Illempun A.H.,
Yeapoe U.B., Axyaenxo JI.B.
T'BOY BIIO «Mockoeckuti eocydapcmeerHbill MeOUKO-CMomMamonoeu-

yeckuul ynueepcumem um. A.1. Eedoxumosea» M3 PP,
tamari74@mail.ru
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XoTsl Hay4yHble MpobJjemMbl MpeHataibHoi auarHocTuku (I11)
BPOXIEHHBIX U HACJIEACTBEHHBIX OOJIe3HEN yKe TMPUHLUITUATBLHO
peuleHbl, Ha MpaKkTUKe BCe el KaXAblii BTOPOMl MOPOK U MHOTHE
rpyOble HapylLIeHUs] Pa3BUTHSI TJI0Ia HE AMATHOCTUPYIOTCST aHTEHA -
TabHO. C LIeJIbIO OLIEHKM MTOTPeOHOCTH B coBeplieHcTBOBaHUM T1]1
Ha ypoBHe amOyJaTOPHOTO 3BeHa aKyLIePCKO-TMHEKOJOTMYeCKOn
CIyKObl ObUT MPEANPUHST PETPOCTIEKTUBHBIN aHAIU3 apXMBHOTO
MaTepuaia OIHOW M3 XEHCKHUX KOHCYJbTallMii ropoaa MOCKBBI 3a
nepuon ¢ 2007 mo 2011 rr. Okazanock, 4YTO U3 OOILEro KOJMYECTBA
JKEHIIWH, COCTOSIBIIMX Ha y4éte 1o 6epeMeHHOCTH (290 KeHIIMH),
B I TpumMecTpe Betanu Ha yu€T 69,3% GepeMeHHBIX, a PeHATATbHO-
My ckpuHuHry (ITC) 6butn moasepruytsl 61,4% GepemeHHBIX. Bo
11 tpumectpe y 72,0% xeHuuuH cpoku nposeaeHus [1C 6bu11 rpyoo
HapyieHbl, 10,0% XeHIUH TAKOBOMY He TOBEprajiuch BOBCe, 3a-
KJIIOUeHUs 00 MHIMBUIYaIbHOM PUCKE XPOMOCOMHBIX aHOMAaJIUM
y IJI0a UMEJUCh B aMOyJIaTOPHBIX KapTax ToJibko y 61,4% Gepe-
MeHHbIX. [To manHbiM T1C, 10,4% GepemeHHBIX B | TpumecTpe u
12,4% 6epemenHbIx Bo 11 TpuMecTpe ObLIM OTHECEHBI K TPYIITE PH-
CKa M HarpapJieHbl Ha BTOPO YpOBEHb 00C/I€I0BAHMSI, OIHAKO UH-
dopmarnust 0 ero pesy/bratax B aMOYJIATOPHBIX KapTax >KEHCKOM
KOHCYJIBTallMK OTCYTCTBOBasa Gosee yeM y 72,0% u3 Hux. OCHOB-
Hasl JI0JIsl TIaToJIOTMK OepeMeHHOCTH U 1ioga y 17,5% XeHIuH,
noasepruyThIx [1C, Obl1a BbIsIBIEHA BO 2-M TPUMECTPE, YTO CBUJIE-
TeJIbCTBYET 00 akTyasnbHOcTH poBeaeHus [1C Bo II tpumectpe Ge-
pemeHHOCcTH. CpaBHUTENbHBIN aHAIM3 MCXOMOB OEpPeMEHHOCTH
B TpyIIax MalUeHTOK, TMOABEPraBIIMXCS W HE TOABEPraBIIMXCS
I1C, He BBISIBUI HUKAKUX CTAaTMCTUUYECKU 3HAYMMBIX Pa3TUYMid.
B obeux rpyrimax poauiaoch o OgHOMY peO€HKY ¢ cuHIpoMoM Jlay-
Ha. TecTupoBaHue Bpayeil aKyliepoB-rMHEKOJIOTOB Ha MOHUMaHKe
MeIMKO-TeHeThYecKUX Borpocos [1]] mokazano ux HeAOCTaTOUHYIO
KOMITETEHTHOCTb: MpPaBWJIbHbIE OTBETHI MOJYYEHbl B CPEIHEM Ha
56,2% TtectoBbIX 3amaHuil. TakuM 0Opa3oM, pPETPOCIEKTUBHBIN
aHaJIM3 apXMBHOTO Marepuaa XeHCKON KOHCYJbTallMKM TO3BOJIWII
YCTaHOBUTbD, UTO TJIABHOM MPUIMHON HMU3KOM addexkTuBHOCTH [1]]
SIBJISICTCS CUCTeMaTHueckKoe HecoOsroneHue pertameHta [1C Ha
YpOBHE aMmOyJaTOPHOTO 3BeHa AaKyIIePCKO-TMHEKOJIOTUUEeCKO
clykObl. KOHKpeTHbIMUM 3agauaMu, TpeOyIOIMMU COBEPIIEHCTBO-
BaHus [1J] Ha iepBOM ypoOBHE, SIBJISIIOTCSI:

1) noBbIlIeHre WHMOPMAIIMOHHOW M MOTUBAIIMOHHOM T'OTOB-
HOCTU OepeMEeHHBIX KeHIIMH K MepUHATAIbHOM MPOoQUIaKTHKE;

2) TOBBILIEHHE KOMIIETEHTHOCTU Bpaueil B MEIMKO-TeHeThYe-
ckux acriekrax IT/1;

3) pa3paboTKa MOpsiAKa B3aMMOIEHCTBUSI MEXIy IEepPBBIM U
BTOpBIM ypoBHeM [1/1.

DD eKTUBHOCTH MPEHATAILHOTO MEIUKO-T€HETHIECKOrO
KOHCYIbTHPOBaHUSA B 3AO r.MOCKBbI
u HoBoMOCKOBCKOM paiioHe

Mewgepaxosa T.HM.12, Jlykawm E.H.12, Cupaxanan HU.K.1,
Heanoea 0.I.1, Mymoeun I.P.2, Ilpumvixo A.I.2

I @Quauan Nod «Podunviwiii dom Ne3 T'BY3 2opoda Mockewt «Llenmp
NAGHUPOBAHUA cembll U penpodykyuu [enapmamenma 30pagooxpare-
Husi eopoda Mockewr». 119501, e.Mockea, ya. Hexcunckas, 0. 3.
E-mail: Ivanovna-76@mail.ru

2 @IYV3 «Hayuno-npaxmuyeckuii yenmp mMeOUyUHCKOL nomouu Oe-
mam J3M», 119620, Mockea, yar. Asuamopos, o. 38

Lesbio uccnenoBaHus ObLIO MPOBEIEHUE CPABHUTEIBHOTO aHa-
mm3a 3(phekTUuBHOCTU MpeHaTanbHOi muarHoctuku (I11) xpomo-
COMHBIX aHOMaJIuil (XA) y XKeHIIMH 3amagHoro alMUHKMCTPATHB-
HOTro oKpyra ropona MockBsl 1 HOBOMOCKOBCKOTO paiioHa. 3a me-
puon ¢ 2012 o 2014r. B KaOMHET MEIUKO-TeHETUYECKOI KOHCYJIb-
Tanuu odpaTtmioch 1102 xkeHIMHBI B mepuoae oepeMeHHOCTH. MH-
Ba3MBHasl IMarHOCTUKA rposeneHa 170 6epeMeHHbIM C YUETOM BbI-
SIBICHHBIX YJIBTPa3BYKOBBIX U OMOXMMMUYECKUX MapképoB. MHBa-
3UBHbIE METO/bI MO3BOJIMIM TUATHOCTUPOBATH XPOMOCOMHYIO Ta-
Tosoruio y 26 mionoB. ITokasatenb 3(pheKTUBHOCTH MHBAa3UBHOI
MpeHaTaJbHON AMAarHOCTUKYU COCTaBUI 15,3%, 4TO COOTBETCTBYET

MexxnyHaponHomy craHaapty @oxna meauiunel mwionaa (FMF, Ax-
riust). CpeTHU BO3pacT KEHIIUMH C BBISIBICHHOW XPOMOCOMHOM
MaToJIOTHEN TUI0Aa cocTtaBui 36,8 roga (cpeau XeHIIUH ¢ TaTojio-
rueit toga cuuapomoM JlayHa — 36,5 roma). B 33,3% ciyuaes
Tpricomust o 21 mape XpoMocoM Oblia BbISIBACHA y TUIOAOB XKEH-
LIMH Bo3pacTHOM rpymibl 35—40 stet; B 33,3% cityyaeB cpeau XeH-
wuH crapiue 40 et u B 33,3% ciy4yaeB cpeiu KSHIIMH MOJIOXe
35 ner. CoueTaHue yabTPa3BYKOBBIX MAPKEPOB C BO3PACTHHIM (Dak-
TOpoM (>35 J1eT) u/uin ¢ U3MEHEHHBIM OMOXUMUYECKUM CKPUHUH-
TOM CBIBOPOTOYHBIX MAapKEPOB 3HAYMTENLHO TOBBIIATU d(PdeK-
TUBHOCTb MHBa3upHoi [1[l. B Haliem uccieqoBaHUM B JaHHBIX
clyJasiX Imokasareib d¢p@eKTuBHOCTH MHBasuBHON [1]1 mocturan
52%. 3akmoueHue. CucTeMa OpraHM3allii MacCOBOTO PaHHETo
MpeHaTaTbHOTO0 CKPUHUHTA TPEOYeT AalbHEMIIIEro yCOBEPIIEHCTBO-
BaHus1. [L1s1 MOBBILIEHHMST IMarHOCTUYECKMX BO3MOXHOCTeI 1abopa-
TOPUI MpeHaTaTbHON TUArHOCTUKK HEOOXOIUMO BHEIPSITH COBPE-
MEHHbBIE METO/Ibl UCCIIEIOBAHMSI, TAKUE, KAK XPOMOCOMHBII1 MUKPO-
MaTpu4HbIi aHanu3 1 Meton konudectBeHHoit [TLIP (QFPCR).

BansiHue mpeHaTANbHON AMATHOCTHKHA
Ha PacHpoOCTPAHEHHOCTb BPOXKIAEHHBIX MOPOKOB
Pa3BUTHSA Y HOBOPOKIAEHHBIX

Munaiiuesa JI. 1., Hazapenro JI.1I.

OI'BHY «HUH meduyunckou cenemuxu»
634050 e. Tomck, Habepexcnas Ywaiiku, 0.10
larisa.minaycheva@medgenetics.ru

B Tomckoit obmactu ¢ 1999 mo 2011 rr. mpoBené¢H aHaIu3 JuHA-
MMKH 4acTOT BPOXIEHHBIX MOpOKOB pa3Butus (BITP) obsizatenn-
HOTro y4éTa (CormacHo TpeGOBaHUSM SIMUIEMHUOJIOTHUECKOTO MOHH -
topunra BIIP mo npukaszy Ne268 M3 P®) y HOBOPOXIEHHBIX U
cpenu tionoB ¢ BITP (mopoku pa3BuTHst AMarHOCTUPOBAHKI B TIpe-
HAaTaJIbHOM TIEPUOJE U NMMMUHUPOBAHBI BCJAESACTBUE MPEPbIBAHUS
6epemeHHoCTH). [losydeHHBbIE pe3yNbTaThl MO3BOJWINM OLIEHUTD
9(b(EKTUBHOCTD MTPeHAaTaIbHOM TMarHOCTUKU B TOMCKOI 001aCTH.

BddexTrBHOCTD peHaTasbHOTO BhisiBieHUst BITP (¢ mocneny-
Iollell UX 3MMMUHALIMEH) B TeueHue 13-7eTHero mepmona 3Hauu-
TeJbHO YBeIMumiIach: ¢ 5,4% (1999 r.) no 61,4% (2011 r.). nst psima
BIIP (ansHuedanusi, CIMHHOMO3TOBas IpblXa, dHIIedanoLese, pe-
NYKLIIMOHHbBIE TOPOKM Pa3BUTUSI KOHEUHOCTeM, auadparmaibHas
rpbixka, oMmdarolene, raCTpOIIM3UC) B MOCASIHUE TOAbI Habaoaae-
MOro repuona BbisiBIsieMocTb gocturaet 100%. IMosydeHHble pe-
3yJIbTaThl COrJacyloTcs ¢ naHHbIMU peructpoB BITP (Campana H.
et al., 2010; Boyd P.A. et al., 2011). AHanu3 TUHAMUKU YaCTOTHI
BIIP oGsi3arenbHoro yuéra 3apukcupoBal €€ CHUXKEHUE Y HOBO-
POXIEHHBIX U B 00LIEl Tpyniie (HOBOPOXIEHHBIC AETH W TIIOIBI)
Ui aHdHLehaNIMy, CIMHHOMO3IOBOM TPBIXM, TPAHCIO3ULIMK
KPYITHBIX COCYIIOB, PAaCILeJIMHBI TYObI ¢ MU Oe3 paclieTMHbI Heba,
PEayKLMOHHBIX MOPOKOB KOHEUHOCTEH, nuadparMaabHON IPbIKU,
ractpoimsrca 1 MHoxecTBeHHbIX BITP. Ha omHoM ypoBHe B iepu-
on ¢ 1999 mo 2011 rr. B obuueit rpynmne (HOBOPOXIEHHBIE OETU U
TJIOMBI) OCTAETCsI YacTOTa areHe3uu U aucreHe3ust mouek — 0,49%o
u cuaapoma ayna (CI) — 1,12%o0. Meponpusatusi mpeHaTaabHOI
NMUATHOCTUKY TTO3BOJIMIIM CHU3UTH Yyactoty CJI m areHe3nu u amc-
reHe3uu Mmouyek y HOBOPOXAEHHBIX (0,22%o0 u 0,84%0 cOOTBETCT-
BeHHO, p<0,05), cpeau Ma010B YacTOTa ITOM MATOJOTMU B TEUEHUE
Habmomgaemoro nepuoaa yseanuusaercs (0,28 u 0,27%o cOOTBETCT-
BeHHO, p<0,05). YMenblueHue yactorsl CII y HOBOPOXKIEHHDIX SIB-
JISIETCS1, B TOM YKCJIe, Pe3yJIbTaTOM MPOBEACHMSI MEPOTIPUSITHII BTO-
puuHoil npodunakruku BITP — npenatanbHoil (10ponoBoit) aua-
THOCTMKE HapylleHuil pa3BuTHs maoaa B Tomckoii oonactu (Naza-
renko L.P. et al., 2012). Tak, yepe3 ron mocje Hayaia pabOThI TIPO-
ekta (B 2011 r.), 3adpukcupoBaHa camasi Hu3Kas yactora CJI y HO-
BOPOXIEHHBIX — 0,29%o0, cpenu monoB yactota C/I npesbiiaet eé
mnokazareib y HOBOPOXIEHHBIX — (,37%o0. Meponpusarusi mpeHa-
TaJIbHOM JTMATHOCTUKH TO3BOJISIIOT CHU3UTh yactoty BITP u usme-
HUTb UX CTPYKTYPY Y HOBOPOXIEHHBIX (B MpeHATAILHOM TMepuoe
SJIMMUHUPYIOTCS TSKENbIe, IPUBOAsIIINE K MHBaTUIHOCTH BITP) n
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«[lpeHaTanbHag AMarHoCTMKa HaC/NIeACTBEHHbIX U BPOXAEHHbLIX 3a60neBaHuUii: HacTodlee 1 Gyayuwee»

TEM CaMbIM BHOCAT BKJIaa B YMEHBIICHUEC rnokasaresen 1eTCKOM 3a-
60JIeBa€MOCTI/I, MHBAJIMIHOCTU N CMEPTHOCTHU.

IIpenMnIAHTAIMOHHDIA TeHETHYECKNI CKPUHUHT
npH BLIOOpE 3MOpPHOHA

Momuipeea I1.1O., Ceprosa M.B., Cunvkos K.O.,
Kooxcun A.10., Aiisuxoeun H.B.

340 Meoduyunckuii yenmp «Asuyenna»,
630099, e.Hosocubupck, Kpacuoiii npocn., 35
motyreva.avicenna@gmail.com

TII'Jl — nmpeuMIIaHTaLMOHHASI TeHETUYECKas IMarHOCTUKA —
npumeHsieTcst B ukiax DKO U 1Mo3BosisieT UCKIIOYUTD Psijl XPOMO-
COMHBIX 00JIe3HEl SMOpHMOHA 10 ero mepeHoca B MaTky. OQHUM U3
BunoB [1T'[] siBisieTcst MpeuMIUIaHTAIlMOHHBIN TeHETUYECKUI CKPU-
HuHr a"eymiouauii (ITTC).

OT60p SMOPUOHOB IS TIEpPeCcaaKu B MaTKy OCYLIECTBIISIETCS 1O
pa3HbIM KputepusiM. OCHOBHBIM KpUTEPUEM JUTsl GOJIBIIMHCTBA JIa-
Ooparopuii sBasieTcs: Mopdosoruueckass oueHka (MO), omHako
OHAa He Bcerja COOTBETCTBYET HOPMAJbHOMY HAaGOpy XpOMOCOM
B OMOpHUOHE.

ITo naHHBIM JUTEpaTyphl, 10 70% OOLIMTOB UMEIOT YHNCICHHbIC
XpOMOCOMHbIe aHoMauu U 10 30—70% 5MOPUOHOB — aHEYILION-
npl. [Ipy 3TOM MPOLIEHT XPOMOCOMHBIX MaTOJOTUIl cpenu AeTei,
poxaEHHBIX Mocie DKO, He BbIlIe obLenonyIssuuoHHoro. Llenbio
Haleil paboThbl ObLIO CPABHUTH JaHHbIE MOP(DOJIOrMYeCcKOil OLIEHKHU
9MOpuoHOB U pe3ynbraTthl [1IC.

[nst uccnenmoBaHus ObUTH BeIOpaHbI 103 ceMeitHBIX mapbl, KOTO-
pbim nipoBoawicst III'C mo 5, 7, 10 xpomocomam metomom FISH.
Pa3Hble BapraHTbhl CKpMHMHTA TPUMEHSITUCH C COMIOCTaBUMOM Yac-
TOTOU U OBLIM OOYCJIOBJEHBI MOKA3aHUSIMMU.

Ilpu mpoBeneHUM TEHETUYECKOW JTMAarHOCTUKKM ObLT BCTpPEYEH
PSI XPOMOCOMHBIX aHOMaJIMiA Y SMOprMOHOB. BeTpeueHHbIe aHOMa-
JIMU Mbl pa3OMJIM Ha 2 IPYMIbL: cyOJIeTalbHble (MOTYLIME MPUBECTH
K POXIEHMIO O0IBHOTO peOEHKA) U JIeTalbHbIe. bblI0o MpoaHanu3u-
poBaHo 600 5SMOPUOHOB, HOPMAJTLHBIIT XPOMOCOMHBIIT HAGOP MMe-
mm 50%, cyonetanbHbiMU ObUTO 11%, netanbHbiMu 39%. B kaxaom
LIMKJIe SMOPUOHBI ObUTM pasniesieHbl Ha 3 TPYIIbl: OTJIMYHOTO, XO-
polIero M IMJIOXOTo KadecTBa, ucxons m3 MO, 3areM sl Kaxkmoi
rpynnbl nposeaéH II'C.

Hamwu nmokazaHo, 4To 9MOPHOHBI HAWJTYYIIIETO Ka4ecTBa NUMEIOT
HOPMaJIbHBIN XPOMOCOMHBIN Habop B 55% Ha 3 neHb u B 75% Ha
5-i1 neHb pa3Butust coorBeTcTBeHHO. [1o pesynbratam [TI'C nukibI
DKO pazneneHbl Ha Tpu Kateropuu. (1) LHUKIBI, Tae BEIOOP 9MOpU-
oHOB Ha ocHoBaHMM MO u I1T'C coBman MmosHOCThIO, TO €CTh JABA
HaWIy4dllIMx SMOpHOHA, OTOOpPaHHbIE Ha MEePeHOC 0e3 MPUMEHEHMSI
[I'C, nmenu HOpMabHBI XPOMOCOMHBII Habop (25 LuKIoB); (2)
LIMKJIBI, B KOTOPBIX BHIOOP COBIAJI YaCTUYHO, TO €CTh OAMH IMOpH-
OH HOPMAaJIbHBIN, & OIUH C XPOMOCOMHOI TaTojorueii (21 uuki);
(3) LMKJIBI, T BLIOOP HE COBIMAJ, TO €CTh 002 9MOPHOHA, KOTOPbIE
ObuIK ObI MepeHeceHbl B mojoctb MaTku 6e3 [1I'C, umenu narono-
TMYHBIA Ha0Op XpoMOcoM (6 LIMKIIOB).

Takum 06pa3om, SMOPUOHBI, KOTOPbIE ObLIM Obl OTOOPAHBI IS
nepeHoca Ha ocHoBaHur MO u 6e3 npumenenus [1I'C, B 32% ciy-
YyaeB 3aBEJOMO HECYT XPOMOCOMHYIO MaTOJIOTHIO, KOTOpasi MOXeT
CJIyXKMTh TIPUYMHOM HEHACTYIUICHUSI, HEBbIHAIIMBAHUSI OepeMeH-
HOCTU WJIM POXIEHUSI O0JIbHOrO pedEHKa.

CocTosiHie MpeHATAJbHON AMATHOCTHKHA HAPYIIeHHd
pa3sutus wiona B Pecnyoimnke Bypsarun

Mpynxyeea JIJI., Aomuna B.b., Epemuna E.P., I[oipenosa B.b.,
Kuceaesa H.B., Xpecmuna C.B., Illopuna M.A.
TAY3 «Pecnybaukanckuil nepuHamansvholil yeHmp», e.Yaaun-Yos

Hawubonee 3(pdeKTHBHBIM METOIOM MAacCOBOIl JTHAarHOCTUKU
XPOMOCOMHBIX aHOMAJIMIA y TUIOJa CUYMTAECTCS KOMOMHUPOBAHHBII
CKPUHUHT B IEPBOM TpuMecTpe GepeMeHHocTr. B HarroHanbHbIi

npoekT «[IpeHaTanpHasi (mOpoAOBasi) AMArHOCTMKA HapylUEeHWI
pa3BuTust pedb€HkKa» bypstus Bctynuia ¢ despaist 2013 r.

B 2013—2014 rr. B BypsATun mo ajaroputMy paHHEro mpeHara-
JILHOTO CKpPUHMHTra obcienoBaHo 22134 OGepeMeHHBIX XEHIIMH
(80,3% ot B34TBIX Ha YYET B Cpoke 10 14 Hemenb), TpyIina pucka 1o
XPOMOCOMHOW  TIaToJIOTUH, CGhOPMUPOBaHHAs Ha OCHOBAaHUM
noacuyéra KOMOMHUPOBAHHOIO pUCKa, cocTaBmia 446 maiueHTOK.
MHBa3uBHas npeHatajbHas AMAarHOCTMKA IpoBeneHa 83% KeH-
1uH. B neproa paboThl o HOBOMY aJIrOPUTMY MIPEeHATAIbHOM Ana-
THOCTUKM HapylIeHU pa3BUTHS peOEHKA MPOM30IILI0 M3MEHEHME
CTPYKTYpbl MHBa3MBHBIX BMelaTeabcTB. B 2013—2014 rr. mpoBeze-
HO 69,3% acniupauuu BOpCHUH XopuoHa, 25,0% maleHToueHTes3a,
5,7% xopnoueHTe3a. [Ipy 3TOM [0J51 KOPOOLIEHTE3a 3HAYMTEIBHO
CHM3WJIACh 110 CPABHEHUIO C TIPEABIIYIIIMMU TOIaMU, YTO OOBSICHS -
€TCsl TeM, YTO MEPOIPUSTHS MO MPEHATATbHON AUArHOCTUKE Hapy-
LIeHWI pa3BUTHUsI peOEHKA HaIpaBJIeHbI Ha BBISIBJICHUE MATOJIOTUN
1J10/1a B TIEPBOM TPpUMeECTpe OEPEeMEHHOCTH.

YacToTa BbISIBAEHHONW XpOMOCOMHOI MATOJOTMU OT YMcia 00-
CJIEIOBAHHBIX MO0 KOMOWHHUPOBAHHOMY CKPUHUHTY OepeMEHHBIX
SKEHIIMH coctaBuia 15,6%. JlaHHbIE 1O APYTUM peruoHam, pabora-
IOLIMM 10 TpPEHATAJbHOM JMATHOCTUKE HapYLICHUI pa3BUTHUSI
pebEéHKa, NOeMOHCTPUPYIOT 0o0jiee BBICOKYIO UYBCTBUTEIbHOCTh
ckpununra (Kameesa T.K., u ap., 2014; Marynesuu C.A. u np.,
2014). IpuumHa Oosiee BBICOKOI BBISIBISIEMOCTH XPOMOCOMHBIX
aHOMaJIMIA B IPYTMX PErMOHAX, BEPOSITHO, CBSI3aHAa C MCIOJIb30Ba-
HMEM OOJIbLIEro CreKTpa JIabopaTOPHbIX METOAOB VISl MpeHaTallb-
HOTO KapUOTHUITMPOBAHMUSI.

B MTI'K pecny6auku B HacTosiee BpeMsl Hayajl UCI0Jb30BaTh-
cst meton MostekynsipHoit reHeTnku FISH ¢ JIHK-30HmamMu Ha crre-
uuduuHble paiioHsl xpomocoM 13,18,21,X,Y, 4To MO3BOJSAET MPO-
BECTH TIpeHATaJIbHOE KapUOTUITMPOBAHUE aMHUOIIMTOB ILIOAA
B cpoke 16—18 Hemenb. g Gojiee BHICOKOM BBISIBISEMOCTH Ha-
CJIEICTBEHHOM MaToJIOTUU B JajibHellIel paboTe MeIMKO-TeHEeTH -
YeCKOM KOHCYJIbTAllMU TUIAHUPYETCs BBEACHUE COBPEMEHHBIX Me-
TOIIOB MOJIEKYJISIPHOM TMAarHOCTUKH.

OneHKa BO3MOXKHOCTH JAeTEKIUH aHeYILIOMIHii
B KJIeTKax TpogodiacTa B neasaX HeMHBA3UBHOM
NPEHATAJILHON JUATHOCTHKH

Mycamoea E.B., Mapmoinose A.B., Maproea 2XK.I.,
Munvocenxoea M.E., Illuroéa H.B.

QI'BY «Meduro-eenemuueckuii Hayunwiii yenmp» PAMH,
e.Mockea, yr. Mockeopeuve, 0.1 liza_mus@mail.ru

HewnHBa3uBHasi TpeHaTalbHas IMATHOCTUKA TIpearoaraet
nojyyeHue MHhOpMauMKu O TEHETUYECKOM CTaTyce pa3BMBalOLLe-
rocst 1mjaoaa, He mpuberasi K HapyLICHUIO LEJTOCTHOCTH TUIOTHBIX
06osioueK. OIHUM U3 TUIOB TUIOAHBIX KJIETOK, MPUCYTCTBYIOIIMX
B KPOBU OepeMEHHBIX XEHIIWH, BIsIOTCS TpodobiacTsl. Kietku
TpoobaacTa MosiBIASIIOTCS B MAaTEPUHCKOM KPOBOTOKE, HauMHast
¢ 5 Henenu GepeMeHHOCTH, U OBICTPO MCYE3al0T U3 OpraHu3Ma Ma-
Tepu TOCJIe PONOB WM MpepbiBaHUsI O0epeMeHHOCTU. Tpodobia-
CTBbI, B OTJIMYME OT OCTAJbHBIX KJIETOK TUIOMA, TPEICTaBICHHBIX
B KPOBU OE€pPeMEHHOM XEHIIMHBI, SIBJISIOTCS KJIETKaMU SMUTEIU-
aJTbHOW TMPUPOABI U OTJIMYAIOTCS KPYIMHBIMYM pa3MepamMu M Xapak-
TepHO Mopdooruei.

B wmensix olleHKM BO3MOXKHOCTH BbIIEIEHUST TpOhoOIacTOB 13
nepudepryecKoil KpOBU U UX MOCIEAYIOIIETO aHAI13a ObLT BBITOJ-
HEH MOJEJbHBIN 3KCIepuMeHT. MaTepuaiamMu JijIsl SKCIIepuMeHTa
nocayxwin 11 o6pa3lioB MCKYCCTBEHHO CO3MAaHHBIX (apTU(UIIM-
aJTbHBIX) CMeCei, SIBJISIOIINXCS UMMTAIMEN cocTaBa mnepudepuye-
CKOIl BEHO3HOII KpOBU OEpEeMEHHBIX XEHIIWH. ApTU(UILIMATbHbIC
CMeCH ToJIydaJii CMelIMBaHUEM 00pas3loB Iepudepruyeckoil Be-
HO3HO# KPOBU B3pOCIIbIX MHAMBUAYYMOB C 00pa3liaMu KJIETOK BOP-
CHH XOpHOHA 3aMeplInX OepeMeHHOCTel C M3BECTHBIM KapUOTH-
oM. [ ocienyolero aHajau3a reHeTu4ecKoro Marepuana obuin
BBIOpaHbI TPOP0OIACTHI IBYX 00Pa3IOB apTUDUIIMATBEHBIX CMeCeid,
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JUISI IPUTOTOBJIEHUSI KOTOPBIX MCTIOIb30BAIN KJIETKM XOPUOHA C Ka-
puotunamu 47, XX,+13 u 47,XY,+21.

st BeIEeHUSI TPO(hOOJACTOB UCIIOJIB30BAIA METON (DUIbTpa-
LMY Yepe3 ToJIMKapOoHaTHbIe (UIBTPBI C IUAMETPOM TOP 8 MKM,
MO3BOJISIIOILMM 3a/IepKUBaTh Ha (UIBTPE KPYIHbIE KJIETKH TPO-
¢obnacTa. dereximsa TpodoOIacTOB Ha (GUILTPE OCYILIECTBISIACH
MMMYHOLUTOXMMUYECKUM OKpAIIMBAHUEM C MOHOKJIOHAJTbHBIMU
aHTUTENlaMM K LIUTOIUIAa3MaTU4YEeCKOMY O€JIKy LHUTOKEepaTuHy 7
(CK7). Uzonsuus eauHudHbIX CK7-110M0KUTETbHBIX KJIETOK MPO-
M3BOIMIACH METOJIOM JIa3epHON MUKPOIUCCEKIIMU, TIOCTIE YETo Clie-
JIOBaJI 3T MOJHOTEHOMHON aMIUTMpUKaluu. AHaIU3 reHeThve-
ckoro Matepuaia efnHUIHbIX CK7-T0J0XUTEIbHBIX KJIETOK MPO-
BOIWJICSI METOIOM MeTadhazHO CpaBHUTEIBbHOM N'€eHOMHOM rHOpu-
nuzaiuu. B oboux ciaydasx npoduiu rubpuan3anuy reHeTHIecKo-
ro MaTepuaia TMCCEKTUPOBAHHBIX KJIETOK COOTBETCTBOBAIM KapHO-
TUIY KJIETOK XOPUOHA, MCIOJb30BAHHBIX ISl TPUTOTOBJICHUSI CO-
OTBETCTBYIOLIMX apTUhUIMATBHBIX cMeceil. TakuM oOpazoM, M30-
JIMPOBaHHbIE KJIETKW ObUIM TUIOAHBIMM TIO MPOUCXOXKICHHUIO.

IIpenaranbHas AMATHOCTHKA
XPOMOCOMHOM NATOJIOTHHU

Has3aposa JI.K., baanosa M.®D., Camamxoizot JI.,
Kymancanosa JI. K., Abuavounosa I'.2K.

AO «Hayuonanbhwlil HAY4HbIL YeHmp Mamepuncmea u 0emcmea»
Pecnybauxa Kazaxcman, e. Acmana, np. Typan, 32,
nazarova_lyaz@mail.ru

[IpeHaranbHast AMarHOCTUKA HACJIENCTBEHHBIX M BPOXICHHBIX
3a00J1eBaHUI SIBJISISICH OMHUM U3 OYypHO Pa3BMBAIOIIMXCSI HAINPaB-
JIEHW COBPEMEHHON MEIWIIMHBI, CTajla MOUIHBIM MHCTPYMEHTOM,
MO3BOJISIIOILMM CYLIECTBEHHO CHU3MTH INEpUHATATIbHbIE MOTEPU U
YMEHBIIUTh YNACIO OOJTBHBIX C TSXKETBIMU HEperaprupyeMbIMU TI0-
pOKaMU pa3BUTHS, C COLUATBHO 3HAUUMBIMU T€HHBIMU M XPOMO-
COMHBIMM OOJIE3HSIMU.

IIpodunakTuka poxaeHus AeTeil ¢ XpOMOCOMHBIMU OOJIE3HSI-
MU COCTaBJISIET IJIABHYIO 3a/lauyy COBPEMEHHOM MPEeIUKTUBHON Me-
JULIHBI.

B AO «HauvoHanbHBIN HayYHBIN LIEHTP MaTEPUHCTBA U JETCT-
Ba» MacCIUTaOHbIE LIUTOTEHETUYECKUE UCCIICAOBAHUS TJIOA0B ObUIN
nauatel B 2007 r. K Hacrosiiemy BpeMmeHu IpoBeneHo 6354 uHBa-
3MBHBIX MAHUMYJISILM#, U3 HUX 50% NPUXOIUTCS Ha JOJK0 GUOTICHN
XOPHMOHA/TUIalleHTOlIeHTe3a, TTpoBoauMbIX ¢ 10 mo 19 Henmeno u
50% — Ha nomo KopaolieHTe3a, mpoBoauMoro ¢ 20 mo 22 Heaento
6epemeHHocTH. ClieayeT 3aMeTUThb, YTO BBICOKAsI J0JIsi KOPAOLIEH-
T€3a CBUAETEIbCTBYET O MPOOJIeMax reHETUYECKOro CKpUHUHTA Ha
MepPBOM YPOBHE, T.€. B PerHOHax.

HauGosee yacThIMM MOKa3aHUSMM [UTSI TIPOBEIEHUsT MHBA3HUB-
HBIX METOIOB OBLIN: BO3pacT OepeMeHHOI cTapiie 35 JIeT, yIbTpa-
3BYKOBbIE MapKEPHl 1 OMOXMMHMYECHE MapKEPhHl XPOMOCOMHOI Ta-
Tojoruu y riona. Ilo maHHbIM Haiero ucciaenoBanust 2417 (38%)
WMHBA3MBHBIX TIPOLIEAYP MPOBEICHO OEpeMEHHBIM TPYIIIBI PUCKa IO
CHIBOPOTOYHBIM OMOXMMHUYECKMM Mapképam. [lo Bo3pacTHOMY
dakTopy HarpaBIeHO Ha MHBA3WBHYIO MTPEHATAIbHYIO JMarHOCTUKY
2389 (37,6%) GepeMeHHBIX, MO YIbTPa3BYKOBbIM Mapképam — 991
(15,6%), 8,8% npuuUIOCh HA JOJIO0 BCEX OCTAJIbHBIX MMOKA3aHUIA.
BbIsiBIIsIEMOCTb XPOMOCOMHOI TIATOJIOTMH, B 3aBUCUMOCTH OT MOKa-
3aHUI, TIpeACTaBJIEHa CIIEAYIONIMM 00pa3oM: MO OMOXMMUYECKUM
Mapképam — 3,5%, 1o yJiIbTpa3ByKOBBIM Mapképam 9,6%, 1o Bo3pa-
cTtHOMY (bakTopy — 6,8%.

[pu aHanu3e CTpyKTypbl XpPOMOCOMHBIX aHoMauii B 90% ciy-
yaeB ObLTM OOHAPYXEHBI YMCIIOBbIe aHOManu, B 10% ciyyasix aua-
THOCTHPOBaHA CTPYKTYpHasl MaTOJIOTHSI.

Haubonbuiuit yaenabHblil BeC B BBISIBIEHHONH XPOMOCOMHOI
MaToJIOTUU 3aHUMaeT cuHapom [dayHa — 45,3%, uTo 0ObsICHSIET-
csl BBICOKOM Y4acTOTOI MaHHOTO CUMHApOoMa B momyiasiuu. CuHm-
poMm Daapiaca Bcrpevaics B 14,8%, cunapom Ilatay — B 4,3%
cJIyyaes.

OnbiT npenaranbHoii quardoctuku BITC
B ['omenbckoii odaacTu

Huxkoaaeea 10.3., bopmnoecrkas H.II.,
Kpueoaanoe O.B., Tapuxosa O.A.

Yupescoenue «lomenvckuil obaacmuotl duaznocmuueckuil meouxKo-ee-
HemuyecKuil yeHmp ¢ KoHcyasmauuetl «bpak u cemvs»

e.lomenw, ya.Kuposa, 57

e-mail: mgc_Gomel@mail.ru

ITo pesynbrataM MOHUTOPMHTA BPOXIEHHBIX MTOPOKOB Pa3BHU-
Tust B ['oMenbckoit obmactu 3a 2011—2013 rr. 3aperucTpupoBaHO
y ponusiuxcst ot 0 1o 27 cyt. 398 ciayuaeB nzonupoBaHHbix BITC
u 30 cayyaeB BIIC B coueraHuu ¢ aKcTpakapAradbHbIMU aHOMA-
masimu (DKA). Yacrota manHoi# matonoruu cocraBuia 8,08—,24
Ha 1000 poxnenuit. B crpykrype BITP B o6nactu BITIC yBepeHHO
3aHUMAIOT JIMAMPYIOLEe MECTO — YIACJbHBIM BEC MX COCTABJISICT
okoJio 40%.

[Ipoananu3upoBaH U OOOOILEH HALI OMBIT MpPeHATaIbHOW T1a-
rHoctuku BIIC 3a mepuon 2011—2013 rr. 3a aT0T mepuon A0 poaoB
ObUTO ycTaHoBleHO 235 ciaydyaeB BIIC, B ToM uucie 144 ciydas u3o-
JIMPOBaHHBIX TIOPOKOB cepiia 1 91 ciyvait B couetaHuu ¢ KA u
XPOMOCOMHOI TaToJIOrMeil. YIenbHblii Bec MOPOKOB Cepilia, ycTa-
HOBJIEHHBIX TIpeHATaIbHO, cocTaBII 35,5%. B nepBoM TpumecTtpe Obi-
70 ycraHoBneHo 52 caydyas BIIC (22,1%), BO BTOpOM TpUMeECTpe —
173 cnyyast (73,6%), B TpetbeM TpumMecTpe — 10 ciaydaes (4,3%)

AHaJIM3 aKylepcKoro aHaMHe3a Mmokasaj, YTo cpeau 00ceno-
BaHHBIX MalMeHTOK 32% ObliM mepBoOepeMeHHbIMU, 12% — mo-
BTOPHOOEPEMEHHBIMU, HO TIEPBOPOISIIMMU, 56% — MOBTOPHOPO-
JSILIUMUA.

Ctpyktypa BIIC, ycTaHOBIEHHBIX MPeHATAIBHO:

® neheKThl MHTpaKapAuadbHBIX ITEPEropoaok — 83;

® TUTOIIAM3NUS JIEBBIX/TIPaBBIX OTAEIOB cepama — 35;

® ATPUO-BEHTPUKYJISIpPHAST KOMMYHUKaLust — 33;

® KOHO-TPYHKaJIbHBIE AedeKTbl — 35;

® AHOMAJIUU JyTH a0pThl — 32;

® (bhubpoanactosz — 7;

® npounie — 10.

Couetanue BIIC ¢ pa3nuyHbIMM 3KCTpaKapauadbHbBIMU aHO-
Manusimu (BKA), Bkilouast XxpoMOCOMHbIe aHOMaluu (XA), Obun
3apeructpupoBanbl y 91 miona (39%). [pu aToM yalie Bcero peru-
cTpupoBanuch codetaHust ¢ XA — 54 ciyvas, BITP ueHrtpanbHOit
HEpBHOM cucTeMbl — 10 cilyyaeB, MOpOKaMu pa3BUTHsI MOYEK U KO-
CTHO-MBILLIEYHON CUCTEMBI — IO 5 CilydyaeB, HEMMYHHasl BOJSIHKA
miona — 3 ciyyvasi.

Cnektp XA Bkiouan: cuHapoM Jdayna — 23, cunapom DaBapa-
ca — 18, cunnpom Ilatay — 3, CTpYKTYpHBIii 1rucOauiaHe — 4.

[MTonagnsiiowiee 60abILIMHCTBO ciydyaeB BITC Oblu BbISIBISHBI
B CEMbSIX «HACJIEACTBEHHO HE OTSTOLIEHHBIX» U HE UMEIOIMX MTOBO-
na Juist o0palleHus 32 MEIMKO-TeHETUYECKUM KOHCYJIbTUPOBAHMU-
€M, B CBSI3U C YeM OCOOYIO POJib IPUOOPETaeT CKPUHUHTOBOE YJIbT-
Pa3BYKOBOE MCCIIEIOBAHUE C MPOBEIEHUEM LIMTOTEHETUUECKOTO 00-
CJIeIOBaHMSI TUIOA MPU BBISIBJIEHUU TATOJOTUU CEPACYHO-COCYIN-
CTOW CUCTEMBI.

IIpenaTajnbHas TMArHOCTHKA B AJITAiiCKOM Kpae

Huxonosa B.A., Huxonoe A.M., Yexpuii O.B.,
Kopsnuxoea E.A., Ilnomuuroea O.B., I[oinuenxo O.B.

KI'BY3 «Jluaenocmuueckuil yenmp Armaiickoeo Kpas»,
Anmartickas MexscpeuoHaNbHas MeOUK0-2eHEMUHECKas KOHCYAbMayus,
656038, Bapuaya, np. Komcomonsckuii 75a.nikonovam @list.ru

B AnraiickoM Kpae mpeHaTajlbHasi IMarHOCTHKA OCYIIECTBIISIET-
csac 1991 ., ac 2011 r. yxe B paMKax crieliMaibHOi denepanbHOi
MPOTpaMMBbl. YUMTbIBasl, YTO TJaBHBIM TPeOOBAaHMEM MPOTrPAMMBI
SIBJISIETCSl CTPOToe COOJIIOIEHUE CPOKOB IMpPOBENeHUs 00cen0Ba-
HMS, COOTBETCTBYIOLLAS TOArOTOBKA CMELUAIMCTOB U IPUMEHEHME
onpeneaéHHOro JabopaTopHOro 000pyI0BaHMSsI, MPUHSTO PELIeHUE
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LEHTPAIM30BaTh BCE ATl MPEHATAILHOM AMarHOCTUKU. [1Jst 3T0-
T0o ObUTM CO3MaHbl (DUIMATBI MEAMKO-TEHETUUECKOM KOHCYIbTALIMN
BBIMOJIHSIOME (DYHKIIMK MEXPAaHOHHBIX LEHTPOB MpeHATaTbHON
NMAarHOCTUKU. Mcroib3oBaHKe WHTEPHETA MO3BOJIMIO B MOCTOSTH-
HOM PEXUME OCYLIECTBIISITb KOHTPOJIb BBIMOJHEHUSI TEXHOJOTUU
MpeHaTaJbHON IUarHOCTUKKM Ha BceX e€ aTarnax. OCyIecTBISIOTCS
TEJIEKOHCY/IbTALIMM BPAYOM-T€HETUKOM OepeMEHHBIX IPYIIbl PUC-
Ka 10 HACJIEACTBEHHON U BPOXIEHHOMN MATOJOTHUHU.

3a nepuon 2012—2014 rr. 1o mporpamMme MpeHaTalbHOM Iua-
THOCTHKHY B IIEPBOM TprMecTpe 6110 00cienoBano 50856 GepemeH-
HBIX, YTO COCTaBUJIO 66,6% OT B3SITHIX 32 STOT MEPUOJ Ha YUYET [0
12 nenenb. bouto BeisiBaeHo 200 ciyyasi XpOMOCOMHOM MaTOJIOTUU
miona — Bce OepeMeHHOCTU mpepBaHbl. M3 1403 GepemMeHHOCTEH
C IMarHOCTMPOBAHHBIM MOPGOJOrnYecKUM eheKToM TIoAa mpe-
pBaHbl 384 M3-3a TSKECTU MATOJIOTUH.

IMokazaHueM mJ1si KapUOTUIIUPOBAHMS TUIOAA SIBJSIOCH: KOM-
OMPOBaHHBII PUCK MO XPOMOCOMHO# marojoruu 6osee 1 Ha 100,
BPOXIEHHbIC MOPOKU Pa3BUTHS TUIOIA, ABAa U Oojiee yIbTPa3ByKO-
BBIX Mapképa.

Bricokast yactota XpOMOCOMHO# TaTOJIOTMU BCTpevaaach Mpu
BPOXIEHHBIX TTOPOKAX pa3BUTHs Tuiona. Eciu MHBa3uBHasH MpeHa-
TaJibHasi IMAaTHOCTUKA MPOBOJAMIIACH TOJIBKO IO BO3pacTy GepeMeH-
HOIi, aHOMaJIKM XPOMOCOM ILT0[a 0OHAPYXKMUBAIKCh TOJIbKO B 3,1%
ciyvasx. CUCTeMaTUYECKUil aHAU3 3TUX PEe3yJIbTaTOB MO3BOJIUT
6osiee 2 GEKTUBHO MPOBOAUTL OTOOP MALIMEHTOK ISl TPOBEIEHMSI
KapuOTUITMPOBAHMUS TUIOJA.

Takum 00pa3oM, Kak BUIHO M3 MPEICTABICHHBIX JaHHBIX Tpe-
HaTaJbHasl TMAarHOCTUKA B AJITAIICKOM Kpae BBITMOJIHSIETCS B IOJI-
HOM 00béMe. PasButme cetm ¢“unmanoB MeIMKO-TeHETUYECKOI
KOHCYJIbTaLIMM TIOBBICUT JOCTYITHOCTh MPeHATaIbHOM TUAarHOCTUKHI
B CaMbIX OTHAJIEHHBIX pailoHax AJITaiiCKOTO Kpasl.

IlopoKu 1eHTpaJibHOIl HEPBHOI CHCTEMBI y NJIOAOB,
a0OPTHPOBAHHBIX MO TeHETHYECKUM MOKA3AHUSM
B NMEPBOM TpuMecTpe OepeMeHHOCTH

Hoeuxoea U.B., Jlazapesuu A.A.

TI'Y PHIII] «Mamb u dums» M3 Pb, Beaapycs,
Mumnck, 220053, ya. Opaosckas 66.
E-mail: i.novikova@mail.ru

Llesiblo HAaCTOSIIIETO UCClieqOBaHUS ObLIIO U3YYEHME T1aToJI0roa-
HAaTOMUYECKOTO CIIeKTpa IMOPOKOB Y ILIONOB, abGOPTMPOBAHHBIX
B | TpumecTpe nocie yibTpasByKOBOI AMarHOCTUKM MOPOKOB pa3-
Butust (I1P) nenTpanbHoii HepBHOI cucteMbl (LIHC).

Ananu3 1346 mpepblBaHUI 10 T€HETUYECKMM ITOKA3aHMUSIM
B | TpuMecTpe mokasain, uro B 1/4 ciyyaes (343/1346) nokasaHu-
SIMU K TpepbiBaHuio 0epemeHHoctu siBistiuck [P IITHC. YV 256
(19,0%) munonoB MOKa3aHUSMU K TIPpepbIBaHUIO ObUTA TOJBKO [1P
HHC, y 52 — accoumauust 1P ITHC c¢ IIP apyrux cucrem,
B 32 cayuasx kpome [1P LIHC B couetanuu ¢ apyrumu I1P 6bi10
otMeueHo pacimpenue NT. [Tatomopdonornueckoe ucciaenona-
HHE TIOCTa0OPTHOTO MaTepurajia 0Ka3aloch BO3MOXHBIM B 94,1%
ciayyaeB (241/256). JononHuTteabHasi nHGOpMaLMsl, TIOJTydeHHast
B 47,3% cnydaes (114/241), otHocHIaCh K BbIsiBIeHUIO apyrux [TP
1 XPOMOCOMHOI MaTOJOTMU B Pe3yJIbTaTe LIMTOTeHETUYECKOTO MC-
cJieJI0BaHMs MOCTaboOpTHOrO Marepuaia. B uenom, y 52,7% mio-
noB (127/241) TP LIHC 06w u30auMpoBaHHBIMU AedeKTaMu,
y 47,3% 110110B — KOMITOHEHTaMU XpOMOCOMHBIX GonesHeit (XBb),
TeHEeTUYECKMX CUMHAPOMOB (accomuanuu pacuieantd, AJJAM kKom-
rnjaexkca, CMHAPOMOB MeKKesl, arHaTUM-TOoJI0Npo3aHIedannn) u
HEKJIaCCU(DUIIMPOBAHHBIX KOMIUIEKCOB MHOXeCTBeHHBIX [IP.
Cnektp I[P UHC y nnonos, aboprupoBaHHbiXx B | Tpumectpe,
BKJIIOYAJI, B OCHOBHOM, JIETKO BBISIBJISIEMbIe B paHHUE CPOKHU TpHU
CKpMHUHTOBOM Y3U mopoku, npuBosinye K rpyObIM HapyLIEHU -
sIM aHAaTOMUM: Ie(eKThl HEPBHOM TpyOKHU (aHAHIIEDaNNIO, KpaHU-
opaxucxus, spina bifida, nHuOHUEbaNNIO), YEPETHO-MO3rOBbIE
IPBIXH, MOPOKM Hepasz/ieeHUsl TiepeIHero Mo3ra (ToJoMnpo3sHIIe-
danmmio) u cunapom dennu—Yokepa. [1P IIHC B coctaBe Xb 6bI-

JIM acCOLMUPOBaHbl ¢ cuHapomamu Ilatay (32,5%), Tpurionauu
(29,7%), DnBapaca (18,9%) n paziMuHbIMUA CTPYKTYPHBIMHU TI€pe-
crpoiikamu xpomocoM (18,9%). Cambimu uactbiMu [1P LTHC
y wiogoB ¢ Xb B I TpuMmecTpe okazaauch royonpo3sHiedanus u
KpPaHMOPAaXKUCXU3, COCTaBUBIIME COOTBETCTBEHHO 51,4% (19/37) n
18,9% (7/37) Bcex cnydaeB. [ononposanuedanus B 73,7% (14/19)
ciyyaeB Oblla accouMMUpoBaHa ¢ CUHIApoMoM [laTay u cTpykTyp-
HBIMU TIepeCcTpOMKaMK XpOMOcOoM, a cuHapoMm JleHau—Yokepa
B 80% (4/5) cnyyaeB — ¢ cMHAPOMOM Tpuriounnu. HanGonee va-
CTBIMU HEXPOMOCOMHBIMM CHHApOMamMu ¢ BosieueHuem L[HC
y a0OpTUPOBAaHHBIX MIOAOB | TpUMecTpa OKa3alucCh acCoLMaLUs
pacienut (36 cnydaeB) u AJAM-komruieke (22 cayyast). B 4 ciy-
yasix ObLJ YCTAaHOBJIEH CUHAPOM MekkeJs.

Peamm3anyms HAMOHAJIBLHOTO MPOEKTA
«IIpenaranbnas (IopomoBast) TMATHOCTHKA
HApYyIIeHHi pa3BuTHs peOEHKa»

B KpacHomapckom Kpae

Ilagaenko H.E., Moposzosa U.B., bobaed H.A.,
Mamyaeeuu C.A., Omeavuenxo O.H., Kauna M.B.

TBY3 «HUH — Kpaesas kaunuueckas 6oavHuya Nel um. npogheccopa
C.B. Ouanosckoeo»

Kybanckas mesncpecuonanvhas meduxo-eenemueckas KOHCyAbmayus,
350086, e.Kpacrnodap, ya.1 Mas, 167,

e-mail: kubanmgk @mail.ru

B KpacHomapckom Kpae CKpMHMHT GepeMeHHBIX B I TpuMecTpe
(B maynpHEMIIeM CKPUHMHT) MTpoBoauTcs ¢ stHBapst 2012 1. YibTpa-
3BYKOBBIE MCCJIEIOBAHUSI TIPOBOISITCS BpauyaMU-3KCIIEPTAMU MEX-
MYHULMOATbHBIX ~ KaOMHETOB  IMPEHATaJbHON  JAMArHOCTUKHU
(MKIIO), anamu3 owoxumudeckux mapkeépoB (PAPP-A, (-XT)
nposoautcss B KMMI'K Ha ananusatopax «Asronenbdusi» u «/le-
JbGUS-9KCIPEcc» ¢ TOCISAYIOIUM pacyéTOM MHINBUIYATbHOTO
pucKa XxpoMocoMHo#t aHomanuu (XA) y rmiona. bepeMeHHbIe XeH-
IIMHBI, TIOTIABIINE B IPYIIIY BEICOKOTO pricka (>1:100), BBI3bIBAIOT-
css B KMMI'K, e mpoBonutcst yrouHsitoniast nuarnoctuka (Y3H1),
MePeCcUnThIBACTCS PUCK 10 XA, pelaeTcst BOMPOC O MPOBEACHUU
MpeHaTaIbHOM MHBa3uBHOM nuarHoctuku (IMTAJ1).

C uenbio onpeneneHus 3h(GEKTUBHOCTA CKPUHUHTA HAMHU TTPO-
BeAEH CpaBHUTEJbHbBIN aHAIu3 BhISIBIsSeMOCTH XA 3a 3 roma cKpu-
HuHra (2012—2014 rr.) u npensiayuie 3 roga (2009—2011 rr.).

3a 3 roga ckpuHuMHTaA B Kpae obcnenoBano 141 390 6epemen-
HBIX — 85% OT uncIia B3SIThIX Ha YYET 110 OepeMeHHOCTH 10 14 He-
nenb (2012 1. — 72,6%, 2013 r. — 87,6%, 2014 1. — 93,9%). BoisiB-
neHo 517 mumonos ¢ BITP (2012 r. — 160, 2013 r. — 151, 2014 r. —
206). I'pymmy BeICOKOro pucka 1mo XA cocrtaBmin 2227 KeHUINMH
(1,6%). U3 ssusmmxcs 2011 Oepemennbix (90,3%) mnocie rme-
pecuérta pucka Hyxmamocs B [TMI 1500 (1,1%). OTtkazanuch oT
nuarHoctuku 512 mauuenrok (34,1%). Iposeneno 988 (65,9%)
MU (2012 r. — 193, 2013 r. — 338, 2014 r. — 457). B 366 ciyua-
sx BoIsIBIIeHBI XA (3 dexktuBHOCTS — 37%): 190 — cunapowm [lay-
Ha (C); 49 — cunapom DnBapaca; 37 — cunapom I[laray; 37 —
curapom TepHepa; 5 — cuHapom KnaitHdenbrepa; 21 — momnu-
miounuu; 27 — apyras XA.

3a mpeapIaylye 10 CKpMHUHTA TPU Tofia BhIsiBICHO XA — 168,
CII — 66, BITP — 181. Takum obpa3om, BeisiBiasieMocts BITP mo-
BbICHJIACh B 2,8 pa3, XA — B 2,2 pa3a, B ToM uucie CJI — B 2,9 pas.
BuisiBnenue C/1 B 1-M TpumecTpe yBeauumioch ¢ 28,8% (19 ciyuaen
3a 3 roma) mo 70,5% (134 cnyuas). OTMevaeTcsl CMElleHHE CPOKOB
nposeaenus [MTW/1: 1o ckpuHuHra no 22 Hel. 0epeMEHHOCTH TIPO-
Boauiock uib 41% TTWJL, Bo BpeMsi ckpuHuHra — 88%. 3a cuér
CBOEBPEMEHHOW 3MMMUHAIIMK TATOJOTMYHBIX TUIOMAOB MOMYJISILIN-
oHHas yacrota CJ1 B kpae cHusuiack B 1,4 paza (2009—2011 rr. ya-
crora C/I 1:866; B 2012—2014 rr. — 1:1240).

OnpIT 3 s1eT paboThl goKa3ad 3(h(HeKTUBHOCTE KOMOMHHUPOBAH-
Horo ckpuHuHra | Tpumecrpa. YyBCTBUTEIBHOCTh CKPUHUHIA Ha
XA 3a Tpu roga pabotel coctaBuiaa 84,2%, creun(puUHOCTh —
98,7%.
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Hcnons3osanne aannbix «Monutopunra BITP»
B OLIEHKEe pPe3yJbTATHBHOCTH

NPEHATAIbHON JUATHOCTHKH

B ApXaHTeJbCKOii 00JacTH

Ilemposa E.I., Typaboea A.JL.

I'BY3 AO «AOJIKb», e.Apxaneensck, np.Qb600HbLl Kanan 7,
egmgk @ya.ru

AHaM3 TaHHBIX «MOHUTOPUHTA BPOXKIEHHBIX TTOPOKOB pa3Bu-
THST» TIO3BOJISIET pellaTh Pa3lnvHbIe MPaKTUYECKHE 3alauyd, B TOM
quciae Takue, Kak olleHKa 3(hdOEKTUBHOCTH MEPOINpUITUIl MpeHa-
TaJIbHOM JMATHOCTUKU B PETMOHE, BIMSHUE Pa3IMYHBIX (haKTOPOB
Ha CTPYKTYpPY HACJIeCTBEHHOW W BPOXIEHHOM MaTOJIOTUU.

B ApxaHrenbckoii o6jactT cdopmupoBaHa 0a3za JaHHBIX
¢ 1995 r. CpaBHenue ganHbix 2011—2014 rT. IOKa3aj10, 4TO TIEpe-
Xo1 Ha Kputepuu xuBopoxaeHusi BO3 ¢ 2012 r. nmpuBea K yMeHb-
LIEHUIO CBOEBPEMEHHO BBISIBJICHHBIX MOPOKOB ¢ 36,7% B 2011 mo
22,3% B 2012 r. B 2013 r. HameTHIaCh TEHACHLIMS K YBEJINYECHHUIO
JIOJIN CBOEBPEMEHHO JIMArHOCTUPOBAHHBIX TOPOKOB, B 2014 T. yxe
cocraBuia 35,4%. Ilpu 5TOM B CBSI3U C TIPOBEAECHUEM CKPUHMHIA
MePBOTO TPUMECTPA MOATOTOBICHHBIMU CIIEIIMATUCTAMU MeXKpaii-
OHHBIX KAOMHETOB MPeHATAIILHOM AMATHOCTUKM 3HAYMMO BO3pOciia
NoJisl paHHel auarHoctuku rpyosix BIIP (mo 14 nenmenn) ¢ 26,2%
B 2011 mo 56,0% B 2014 .

CylecTBEeHHbIC M3MEHEHMS TIPOM3OLLIN B BO3PACTHOM CTPYK-
Type MaTepei, YTo HAllIO CBOE OTPaXeHWE B M3MEHEHUU YacTOT
MOPOKOB, Ha KOTOpPbIE OKAa3bIBaeT BJIMSHME JaHHBINA (hakTop (Tab-
smua). Tak, 3a nepuoa ¢ 1995 o 2013 rr. rpynmna pucka OHbIX Ma-
Tepeit 1o 19 net ymenwiumiack ¢ 17,2% no 4,9%, B To ke Bpemst
rpyIma XeHIuH ctapire 35 jet yBenuuunack ¢ 5,0% no 11,6%.

N3smenenne yacror (Ha 10 000 HOBOpOXKIEHHBIX) aHIHIEDATHA
u cungpoma Jlaysa B cpaBHenmm c¢ ganHbivu EVROCAT
(1995—1999 u 2009—2013 rr.)

EVROCAT ApxaHresnbckasi 0651acTb

1995—1999 | 2009—2012 | 1995—1999 | 2009—2013
CuHgpom [layHa 18,44 23,19 7,0 14,8
AnsHuedanus 3,84 3,76 10,5 4.6*

Mpumeyanmne. * p<0,01

Takum o6pazom, aHanu3 6a3bl naHHbIX «MoHuTopuHra BITP»
MO3BOJISIET OLICHUBAaTh 3(M(HEKTUBHOCTH PAabOTHI CIEIMATNCTOB
TEPPUTOPUM, CBOEBPEMEHHO MPUHUMATh OPraHU3allMOHHbIE pe-
HICHUS.

JInarHocTuyecKkasi 3HAYMMOCTh MAapKEPOB
XPOMOCOMHOIi MATOJIOTHH

Iliomnuxosa O.B., Illunuaos A.A.,
Tepeepo H.I., Tonuaposa O.]].

KI'BY3 «/luaenocmuueckuii uenmp Aamatickoeo kpas» e. bapnayn
Anmatickas MexcpecuoHaNbHas MeOUK0-2eHemu1eckas KOHCYAbMauus
kettari63@yandex.ru

C uenbio MoBbILIeHUST 3(PGEKTUBHOCTH WHBa3MBHOM TpeHa-
TaJIbHOM AMAarHOCTUKK XPOMOCOMHBIX HAPYLIEHWi Y IMJI0J0B MPO-
BeIEH aHAIU3 3HAYMMOCTH IUArHOCTUYECKUX MPU3HAKOB.

3a mepuona 2012—2014 rr. nposeaeHo 1816 mpeHaTalbHbBIX 11~
TOTEHETUYECKUX UCCIeIOBaHuil, BbIsIBICHO 204 XpOMOCOMHBIX Ha-
pylIEHU Yy TUI0AOB. BbISIBISIEMOCTh XPOMOCOMHBIX HapyLIEHMit
MpU TPOBEICHUN WHBA3UBHOW TMPEHATaTbHON JUATHOCTUKU 3a
OT4YETHBIN mepuos coctaBuia 11,3%.

B tabnuie mpencraBieHbl MapKEPHI HanboJiee YacTo BCTpedae-
MBIX XPOMOCOMHBIX HapyIleHMIi Y IJI010B B 1 1 2 TpUMeCTpe U pac-
CUMTaHa MX IMarHOCTMYeCKasi 3HAYMMOCTb.

Opranuzamus cayxosl IIT'/I-KoHCyabTHpOBaAHMS

Ilomepanuesa E.A., Kosaaesa f.B., Hcaee A.A.

000 <«I[TPM UCKY», 119991, Mockea, ya. [vokuna, 0. 3, kopn. I;
pomerantseva@hsci.ru

Ml — npeuMIUIaHTAlMOHHAS TeHeTUYecKasl TMarHocThuKa —
aHaJIM3 SMOPUOHOB JI0 TIEPEeHOCa UX B MATKY C 1IJIbI0 IUATHOCTUKHU
HacJieACTBeHHBIX 3a0oneBanuii. B 2012 r. B H'PM MCKY 6buta
oTKphITa mepBast B Poccuu ciayx6a I1I'JI-koHcynbrrpoBanusi. Ee
3a1a4aMu SIBIISIIOTCS:

1) uHpOopMUpPOBaHUE MAIIMEHTOB U CIELMATNCTOB O BO3MOX-
HOCTSIX, PHMCKaX, OTPAaHWYECHUSIX W TIOKa3aHMSIX K IPOBEACHUIO
nrnm,

2) opraHuM3auMsi ¥ KOHTpoJsib KauectBa nposeneHus [1I/] Ha
BCEX 9Tamax, obecrneyeHue B3aMMOACWCTBUs Pa3HBIX CIELUATN-
CTOB, 3a€iICTBOBAHHBIX B paboTe C MAlMEHTOM;

3) obyyeHHe CHEUUATUCTOB (TEHETHKOB, PEMPOLYKTOJOIOB,
9MOpHOJIOroB) crielnduKe padboThl ¢ TALMEHTAMH, HYXKIAIOLIINMM-
cs1 B npoBenenun I

4) n3yvyeHue mapamMeTpoB, BAUSIOIIMX HA TIOCTOBEPHOCTb U MH-
dopmatuHocTh TTI71.

III'1-cayx6a paboTaeT ¢ 3ampocamMy KakK MalMeHTOB, TaK U
CITEIIMATMCTOB, CTATKUBAIOLIMXCSI C TIPEUMITIAHTAIIMOHHON TeHe-
TUUYECKOI TMarHOCTUKOM B XOHe CBOeil MpodecCroHaIbHOI aesi-
TenbHOCTU. Haunbosee yacTble 3ampochl TAKOBBI.

JInarHocTHyeckasi 3HAYMMOCTh MApPKEPOB XxpoMocomHoii natosiorun (ILnoraukosa O.B., Ilumunos A.A., T'eprepa W.T., F'onuaposa O.]1.)

XapakTep XpOMOCOMHOI naTonorum (abc. Kon-Bo npraHakos/% oT 06LL,. Kon-Ba)

+21 +18 +13 45X 47+mar tr TSSQJ?(%JJTE;_ TpUnnoX
Y3 mapképsbl 1 TpumecTpa® 61/84 21/81 10/91 16/94 3/50 4/57 3/75 2/100
Astraia1:100 u Bbiwe. 62/85 19/73 8/73 15/88 5/83 5/71 1/25 1/50
BospacT 39 net n 6onee 37/51 11/42 3/27 1/6 3/50 2/29 2/50 1/50
BMP/MBIMP 15/21 14/54 8/73 10/59 2/33 2/29 1/25 -
HocutenscTso tr. — — — — — 2/29 - —
Bcero B 1 TpumecTpe 73/100 26/100 11/100 17/100 6/100 7/100 4/100 2/100
Y3mapképbl 2 TpumecTpa** 17/81 6/100 2/100 3/75 1/50 2/33 — 1/33
Prisca 1:250 v Bbilwe 10/42 3/50 1/50 1/25 - 2/33 = 1/33
Boapact 39 n 6onee net 11/46 117 — — 2/100 3/50 — 3/100
BIMP/MBIMP 8/33 4/67 2/100 2/50 — 3/50 — —
HocutenbcTso tr. — — — — - 2/33 — —
Bcero Bo 2 TpumecTpe 24/100 6/100 2/100 4/100 2/100 6/100 - 3/100
Mpumeyanve * TBIM > 3 mm, runomnasua HK < 2 MM, peBepCHbIi KDOBOTOK B BEHO3HOM MPOTOKE; ** BEHTpUKyNomeranus, kucTbl XC, rmnepaxoreHHbIi KULWEeYHWK, ni-
€/109KTa3us NoYeK, eanHCTBEHHas apTepus nynoBuHbl, C3PI, kny6HuKoobpasHas hopma ronoBku, ykopoueHne 6eapeHHol kocTu, runonnasus HK

ISSN 2073-7998
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OT MalKreHTOB: BO3MOXHOCTh npoBeacHust [1I/] onpenenéHHO-
ro 3aboyieBaHMsI;, yBeaudeHUe 3(MEKTUBHOCTH MTporpaMMbl DKO;
00bsICHEHHE Heylay B mpoluibix nomnbitkax DKO; BapuaHThl Mpo-
BEICHUSI T€HETUYECKO MUArHOCTMKU SMOPHUOHOB; OTpeneeHue
1eJIECO00Pa3HOCTY MCTIONIb30BAHMSI JOHOPCKUX TaMerT.

OT cneuuaanucToB: BO3MOXHOCTH TipoBeneHmst I1IJ] ompe-
nea€HHOro 3abosieBaHUs; OOyvyeHue B JlabopaTopuu; OOyueHMe
[1I'J1-KOHCYIbTUPOBAHUIO; HEOOXOOUMOE 000pYIOBaHME IJIsT pabo-
Tbl ¢ [1T]l; opraHu3zanysi TpaHCIOPTUPOBKU OMOOOPA3LIOB; BLIOOD
mertona I/ nist BHeOApeHUs B CBOEil MpaKTUKeE.

DaKTOpbI YCMEIUHOCTH U IOCTOBEPHOCTH, KOTOPbIE MOTYT OBITh
HCIIOJIb30BaHbl KaK IMapaMeTpbl OLEHKM KauyecTBa TMPOBEACHUS
III'1: BbIOOp COBPEMEHHBIX KIMHUYECKHU BATUAUPOBAHHBIX METO-
JIOB TMATHOCTUKM; HaJUYMe TMPOAYMAHHOW CUCTEMbI KOHTpOJEH
HCIOJIb3YEMbIX MaTepUaIoB ISl MPEeAOTBPALEHUs] KOHTAMUHALIUN
61000pasiia; KOHTPOJIb KayecTBa paboThl JTaOOPATOPHBIX CIelna-
JucToB; ¢dopMma BbIIAYM PE3YJNBTATOB, CcoAepKalllasi HECKOJIbKO
YPOBHE AeTanu3aluy WHGOPMALIMK; KOHCYILTUPOBAHUE TAllMeH-
Ta Kak nepen [1I/1, Tak ¥ 1O MOJyYeHHBIM pe3yJibTaTaM; OTJIaXeH-
HOCTb B3aUMOJICHCTBUS CIICLIMATIUCTOB (PETPOAYKTOJIIOTOB, TeHETHU -
KOB, 9MOPHMOJIOrOB) M BCIIOMOTATEJILHBIX CIYXO (JOrMCTHUKA); TO-
HMMaHWe BCEMU YYaCTHUKAMM poliecca BOZMOXKHOCTEN 1 OTpaHu-
YEeHMII MEeToJa M MPUHSATUE PELISHUI MO CJIOXHBIM AMAarHOCTUYE-
CKMM CJIydasitM Ha OCHOBAHMM TIPUOPUTETa MHTEPECOB MAIlMeHTa.

MoHuToprHT OepeMeHHbIX M PAHHUI
NpeHATAJbHbII CKPHHAHT B AMYPCKOii 001acTH

Camoxeanoe B.A., Cyoaxoe A.I., Illasvnes B.B.

TAY3 Amypckas obnacmuas kaunueckas 0oavHuya. llenmp oxpawsi
300posba cembu u penpodykuyuu. Meduko-eenemutecKas KOHCYAbmMayus
675028, baaeosewenck, ya. Boponkosa 26

E-mail: samgenam@rambler.ru

PaspaboraHa 1 BHempeHa cucTeMa 2J1eKTPOHHOTO MOHUTOPUHTA
OepeMEHHBIX IS TPOBEACHUSI PAHHETO MPEHATAIBHOIO CKPUHUHTA
(PIIC) nepsoro Tpumectpa depeMeHHOCTH. BHenpeHue couetaHHO-
ro MoHuTopuHra 6epemeHHbIX 1 PIIC mpoBeneHO Ha TeppUTOPUU
360 Thic. KM2, re npoxusaet 217,6 ThiC. XeHIIMH (GePTUILHOTO BO3-
pacta. TeppuTopusi XapakTepusyeTcsi HU3KOM TUIOTHOCTBIO HaceJie-
nust (2,2 Ha 1 KM2) ¥ HU3KO#i TPaHCMOPTHOI JocTyNMHOCTBIO. [po-
rpaMMa MOHMUTOpPMHTA GEPEMEHHBIX YCTAHOBJIEHA BO BCEX MYHMIIM-
MaJbHBIX JIeueOHbIX yupexaeHusix (MJ1Y) u menuko-reHeTH4ecKoi
koHcynbTatmu (MI'K) anmubuctpatuBHoro uentpa. [lpu mocta-
HOBKE Ha YY€T B AJIEKTPOHHYIO KapTy GepeMeHHOI 3aHOCSITCSI HE00-
XOIMMBbIE JaHHBIE O CPOKaX M TeYeHUH OepeMeHHOCTU. B aBTOMaTH-
YEeCKOM pexxume OepeMeHHbIe pacrpeIessioTcs Mo TPyIaM pucka u
ONPENENSAIOTCS CPOKU  TMOBEICHMs TPEHATaJbHOTO CKPUHUHTA.
B MTI'K Bpau-reHeTuk B pexxume on-line onpenessier aaty v rjiaHu-
pyet nipoBeaenue (PIT1C) m1st KOHKpeTHO# 6epeMeHHOI He3aBUCUMO
oT MecTa e€ npoxusanusi. DxcreprHoe Y3U, 3a60p KpoBU U TpaHC-
nopTUpoOBKa B Jabopatopuio MI'K mist nccinenoBaHus OMOXUMMUYE-
CKHMX MapKEpoB MpoBoauTcs Tojbko B MIIY, rne HaOmonaercs He
meHee 1000 6epemeHHBIX B TeueHue roma. OcranbHble OepeMEeHHBIC
obcnenytorcsi B MIK. B MI'K nposoautcst akcneprHoe Y3U u 3a-
60p KpoBu y 77% OepeMeHHbIX PeruoHa, BCTABIIMX Ha YYET 110
14 Henenn. Bee GepeMenHble, Tpolieanire o0cie10BaHUe HENoCpe/I-
ctBeHHO B MI'K, monyJaroT 3akimoueHne o pe3yabTaTtax MpeHaTaab-
HOTO CKpUHUHTA B IeHb obcenoBanust. B teuenue 2013 rr. ¢ npume-
HEHUEM 3JIEKTPOHHOr0 MOHUTOpHHTa 6epeMeHHbIX PI1IC BhimoaHeH
y 8499 GepemeHHBIX. ['pyrima BBICOKOTO pUCKa POXICHUSI peOEHKA
C XpOMOCOMHBIMHU 3a00JIeBaHMSIMU cocTaBwia 148 OepeMeHHBIX
(1,7%). Mo pesynbratam PTIC mposeneHo 83 3a6opa IIOAHOTO Ma-
Tepuana. BrisiBaeHo 22 ciydasi XpOMOCOMHOM TAaTOJOTUU ILIOAO0B
wi 14,7% B rpymme GepeMEeHHBIX BBICOKOTO prcka. OpraHuzars
PIIC c¢ wcnonab3oBaHMEM MOHUTOPUHIA OEpEeMEHHBIX perMoHa
B MI'K mnosBonuna obcnenoBatb 92% OepeMeHHbBIX, BCTABIIMX Ha
yu€T 10 14 Henmenb 6epeMeHHOCTH. MIcXomst U3 TOro, YTo KOJIMUYECTBO
ponos B TeyeHue Tpéx Jjet (2011—2013 rr.) cpaBHUMO, IPOLIEHT Tpe-

HaTJIbHOW JIMarHOCTUKM XPOMOCOMHBIX —3a0ojieBaHMii  IuIoaa
B 2013 r. yBeIMUMJICS COOTBETCTBEHHO Ha 35% 10 CpaBHEHUIO
¢ 2012 r. u Ha 74% 1o cpaBHeHuto ¢ 2011 r.

AHa/Iu3 pe3y/IbTATOB MPEHATAJIbHOTO CKPUHHUHIA
B Pecnyosmke Kazaxcran (2007—2014 rr.)

Ceésamosa I.C., Caasumbaesa JI.H.,
bepezuna I''M., Xopowuiosa U.I.

Pecnybaukanckas meduxo-eenemuyeckas KoHcyabmauyus,

Hayunvui uenmp axywepcmea, eunexonoeuu u nepunamonoeuu M3CP PK
050020, e.Aamamel, npocnekm Jocmoik, 125, Kaszaxcman
respmgk@mail.ru

HaumoHanbHbIM TPUOPUTETHBIM HaTPaBICHUEM JIESITETbHOCTU
MeaunkKo-reHetndeckoi ciyxkosr (MI'C) Pecnyonuku KaszaxcraH
(PK) sBnsteTcst mpoduiakTuKa M paHHSS TOPOAOBasl IMarHOCTUKA
BPOXIEHHBIX Y HACJIEICTBEHHBIX 3a00JIeBaHUIA TSI CHVDKEHUS JeT-
CKOM 3200J1eBAEMOCTH, CMEPTHOCTU U MHBAJIMIHOCTU, COXPAHEHUSI
u o3noposieHus reHodoHna PK.

B nacrosimiee Bpemst B PK dynkumonupyer 19 yupexnenuit me-
JIMKO-TEHETUYECKOTO MPOMUIs, B KOTOPBIX padoTaioT 260 crierya-
JIMCTOB, M3 HUX 131 ¢ BbIcIIMM oOpa3oBaHueM. [IpeHaTalbHBIN
ckpuHuHr (I1C) B PK BHenpen ¢ 1 urons 2007 1., IPOBOAUTCS LIEHT-
PaIM30BaHHO C UCIIOJIb30BAHUEM EIMHOrO 0OOPYIOBAHUS U peak-
TBOB Perkin Elmer co cTporum exekBapTaJbHbIM MOHUTOPUHIOM
ero addekrusHoctu. Oxsar I[1C Beipoc ot 10,5% B 2007 1. 10 65%
B 2014 1. B uesnom, ¢ 2007 r. I1C npouutu 1 M 351 Thic. GepeMeH-
HBIX, TPOBeAEHO 22 THICSYM MHBA3HUBHBIX MIPEHATALHBIX TPOLIEAYD,
JIMarHOCTUPOBAHO BHYTPUYTPOOHO M MPEIYNPEeXISHO DPOXAEHUE
1200 mereit ¢ cuHapoMoM JlayHa M APyroil XpOMOCOMHOM MaToI0-
rueii, 9400 meteit ¢ neranbHbiMU BITP.

Ilo manneiM HammonamsHoro [IeHetmueckoro Permctpa PK
¢ BHenpeHureM I1C yactora poxaenus aereit ¢ BITP noctoBepHO cHU-
sunack ot 12,2 B 2007 1. mo 8,8 Ha 1000 poxknenmii B 2014 r. Ynemb-
Hblit Bec BITP B cTpyKType MpUunH NepruHaTaIbHON CMEPTHOCTH CHU-
swics ot 14,4% B 2007 r. 1o 6,7% B 2014 r. ExXeroaHo o reHeTnye-
ckuM npuurHaM TpepbiBaetcst 1200—1500 6epemMeHHOCTEH, U3 HUX
netanbHble BITP coctapnsior 60%, nedeKThl HEBPaTbHOI TPYOKH —
30% w xpomocomHble 6one3nn — 10%. Buenpenune ['ocynapcTBeHHON
TpOTrpaMMBbl TeHeTH4YecKoro ckpHUHTa B PK mo3Bommio nocroBepHo
CHM3UTb YaCTOTY POXKICHUS AeTeil ¢ AeeKTaMKu HeBPaIbHOI TPyOKU
ot 0,54 na 1000 HoBopoxknEHHBIX B 2007 1. 1o 0,34 Ha 1000 poxxneHMit
B 2014 r.; yacTtoty poxneHus nereir ¢ cuHapomom layHa ot 0,98
B 2007 1. mo 0,72 Ha 1000 poxmenuii B 2014 .

Hnst moBwieHust oxBata u addexkruBHocTy [1C BHeapen I1C
Ha CyXUX IISITHAX KpoBU (OepeMeHHbIe M3 OTHAJIEHHBIX CEIBCKUX
paiioHOB); amHuoIIeHTe3 ¢ nocneayommM FISH-metonom. B 2014
r. 14 (74%) 061aCTHBIX MEIUKO-TEHETUUECKMX KOHCYJIbTAIIUI TIPO-
1T MEXKIYHApOIHBIN KOHTPOJIb KauecTBa aHaau3oB [1C — RIQAS
(UK). ExxeronHo nmpoBoauTcst 00y4eHMe C Mocieayoleil ceprudu-
Kaluen BceX CIEelUaJiMcTOB OMOXMMUYECKOTO MpPeHATaJIbHOTO
ckpuHuHra PK.

Ouenka pe3yJibTaTOB UTOT€HETHYECKOTO AHAJIM3A
HMHBA3WBHOM NMPEHATAJIbHOM JTUATHOCTUKH MOCJIE
BHeJIPeHHs1 KOMOMHMPOBAHHOTO CKpuHHUATA I TpEMecTpa
B Cankr-IletepOypre

Cmupnosa M.B., Cunuuya E.B.,
Jexucnuna FO.I., Ilposzoposa M.B.

CII6 TKY3 «/[uaenocmuueckuii yenmp (MeOuko-eeHemu4eckuii)»,
194044, Canxkm-Ilemepoype, Toboavckas ya. 5
e-mail: marina_r72@list.ru

CormacHo Pacnopsikenuio Komutera 1Mo 31paBOOXpaHEHUIO
[paButensctBa Cankr-IletepOypra Ne231-p ot 23.06.2014 «O me-
pax Mo CHIKEHMIO HACIIENCTBEHHBIX U BPOXIEHHBIX 3a00JI€BaHUIT
y neteit B CaHkt-IletepOypre» B pamMKax MPUOPUTETHOTO HAIIMO-
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HAJILHOTO MPOeKTa «310pOBbE» OJHUM U3 BEIYILMX MOKA3aHUIA IS
MPOBEICHUSI MHBA3UBHOI MpeHaTaJbHON AMAarHOCTUKK TIpU Oepe-
MEHHOCTU SIBJISIETCSl PE3yJIbTaT KOMOMHUPOBAHHOTO CKPUHUWHTA
(KC) I rpumectpa. KC I TpumecTtpa BKiIouaeT B ce0sI, KaK yJabTpa-
3BYKOBOE MCCJIEIOBAHUE, TaK U OMNpeesieHUe YPOBHE acCOLMUpO-
BaHHOTO ¢ OepeMeHHOCTBIO Oenka A (PAPP-A) u cBoGomHOIT Ge-
Ta-CyObEAMHULIBI XOPUOHUUECKOTO FOHAOTPOIMHA.

LlutoreHeTnyeckas Jabopatopusi MeIMKO-reHeTU4eCKOro 1eHT-
pa r.Cankr-IlerepOypra npoBOAUT LIMTOTEHETUUECKME UCCIAEA0BAHUS
IJIOMHOTO Martepuajia MpY MHBAa3WBHOM MPEHATATBHOM IMarHOCTUKE
(UI1I) ¢ 2005 r. C 2005 mo 2013 rr. ogHUM U3 OCHOBHBIX TTOKa3aHU
IUTST TIPOBENICHUSI TMATHOCTUKY SIBJISUICST OMOXMMUYECKUI CKPUHUHT
II Tpumectpa GepeMeHHOCTH, UCMOJb3YIOLIMIA ToKazatean ADIT u
XI'Y npu OMOXMMHUYECKOM UCCIIEIOBAaHUM KPOBU OEpeMEHHOM.

3a nepuon 2005—2013 rr. Hamu ObL10 TIpoBeeHO 5495 nuarHo-
CTUK ¥ BBISIBJIEHO 558 matosoruii, uto coctaBuio 10,15%. B tom
yucie Obl1a ooHapyxxeHa 271 TpucoMust XpoMocombl 21 (CUHIpOM
Hayna), uro coctaBuio 4,9%. IMocne BHeapenust KC I tpumectpa,
Kak ocHoBHoro nokaszanust st UTI, ¢ 2014 r. npu obueM Koau-
4yecTBe AMarHocTuk 617 Gbi1o BbisiBieHo 137 matonoruii (22,20%),
u3 Hux 77 Tpucomuit xpomocombl 21 (12,5%).

Takum 00pa3oM, MOXHO OBOPUTb O 3HAYMTEIBLHOM YBEJIHUE-
HUM 3D(HEKTUBHOCTU LIMTOTEHETUYECKOM MPeHaTaaIbHON AUarHoc-
THUKH, B TOM YKCJIE BBISIBICHUSI TPUCOMMIT XPOMOCOMBI 21 Mpu BBe-
nenuu maccoBoro KC I tpumecTtpa.

Kpome Toro, Mbl 0Xunaau CMeLeHUs] CPOKOB MPOBEIECHUSI MPO-
uenypsl UI1/ mocne KC I tpumectpa K 6onee panuuM. Ho mporieHT
npoBeaéHHbIX B 2014 . U1 B cpoku ot 14 10 20 Hex. cocraBui 66%,
a mocme 20 Hem OepemeHHoctw — 10%, kKak U B Iepuon
2005—2013 rr., 4TO TOBOPUT O HEOOXOAMMOCTH OOJiee TOJHOTO WH-
(opmupoBaHusi GepeMeHHBIX Ha MEPBOM 3Tarle KOHCYJIbTUPOBAHMSI.

Ipenaranbubiii ckpununar B Pecny0mke bamkoprocran

Taaunoea 3.K., baiibypuna JI.T.,
Caneuszoea B.B., Mapoanoea A.K.

Meduxo-eenemuueckas koncyromauus I'bY3 Pecnybaukanckuil nepu-
HAMAanbHblil YeHmp,
e.Ygpa, yr. Yepnvieeckoeo,41; e-mail: mgkufa@rambler.ru.

B 2011 r. B paMKax HalMOHAJIBHOTO TPOEKTA TI0 MPEeHATaTbHOM
nmuarHoctike B Pecrnyonmuke bamikoproctan (PB) BHempena HoBast
crparerusi ckpuHuHra. [Uist ero niposeneHusi cchopmuposaHo 10 mMex-
PpaiioHHBIX KAOMHETOB MpeHaTalbHOoi nuarHocTuku (MKII/), B KoTo-
pbIx nipoBoauTcst Y3U GepeMeHHbIX Ha armaparax BbICOKOTro Kijiacca v
B3sITHE OOpPa3lOB KPOBU HAa MCCIIENOBAHME CHIBOPOTOUHBIX MAapKEPOB
XPOMOCOMHBIX aHOMayii | TpumecTpa. [locie BHenpeHust HOBOIA cuc-

TeMbl CKPUHMHTA, YHUCI0 OEPEMEHHBIX XEeHIIMH, MPOXOISIIMX MpeHa-
TaJIbHYIO (TOPOIOBYIO) MMATHOCTUKY B | TpMecTpe OepeMeHHOCTH, CO-
craBisieT exeroaHo 6onee 40 000 yest., MPUYEM B IPYITITY BICOKOTO PH-
cka (6ostee 1/100) nmonmanaer 1,3—1,7% ot o6iuero yncia oocaen0BaH-
HBIX WK 0KOJ10 500 XeHIIMH (10 BHEAPEHMST TIPOrPaMMbl B 3Ty TPYIIITY
Bxomwio 10—15% >keHIMH).

[Tpu HU3KOM pHCKE XPOMOCOMHBIX ratojioruii (meHee 0,1%) mo
pe3yabTaTaM KOMOMHUPOBAaHHOTO CKpuHMHTa B 11—14 Hemenb
(PAPP-A + 3-XTI'Y, ynbTpa3ByKOBOTO MCCIIE€A0BAHUS TOJIVMHBI BO-
POTHUKOBOTO TPOCTPAHCTBA) HET HEOOXOAMMOCTH OOCIeIOBAHUS
OGepeMEHHBIX BO BTOPOM TPUMECTPE, T.K. YYBCTBUTEIBHOCTD U CIIe-
HUDUIHOCTH COBPEMEHHBIX TECTOB JUIsI BBISIBACHUSI XPOMOCOMHBIX
aHoMasuii mpubmkaroTes K 99%. C yuétoM pacrnpocTpaHEHHOCTH
XPOMOCOMHBIX aHOMaJIiA, Jaxke eciu MPUHSTh e€ paBHOK 2—5%,
oTpULAaTebHas IPOTHOCTUYECKAst 3HAYMMOCTh PE3yJIbTaTOB TECTOB
oynet cocTaBisaTh 99,9%, nonoxuTenbHas — 66,9—83,9%.

Hamu 3a nocennue 3 rona 6010 o6enenosato 116 611 GepemeH-
HbIX. B aymute yuactBoBamm 12 660 xenumH (10,9%) B Bospacte
35 net u crapie. 3HaueHue pucka 1 Ha 100 v Gosblie 6bu10 B 1624
cryyasix (1,4%). 3a obciemyemblii epros] ObUIO BBISIBICHO TPMCOMUM
21 — 155 cnyyaes (62%), Tpucomun 18 — 54 ciyvast (22%). Tpuco-
mun 13 — 9 ciydaeB (4%); o0liee YMCIIO BBISIBICHHBIX XPOMOCOMHBIX
aHomanuit — 289 ciyyaeB. Cpean oOcienyeMbIx XeHIIMH B cpoke 11
Henelb CKpMHUHT rpouutn 16 322 xenimusbl (13,9%), 12 venenb —
54 605 xeHiuH (46,8%), 13 Henenb — 34 145 6epemeHHbIX (29,2%).

AHaIM3 Pe3y/bTaTOB PAHHEro MPeHATaAbHOTO CKPUHUHTA T0-
Kaszaj 3(hHeKTUBHOCTb HOBOI CHCTEMBI MPeHaTaTbHON AMAarHOCTU -
ku. Kak BUIHO M3 MpeACTaBIeHHbIX JaHHBIX HOBAsi CHCTEMa MpeHa-
TaJILHOW AMAarHOCTUKU M0 psiAy OOLIMX MoKaszarelsieil, rMmokaszajia
3HAYMMBII (B EKT BhISIBISIEMOCTH — 58%. YMEHBIINIOCH YUCIIO
MHBa3UBHBIX BMEILATEILCTB, a BBISIBIEHUE XPOMOCOMHBIX T1aTOJIO-
TMii CTaJI0 TIPOBOAUTHLCS B O0Jiee paHHUE CPOKMU.

HNudopmaTuBHOCTH MAPKEPOB
XPOMOCOMHBIX AHOMAJIHIA ILI0/1A

Decur 0.A., lllaavnes B.B., Makxapoea H.B.,
Hoeoaoockaa O.A., Bumep M.C., Cmapocmenrxosa H.H.,
Marxapuyoe A.U., Hemyosa JI.H., Yynuxuna JIII.,
Ilozoeesa T.10., Camoxeanoe B.A.

Obaacmuoii nepunamansuwii yenmp ITAY3 AO AOKb

675000, Amypckas obaacme, e.baacosewernck, yr. Boponkosa 26
E-mail: viadimir_shalnev@mail.ru

Ha ocHoBanuun PE3YILTATOB KOM6I/IHI/IpOBaHHOF O IPpEHATaJIbHOTO
CKpUMHMHTIa l'[pOBeI[éH paC‘-IéT OTHOLICHUSA HpaBI[OHOI[O6I/IH OCHOBHBIX

IoxkasaTenu nA(OPMATHBHOCTH MAPKEPOB Xpomocomubix anomammii miona (Pecuk O.A. u 1p.)

Mapképbl YyBCTBUTENBHOCTb CneunduryHoCcTb OTHoweHre npaeaonoaobus
y3un Hanuuve ynbTpassBykoBbIX MApkEpPoB 85,4 95,7 19,8
Tonbko ynbTpa3ByKOBblE MapKEpPbI 6,3 97,6 2,6
Yeenuyexue TBIM 70,8 97,2 24,9
Tonbko yBenuyervie TBIM 6,3 98,4 3,9
OTCyTCTBME UNKW TMNOMNA3Ms HOCOBBIX KOCTEN 31,3 99,8 140,9
PeBepCHbIi KPOBOTOK B BEHO3HOM MPOTOKE 29,2 99,6 70,9
TpukycnnaanbHas peryprutaums 22,9 99,3 30,8
Bruoxumus (BX) Hannune BX mapképos 89,6 96,3 24,4
Mo.biwexne B-XrY 54,2 80,8 2,8
CHuxeHne PAPP 52,1 90,3 5,3
Bospact BospacT (35 net u 6onee) 43,8 90,4 4,6
CoueTaHve mapképoB |BX + Bospact 8,3 97,4 3,2
Y31 + Bospact 4,2 99,6 9,8
Y3U + BX 43,8 98,9 40,9
Y3W + BX + Bospact 31,3 99,9 239,5
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MapKkEpoB XPOMOCOMHBIX aHoMauit (XA) Uil MPOTrHO3UPOBAHUSI
JMAHHOI Tatojioruu. B ocHOBHYIO Tpyrimy BolLin 48 ciiyyaeB ¢ BbISIB-
JICHHOM XpOMOCOMHOI MATOJIOTHEil y TU10/1a/HOBOPOXKIAEHHOTO: TPU-
comust 21 — 34, tpucomust 13 — 4, tupcomust 18 — 5, cunapom Llep-
meBckoro—TepHepa — 3, Tpuriommusi — 1, cOajaHCHMpoBaHHast
TpaHciokauusi — 1 ciydait. KoHtposbHyto rpymmy coctaBuim 15325
OepeMeHHbBIX 0e3 MPU3HAKOB Y HOBOPOXAEHHOIO XA.

Y nnonos ¢ XA npyMepHO C OAMHAKOBOI YaCTOTOI ObLIN BBISIBIIE-
HBbI KaK YJbTPa3ByKOBbIE, TaK U OMOXMMUUYECKUE MapKEPBI, UTO YBEJM-
YyuBaeT 0A30BbIif PUCK HATMYMSI IJAHHOM MAaTOJIOTMHU B cpeiHeM B 20—25
pa3. [Ipu 3TOM, KaK MpaBWiIo, BBISBISIIOTCS KOMOMHALMK MapKEPOB.
B u3011poBaHHOM BuIIe TIPU MTATOJIOTMU HAOJTIOAAIOCH TOJIKO PACIIIN-
penue TBIT (3 ciydast u3 48), uto nosbIlaeT puck Hammuust XA B 3,9
paza. bBroxumuueckue Mapkepsbl y ionoB ¢ XA 1 BO3pacT 6epeMeHHbIX
35 net u Golnee BCTpeyaMch BCera MO0 B COYETAHUM MEXITy COOOiA,
JMOO C yIBTPa3BYKOBBIMY MapKepaMu B Pa3IMYHbIX BapuaHTax. B Tpéx
ciydasix Mapkepbl He ObUIM BbISIBJIEHBL Tprcomus 21, Tpucomust 13,
cunapoM LllepereBckoro—TepHepa. Puck Hanmnuumst y miona xpoMo-
COMHBIX aHOMaJIMii GoJiee BCEro BO3pAcTaeT MpH COYETaHWM BO3pacTa,
YJIBTPa3BYKOBBIX U OMOXMMUUYECKUX MapKEPOB.

IIpeHaTajnbHas JMATHOCTHKA aHEYNJIOHIHWIA
metoaom QF-PCR

Yyxposa A.JL., beckoposaiinaa T.C., Iloaaxos A.B.

OI'BY «MTHIl» PAMH, 2. Mockea
achukhrova@yandex.ru

MeTon KOIMYECTBEHHOI (DIyOPEeCLIEHTHOM ITOJIMMEPA3HOM 1Iel-
Hoit peakimu (QF-PCR) — onuH 13 cOBpeMeHHBIX TIOIXOIOB, UCTIONb-
3yeMbIX [JIsl TMarHOCTUKM (B TOM YMCJIe M TIpeHaTalbHOM) Haubosee
YaCTBIX aHEYTUIOMINIA: TPUCOMMIA ITo XpoMocoMam 21, 13, 18, Hapyiire-
HMIA YKCJIA TIOJIOBBIX XPOMOCOM, a TAKXKE TIOJIUTLIONIHIA.

Co3ngaHHasi HAMM CHCTeMa ITUATHOCTUKM BKIIIOYAET 25 MapKEpoB
(o 5 Mapk€poB Ha xpomocoMsl 13, 18, 21, X; mapképst AMEL, 4SH,
ZFXY, SRY — mnsa onpenenenust noja, Mmapkép TAFL — mist onpene-
JICHHSI YMCia XpoMOcoM X B TEHOME), KOTOpPbIe OMHOBPEMEHHO aMII-
JPUIIPYIOTCS B OMHOI ITPoOMpKe, a 3aTeM ronydeHHbie [T P-mpo-
NYKThI aHAJTM3UPYIOTCS HAa aBTOMATUYECKOM CEKBEHATOPE C UCIIONIb30-
BaHMeM ITporpaMMHoro obecrneueHust GeneMapper v3.7.

C IOMOILIBIO JaHHOM CHCTEMbl MbI MpOAHAIU3UPOBaIU 256 00-
pasiioB IUIOAHOrO Matepuaia (BOPCUH XOPUMOHA WMJIM aMHUOTHYECKOM
KUAKOCTH). PesybTaThl aHaiM3a MpeAcTaBIeHbl B TaOIMIIe.

BepeMeHHBIX U3 TPYIIIbI PUCKA PAa3BUTHUS YACThIX aHEYIUTOMIMIA
MBI pa3leIuivi Ha IBe TOArPYIIIbL: IepBas Oblia chopMUpoBaHa Ha
OCHOBe JaHHBIX Y3U M OMOXMMMUYECKMX MOKa3aTtelieil, a Bropas —
Ha OCHOBE TOJbKO OMOXMMMYECKUX Tokasarteneil. B mepBoil mom-
IpyIIe aHEeYIUIOMINH BhIsIBIIeHbI B 37,8% ciydyaeB, Toraa Kak BO BTO-
PO¥i MOArpyIie — TONBKO B 3,2% ciiyyaeB, YTO CPABHUMO C YaCTOTOM
0OHapyKeHMS aHEYIIOUANIA Y OepeMEHHBIX, He BXOISIINX B TPYIIITY
pucka (2,4%). TakuM 06pa3oM, OYEBUIHO, YTO AT GOPMUPOBAHMS
TPYIIIBI PUCKA Pa3BUTHUSI aHEYILIOUAMIT HEOOXOIUMO OCHOBBIBATBCS
Ha naHHbIX Y3, a u3o1mpoBaHHOE M3MEHEHHE OMOXUMUYECKHX T10-
KazaTeJieil sIBJISIETCS B JAHHOM cJIydae He MH(OPMaTUBHBIM.

HomorpamMma cooTHOIEHHS] KOMYMKO-TEMEHHOTO
pa3Mepa ¥ OUNAPHETAJLHOTO pa3Mepa roJIOBKH ILIOAA
JUISl PAHHET0 MPeHATAJIbHOTO CKPHHHHTA

Illaavnee B.B., Decux 0.A., Makxapoea H.B.,
Hoeoao00ckaa O.A., Bumep M.C.,
Cmapocmenxosea H.U., Maxapyos A.U.

Ob6aacmuoi nepunamanvhoiid yenmp ITAY3 AO AOKPB,
675000, Amypckas obaacme, e. baaeosewenck, ya. Boponkosa 26
E-mail: viadimir_shalnev@mail.ru

VbTpa3ByKOBOE MCCIIEIOBAHUE B MEPUOJ PAHHETO MPeHaTalb-
HOTO CKPMHMHIA TMPOBOAUTCS C M3MEPEHUEM OuMapueTasbHOro
pasmepa (BITP) roioBku /i COMOCTAaBIEHUS €r0 ¢ KOMYMKO-Te-
MeHHbIM pa3MepoM (KTP) mioma u paHHeil AMarHOCTUKM aHOMa-
st pasputus LHTHC.

Homorpamma cootnomenuss KTP u BIIP rosioBku miona
KTP BMNP BMNP BMNP KTP BMNP BMNP BMNP
5%0 50%o0 95%o0 5%o0 50%o0 95%o0
45 14,2 15,7 17,2 65 19,0 21,3 23,5
46 14,4 16,0 17,6 66 19,3 21,5 23,8
47 14,6 16,3 17,9 67 19,5 21,8 241
48 14,8 16,6 18,3 68 19,8 221 24,4
49 15,1 16,8 18,6 69 20,1 22,4 24,7
50 15,3 171 18,9 70 20,4 22,6 24,9
51 15,5 17,4 19,3 71 20,6 22,9 25,2
52 15,8 17,7 19,6 72 20,9 23,2 25,4
53 16,0 18,0 19,9 73 21,2 23,5 25,7
54 16,2 18,2 20,2 74 21,5 23,7 26,0
55 16,5 18,5 20,6 75 21,8 24,0 26,2
56 16,7 18,8 20,9 76 22,1 24,3 26,5
57 17,0 19,1 21,2 7 22,4 24,6 26,7
58 17,2 19,3 21,5 78 22,7 24,8 27,0
59 17,5 19,6 21,8 79 23,0 25,1 27,2
60 17,7 19,9 22,1 80 23,3 25,4 27,4
61 18,0 20,2 22,4 81 23,6 25,6 27,7
62 18,2 20,4 22,7 82 23,9 25,9 27,9
63 18,5 20,7 23,0 83 24,2 26,2 28,1
64 18,7 21,0 23,3 84 24,5 26,4 28,4

Hnst pazpabotku HomorpamMm cootHoweHusi KTP u BITP ro-
JIOBKM TUIOAA ObUTM TIPOBEICHBI M3MEPEHUST JAHHBIX MapaMeTpOB
deromerpun B 574 ciiydasix B CPOKM paHHETO MPEHATaJIbHOTO CKPH-
HUHTA Y MalMeHTOK C HOPMAJIbHBIM UCXOIOM OepeMeHHoCTH. [1Jist
kaxnoro 3HaueHus KTP or 45 no 84 MM paccuutaHbl MenuaHa U
5—95 npouentuian 3HaueHuii BITP romoBku 1iozna.

ITpu BITP ronosku miona meHslie 5-ro nporeHTws st ero KTP
0co00e BHUMaHKe HEOOXOMMMO YAENSITh MO3BOHOUHMKY M LIEJTIOCTHO-
CTH KOXU HaJl HUM, a B TIEpHOI 2-TO YJITPa3ByKOBOTO CKPMHUWHTA T10-
BTOPUTD TILATEILHYIO OLIEHKY aHATOMUM TMO3BOHOUHMKA M CTPYKTYP
TOJIOBHOTO MO3ra [UIsl UCKJTIOUeHMs Y T101a opokoB pa3sutust [THC.

PesyabraThl npeHaTa bHO# AuarHocTukn aHeymiouamii (Uyxposa A.Jl., Beckoposaiinas T.C., ITonskos A.B.)

pynnbl Bcero CuHppom CuHapom CuHapom XY BuisiBnexHas

Martay OpBappaca HayHa natonorus

BepeMeHHble 13 rpynmbl pucka

(Y3M 1 Groxvmmyeckme nokasareni) 66 2(3,0%) 7 (10,6%) 16 (24,2%) 0 25 (37,8%)

BepemeHHble 13 rpynnbl prcka

(TonbKO GUOXUMMYECKVE NMoKa3aTenm) 62 0 0 2(3,2%) 0 2(3,2%)

BepemeHHble He 13 rpynbl pyUcka 124 0 0 2(1,6%) 1(0,8%) 3 (2,4%)

3amepLias 6epeMeHHOCTb 4 0 0 0 2 (50%) 2 (50%)

Bcero 256 2(0,8%) 7(2,7%) 20 (7,8%) 3(1,2%) 32 (12,5%)
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CyOMHKpOCKONUYECKHE JAeTeA U TYIUTAKAIAA
NpH MHTEpIpeTanun pe3ynTaToB Meronom KD-TILIP

Illoxapes P. A., Kpueenyosa H. B., Kpueep C.IO.

QI'BY Pocmosckuti HUHU axywepcmea u neduampuu Munzdpasa
Poccuu
Pocmoe-na-Jlony, ya. Meunukosa, 43, r715@yandex.ru

MeTon KOJMYECTBEHHOM (DIIyOpeCIIeHTHOW TOJMMeEpPa3Hoit
uernHoit peakiyun (KD-TTL[P) st BuisiBACHUST HApyILIEHUN YKCIa
21, 13, 18 1 MONOBBIX XPOMOCOM TPUMEHSIETCS IS MHBa3UBHOM
npeHaraiabHoli nuarHoctuku (MITI) kak 3a pyOexxoMm, Tak U B Ha-
weii crpaHe. OH OCHOBaH Ha OOHAPYXEHUU TPOMHOM J103bl XPOMO-
COM-Crien(pUIECKIX KOPOTKMUX TaHAeMHbIX MoBTOpoB (STR), ko-
TOpasi XapakTepHa JUist TpUcoMuii. [lisi OLIeHKU pe3y/ibTaToB Heoo-
XOIMMO YUUTBHIBATh BO3MOXHOCTb MyTanuii B STR-mokycax (cy0-
MMKPOCKOITMYECKUE TYTUTMKAIIMH, eJIEIIUN U TOYKOBbIC MYTallMii).

C 2010 mo 2014 rr. metomom K®-TTLIP Gbl10 BBHIIOJHEHO
1760 UTIA. KonuyecTBO M 4aCTOTbI CyOMUKPOCKOIMMYECKMX MYTLIH-
KalMii TIpeCTaBIeHbl B TaOJMIIE.

Mapképbl KonnyecTtso YacToTa
D13S634 4 0,23%
D13S628 1 0,06%
D21S1411 1 0,06%
D18S978 1 0,06%
D18S535 3 0,17%
Bcero 10 0,57%

Jynavkauuio wid Ieelnio LeI0i MOBTOPSIIOIIEHCS] eMHULIbI
B JIOKYCE BO3MOXHO JIeTeKTHpOBaTh. boJbliioe 3HaYeHWe IS Tpa-
BWIbHOI MHTepripeTaliuu pedyabratoB WMITI umeror ciayyau mos-
HOTO BhITTageHus ajuresst. Hamm 6601 mpotectupoBan obpasen JJHK
pebE€HKa C yCTaHOBJIEHHBIM AMarHo3oM: cuHapoM JlayHa (Tpuco-
Mus 110 21 XpoMocome) IUTOTeHeTUIeCKUM MeTomoM. JlJist Moseky-
JISIPHO-TEHETUYECKOT0 aHaju3a MCIOJb30BAIUChH YEThIPE BbICOKO-
noauMopdHBIX Mapképa Ha xpomocomy 21. [IBa u3 Hux (D2151435
u D21S511) okazanuch HeMH(GOPMATUBHBIMU TOMO3UTOTAMM, T10 JIO-
kycy IFNAR HaOmomanuch nuajuiebHble TTMKU C OTHOIIIEHUEM BhI-
cor 1:1,9, a mo nokycy D2151411 nnannenbHble MUKK pazmMepom 302
¥ 322 m.H. ¢ K03 GULMEeHTOM oTHOIIeHUs BbicoT 1:1. [pu TecTn-
poBanuun [IHK poaureseit onpeneanim MaTepuHCKOE MPOUCXOXKIE -
HME JIMIIHEH XpOMOCOMBI 21 ¥ HalMyuMe y MaTepu JABYX ajjiesei
pasmepom 302 u 322 m.H. o nokycy D21S51411, koTopbie ¥ ObLIN
repesanbl peOEHKY. Y OTIa B asieKTpodoperpaMmMe 1o 3TOMY JIOKY-
cy HabJIIoaaICs OMH MUK pa3MepoM 314 1.H., KOTOPbII He MPUCYT-
CTBOBAJI Ha AneKTpodoperpamMmme pedEHKa. «BrimageHune» atoro ai-
JIeJIsi MOXeT ObITh CBSI3aHO ¢ MyTallMeil B MpaiiMep-CBsI3bIBAIOLIY
MOCJIeI0BATEIbHOCTY, BCJAEGACTBUE YEro CTajl HEBO3MOXEH OTXHUT
MpaiiMepoB, YTO U MPUBEJIO K OTCYTCTBUIO aMriudukauuu. Takum
obpa3oMm, Ipu wuHTepnperauun pesynbratoB WMII wmeromom
K®-ITLP Ha yacTble TPUILIOMIUN HEOOXOAMMO MCIOJIb30BAaTh HE
MeHee JBYX MH(MOPMATUBHBIX MAPKEPOB U B COMHUTEJILHBIX CITyda-
SIX UCTIOJIb30BATh JOTIOJHUTEbHbIE MapKEPHI.

JIMarHOCTHKA XPOMOCOMHO¥ NMATOJIOTHH Y TLIOJA
B paMKaX NPEeHATaJbHOTO CKPUHHHIA

1 TpumecTpa OepeMEHHOCTH

B Tomckoii obmacTn

Sxoeaesa FO.C.12, Boex C.JI.1, Topxosa H.B..,
Judenxo JI.U.1, Jlykanuna O.b.!, Hazapenxo JI.II1.12,
Pyoxo A.A1, Ilyzvipee K.B.!

I @QTBHY «HUH meduyunckoii eenemuxu

2 BIroy BI10 Cu6I'MY Munsdpaséa Poccuu
634050, e. Tomck, Habepexcnas p.Ywaiku, o.10
Jul25@mail.ru

CornacHo ITocranosnenuto IlpaBurensbcrBa Poccuiickoii ®De-
nepauuu ot 31 gekadpst 2009 r. Ne1159 ¢ 2010 r. Tomckas obiactb
YYaCTBYET B MPOEKTE IO PAHHEH KOMIUIEKCHOW MpeHaTaJlbHOMI
NMATHOCTUKE HapyllleHUi pa3BuTuUs pedeéHKa. Bce OGepemeHHbIe
B cpoke 11—14 Hemenb HaMPaBJISIOTCS XKEHCKUMU KOHCYTbTALIMSI -
MU ropoja 1 00J1acTH Ha YJIbTPa3ByKOBOE MCCIeJOBAHUE B KIMHU-
Ky ®I'BHY «<HUW menuuuHckoii renetuku», O6nactHoit [lepu-
HaTalbHbIi LIeHTp WM B MexXpaidlOHHbIE MEIUIIMHCKUE LEHTPBI.
OnHOBPEMEHHO MPOU3BOAUTCS 3a00p KPOBM JUISI TPOBEICHUST UC-
cienoBaHUS Ha ceiBOpoTouHble Mapkeépel (PAPP-A u B-XTY), ko-
TOPOE [UISl XKUTEJIbHULL 00JIaCTH BBITMOJHSETCS LIEHTPATM30BAaHHO
B KJIMHUKE MHCTUTYTa Ha aBTOMaTMUYECKMX aHaiu3aTopax Brahms
Kryptor u Delfia Express. Pacuér pricka XpOMOCOMHOI TTaTOJIOTUN
MPOBOIUTCS € TIOMOILIO rporpamm Astraia u LifeCycle ¢ yuérom
Bo3pacta OepeMEeHHOMW, YJAbTPa3BYKOBBIX W  CHIBOPOTOYHBIX
MapKEPOB.

3a mepuon ¢ Hos6ps 2010 1. mo mekabps 2014 r. B Tomcke u
Tomckoii mo maHHOI MporpamMmMe Obuta obcnenoBaHa 45 191 Gepe-
MeHHasi XeHIIMHa. B rpymnmy pucka ¢ rpanuuamu pucka 1/100 mis
nporpaMMmbl Astraia u 1/250 mns mporpammbl LifeCycle, Bouuimn
1186 XeHIIMH, YTO COCTaBWIO 2,6% OT 4KciIa MPOILEIIINX CKPH-
HUHT. XpOMOCOMHasl MaTojiorusi Oblia BbisiBieHa B 210 cirydasix
(17,7% OT KeHIIWH TPYIIIBI BBICOKOTO pricKa). CIEKTp XpOMOCOM-
HBIX HapyUICHUH TIPEICTaBIeH Pa3IMYHBIMUA YUCIOBBIMU U CTPYK-
TYpHBIMU HapylueHusmu: c.JlayHa guarHoctupoBaH y 112 1uiomoB
(53,3%), c.Ilaray — B 11 ciyuasix (5,2%), c.DnBapnca — 27 ciydaeB
(12,9%). Hapyumienust B cucrteme MoJoBbIX Xpomocom (c.Knaii-
Hbenbrepa, c.lllepemeBckoro—TepHepa) oTMeueHbI y 26 TUIOOOB
(12,4%), B OCTaJIbHBIX CJydasiX OTMEUEHbI TPAHCIOKALIMU U TOJIH-
miouaust y miopa. Ilpym aHanusze rpynn OepeMeHHBIX KEHIIWH,
MPOILIEAIITNX WHBA3UBHYIO MPEHATAIbHYIO TUATHOCTHKY, BBISICHU-
JIOCh, YTO HAMOOJIblIEe YUCIO XPOMOCOMHON MAaTOJOTMU Y TuIoaa
MUATHOCTMPOBAHO B TPYIIEe pHCKA IO COYETAaHHBIM MapKeépam
(Y3-mapképsl, PAPP-A, 3-XI'Y). OnHako B psie ciaydaeB XpOMO-
comHas marosorus (K mpumepy, c.lllepemeBckoro—TepHepa) BbI-
SIBJISTIACH TOJIBKO 110 HaIn4uio Y 3-mapkepoB. B 1ieom, ciemyer ot-
METUTb, YTO BBEICHHE KOMIUICKCHOIO CKPUHMHra 1 TpumecTpa
MPUBEJIO K YBEJIMUYCHUIO BBISBASIEMOCTH XPOMOCOMHOM MAaTOJOTUU
miona 6onee yem Ha 30%.
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