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HAMPABJIEHUS NPEHATANIbHOW AUATHOCTUKU

VIK: 618.2-07: 575

m JlaGopaTopusi npeHaTaILHOI
JUATHOCTHKH HACJIEACTBEHHBIX U
BPOK/IEHHBIX 3200/1eBaHMIi, CO31aHHAS B
®OI'BY «HUHUAT um. /1. O. Orra» C30
PAMH 25 net na3zan siBjisieTcsi BeAyIuM
MPEeHATAJIbHBIM LEHTPOM, Pa00TAIOIUM 10
JIaHHOii npodiieme B Poccun. PazpaGoranubie
B JIa00paTOPUU OPUTIHHAIBHbIE METObI
MPHIOTOBJIEHHSI XPOMOCOMHBIX NPeNapaToB
U MeTObI MOJIEKYJISIPHO-TeHeTHYeCKOro
aHAIN3a JJI8 AMATHOCTHKH YACTBIX U
HauboJIee TAKeIbIX HACTeICTBeHHBIX
0oJ1e3Hell, TAKMX KaK reMoUJInu A

uB, MmykoBHCcII103, MUOIMCTPODUS
JioneHHa, CMMHAJIBHASL MBIIIEYHAS
arpousi, PeHUIKETOHYPHUs, AIPEHO-
TeHUTAJIbHBII CHHAPOM, MHOTOHHYECKASI
nucTpogusi, cuaapom Mapruna-beiui, xopest
I'eHTHHITOHA M /IP., 2 TaKiKe pa3padoTKa
AJITOPUTMOB U MIPOrpamMM OHOXHMHYECKOTO
CKPHHHHTA 3MOPHOHAJIBHBIX MaPKePHBIX
0eJIKOB IBUJINCH BaKHeH MU
NpeJNnochblIKAMH co3AaHus 3P (PeKTHBHOI
CJIYKObI MPEHATAJILHON THATHOCTUKH B
Cankr-IlerepOypre u B CeBepo-3anagHom
pernone P®. K nacrosimemy BpeMeHn
CHJIAMH J1a00PATOPUH NPOBE/IeHO CBbIIIEe

14 000 uHBA3MBHBIX NPEHATAILHBIX
JUATHOCTHK, B pe3yJbTaTe KOTOPBIX y GoJee,
yem 1000 m/1010B YCTAHOBJIEHBI TUATHO3BI
TS2KeJIbIX HACJIeCTBEHHBIX 00JIe3Hell.

B nacrosinmiee Bpems B J1a00paTOPUU MIMPOKO
HCIOJIb3YeTCs] MOJIEKY.JISIPHO-TeHeTHYeCKHIi
MeToJ JHATHOCTHKH HauboJiee 4acThIX
XPOMOCOMHBIX 00JIe3Heill, BHEIpeH aIrOPHTM
KJIHHUKH OTHOTO /IHSI, BHEPSIOTCS] METObI
HeMHBa3HUBHOI 1uarHocTuku Pe3yc-
(akTopa u onpeneeHUs M0JIa MI0AA MO
JAHK-nJiona B KpoBH 6epeMeHHOM, MeTOIbI
JOUMILIAHTAHOHHON IMATHOCTHKH
XPOMOCOMHBIX M T'eHHBbIX 0oJie3Heii. binskoe
Oyayiiee NpeHATAJbHOI THATHOCTHKH B
J1200paTOPpUH — OCBOEGHHE YHIIOBOTO METOAA
CPaBHUTEJILHON reHOMHOI rHOpUAN3aIuu
J151 1eTeKIHN CyOMHKPOCKOIMMYeCKHX
XPOMOCOMHBIX NepecTpoeK, HeMHBa3HBHAs
JANATHOCTHKA TeHHBIX H XPOMOCOMHBIX
Oou1e3Heii, BHeApeHue ['eHeTHYeCKOIT KapThI
PenpoIyKTHBHOIO 310POBbSI KEHIUHBI.
IIpenaranbHast AMATHOCTHKA CErOAHs — He
Ha0op MeTOoJ0B, a HAYKa — MeJHIMHCKAs
reHeTHKa IUI0[a YeJIoBeKa, HMelolast
Ba’KHOE MPUKJIaTHOe U (yHAAMEHTAILHOe
3HAYeHHe.

m KimroueBnble ciioBa: IpeHaTajibHas
JAWarHoCTUKa; reHHbIC U XPOMOCOMHBIC
60H63HI/I; HWHBa3HMBHBIC U HCMHBA3UMBHBIC METOIbI
JUArHOCTUKHU.

ComtacHo odunuaneHbiM jgaHHeiM B 2009 1. poguiioch
1764,2 TeIC. nereit, uro Ha 50,2 THIC. (2,9 %) Oombiire, uem B 2008 T,
IIPH 9TOM MJIaJICHYECKasi CMepTHOCTh cHU3MiIack ¢ 11 Ha 1000 Ho-
BopoxkaAeHHBIX B 2005 1. 10 8,5 B 2008 1., a BpOoXKACHHBIC U HACTIE/-
cTBeHHbIe 3a0oseBanusi (BH3) coxpanmnnce Ha TOM ke ypOBHE
(1,39% mo CII6 B 2009 1), a o psiy noxasareiieil (BpOxKICHHbIE
nopoku pazsutus (BIIP) cepaeuno-cocyancToii cucremMsl, KOCTHO-
MBILIEYHOTO armapara) Aaxe OOHApYXHJIN YETKYI0 TEHACHIHIO
K MoBblIeHNt0. HeraTuBHas TeHIEHINS yBEIMUYEHMsI YHCIA TeH-
HBIX ¥ XPOMOCOMHBIX OoJie3Hei, a Taxke yactoTsl BIIP oruetnnBo
MIPOCIIEKUBACTCS OTEUECTBEHHBIMU aBTOpami [14].

[Ipodpunaktuka BH3 — oaHO W3 KIIIOUEBBIX HAmpaBICHUH
COLIMATIBHON TOJIUTHUKH, MO3BOJISAIONIEE PETYIMpPOBATH JEMOrpa-
¢uueckue mpouecchl M BO3IACHCTBOBATH Ha 3I0POBbE Hacele-
Hus. VIMenHo mostoMy mpoduiaaktuka BH3 noskna Bcerna
ocTtaBaTbcl B cdepe OTBeTCTBEHHOCTH rocyrapersa [20].
CrnoxuBIIasgcs Ha CETOAHAIIHUN JeHb B Poccum omacHas nemo-
rpaduuecKkasi CUTyalus CEpbe3HO ycyryOnseT u 6e3 Toro TpyaHoe
MOJIOKEHHE B cepe OXpaHbl 3J0POBbSI HACEIEHUS BOOOILE U MPO-
¢unaxtukn BH3 B wactHocTu. [Ipeanaraemele, a HEKOTOPBIE yXKe
YTBEPXkACHHBIE IPOrPaMMBI POCTa HAPOAOHACEIICHUS 3a CUET UH-
TeHcH(UKaMKU paboT MO AKCTPAKOPIOPAIBHOMY OILIOAOTBOpE-
HUIO, a TaK)Ke HaOmoaemMast B OCJIeHUE TOAbI TEHICHIINS B IO~
JEPKKY COXpaHCHHs OEPEeMEHHOCTH AaXe NPU HAJHYUH y TUIOJA
TSKEIBIX HEKOPPETHPYEMBIX BPOXKJIEHHBIX MOPOKOB M CMEPTEIh-
HBIX HACIICICTBEHHBIX 00JE€3HEH, HUKAaK HE COCOOCTBYIOT MOAB-
€My YHMCIIEHHOCTH 3/10pOBOTO HAPOJOHACEIEHUS CTPaHBL. A C yde-
TOM OIPOMHBIX, HO Masio3()(EKTUBHBIX (PMHAHCOBBIX 3aTpaT OHU
TOJIBKO CO3JAI0T MJUTIO3UIO YCIICIITHOTO PEHICHUs IPOOJIeMbl 1eMO-
rpadguueckoro Kpusuca. Mexay TeM HacTOSTEIbHO HEOOXOIUMO,
MIOMUMO YJITyYIIEHHUsS YCIOBHM KM3HU PENPOAYKTUBHO aKTUBHOU
YacTH MOMYISLUN CTPaHbl, OOpaTUTh BHUMAaHUE HAa TapaHTUH
POX/IEHUS HE TOJIBKO MHOTOYMCIIEHHOTO, HO U B IIEPBYIO OYEPEb
TeHEeTHYEeCKH M (PU3UUECKU 370poBOro moromcrsa. Haspena Ha-
CTOsITEIbHAS HEOOXOAMMOCTb KOPPEKTHUPOBKH 3a]a4 U [IaHOB CH-
CTEMBI 3[IpaBOOXPAHEHUS B 00JIACTH MPEHaTaTbHON JUarHOCTHKH
(I[T), ux anexBaTHOTO (pHHAHCOBOTO OOECIeUeHuUs [5].

B oT0i1 cBsi3n Oe3yciIoBHON MOAJNEPIKKH 3acCTyKUBACT MPHKA3
Muncorpazsutust PO ot 20 urons 2011 Ne 15-1/28 1 «O mpeno-
cranernu B 2011 1. cyOcuamii n3 enepanbHOro OIOIKeTa Ha IMpo-
BE/ICHUE TpeHaTalbHON (ZOPOJOBOM) OUMATHOCTHKH HapyIICHUH
PasBUTH), MPEIYCMaTPUBAIOIINN HE TOJNBKO (PHHAHCOBOE yKpe-
IUIEHHE 3TOr0 BaXKHEHIIEero paszena 3ApaBOOXpaHeHHs, HO U CMe-
[IEHUE CPOKOB MTPEeHaTaIbHON AUAarHOCTUKY Ha 0oJiee paHHKE CPO-
Kku OepeMeHHOCTH (B 1-ii TpuMecTp).

JleficTBUTENBHO, C 3KOHOMHUYECKOW TOUKH 3pEHHUS BBITO/IHEE 3a-
00TUTBCSI O 3110pOBbE OyAYIIEro, emle HepOKICHHOTO TOKOJICHHS,
yeM OOpOTHCS 3a 3J0POBBE CTAPLIETO MMOKOJICHHS, 00pPEMEHEHHOTO
rpy3oM OoJe3HEW, YBEIMYHBAIOUIMMCS MPOMOPLUHOHAIBEHO BO3-
pacty. DTO, €CTeCTBEHHO, HE 03HAuaeT CBEPTHIBAHUE yKe CyIle-
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CTBYIOILIMX COLMAIBHBIX NPOrpaMM, HO yKa3bIBacT
Ha HEOOXOOMMOCTb BCEMEPHOH MHOAIEPKKH TOCY-
JapcTBoM OypHO pa3BUBAIOILCHCS MpopuiIaKTHye-
CKOM MEIMIMHBI — MEeIMIHHBI 310POBOI0 4YeJIo-
BeKa, pPEIIAIOUINM YCJIOBHEM KOTOPOH sBIsSETCA
POKAeHHe 310POBOI0 MOTOMCTBA. DTO MOJI0KEHHE
HaIlJI0O CBO€ OTPaK€HUE B PELICHHAX MEKBEIOM-
cTBeHHOH paboueii rpynnsl Coera nipu [Ipesunenrte
P® or 17.02.2010 . Ne 1 «O nmporpamme 1o npeHa-
TaNbHOW (AOPOIOBOI) TMArHOCTHKE HAPYILICHUH pa3-
BUTHsI peOCHKAa B YUPEKICHUSAX TOCYIapCTBEHHON
1 MYHUIUTIAJIBHON CUCTEM 3/IpaBOOXPAaHEHU.

CoBpeMeHHOoe coCTosIHne

CoBpemMenHblii  anroput™M  npodunaktuka BH3
n BIIP BkitouaeT mpeKOHIENIUOHHYI0 MPOQHIAK-
THKY, NpeHaTaJbHyI0 JuarHoctuky (IIJI) m kop-
pexuuio (HOPMOKONMPOBAHUE) HACJIEICTBEHHbIX
0oJ1e3Hell M BPO/KACHHBIX IIOPOKOB pa3BuTus [17].

I — pa3zden meouyunckoii 2enemuxu na cmol-
Ke npuxnaonvlx (aKyuepcmeo, 2UHEeKON02usl,
HeoHamono2us, UMMYHONO2UA, IHOOKPUHONOUSL,
penpodykmono2us u 0p.) u QyHOAMEHmMAIbHbIX
(cenemuka, Ouoxumus, guszuonozus) nayx [3].

Hens I — pannee eviasenenue, npoghunak-
muka, a 6 oyoyuiem, u jieueHue 8POHCOeHHbIX U Ha-
cnedcmeennwvlx  3a00neeanuii  naoda. (OCHOBHbBIE
cocrasistroume I1J[: Menuko-reHeTMyeckoe KOHCYIb-
tupoBanue (1); ymsrpasBykoBoil ckpunuHr (10-11;
20-21; 30-31 nenenu 6epeMeHHOCTH) (2); OnoxumMmde-
CKHMH CKPHHHMHI MapKEpPHBIX OCJIKOB IIJI0[a B CHIBOPOT-
ke Oepemennor (10—12; 15-18 Henenu GepeMeHHOCTH)
(3); nomyueHue WIOMHOTO MaTepuaa ¢ MOMOLIbIO UH-
Ba3uBHBIX MeTo0B (I-II TpumecTpbl GepeMeHHOCTH)
(4); naboparopHasi IMarHOCTUKa (IMTOrCHETHUYECKasl,
MOJIEKYASApPHO-TeHETHYeCKast, OnoxumMmdeckas, ap.) (5);
pPEKOMEHIAaLMK Bpada-reHeTHKa 0 pe3ysibrartaM JHa-
THOCTUKH Y TIPOTrHO3 TIoToMCTBa (6) [3, 17]. Yenernas
MpeHaTaIbHAs JUarHOCTUKA BO3MOYKHA TOJIBLKO B YCJIO-
BUSIX CJIAXKEHHOHN PabOTHI CIIEMAINCTOB — I€HETHKOB,
aKyILEPOB-THHEKOJIOTOB, J1a0OpaHTOB-HCCIeA0OBaTENeH
pa3HbIX crienualbHOCTEN. FIMEHHON Takol KOHCEHCYC
Bpadell U CIENMaMCTOB pa3HbIX mpoduieil ObuT Jo-
CTUTHYT M YCIEUIHO peajn3yeTcs B TeueHue 25 ner
B OTTOBCKOM HHCTHUTYTE.

HekoTopble utorun

JlaGopatopust TpeHaTaJbHON JUAarHOCTHKH Ha-
CJICJICTBEHHBIX M BPOXKJCHHBIX 3a00JieBaHUI OblLia
co3nana B 1987 r. B nHacrosimiee BpeMst OHa sIBIIsIETCA
BEJYIIMM IIEHTPOM CTpaHbI [0 JaHHOW mpoldlieme,
nMeeT craryc DenepaibHOr0 MEAMKO-TeHETUYECKOTO
nenTpa, denepanbHOro IEHTpa MO IMPEHATATBHON
JIMArHOCTHKE MYKOBHCIIH103a (CaMOTr0O 4acTOTO MO-
HOTEHHOT'O 3a00JIeBaHus), BEAYIIUM MPSHATAIBHBIM
uentpom CeBepo-3amannoro peruona P®. Mmenno

B JIaHHOU J1a00paTopru ObLTH MTPEIOKEHBI U YCIICTII-
HO BHEJIPCHBI B TIPAKTUKY NPOCThIC U 3()()EeKTUBHBIC
METOJIbl KapUOTUIIMPOBAHUS TUIOJA JIJISl AMArHOCTH-
KH XPOMOCOMHBIX OoJie3Hel [2]; BIEpBBIC B CTpaHe
Obuta ocymectsieHa [1J] Takux 4acThiXx MOHOICH-
HBIX 3200JICBaHUI KaK MYKOBHCIIHI03, MHOJUCTPO-
¢us Qromenna, remopunus A u B, henunkeronypust
U JIp.; pa3paboTaHbl U BHEIPECHBI B MPAKTUKY KOM-
MBIOTEPU3UPOBAHHBIC MTPOrPAMMbI OHOXUMHUYECKOTO
CKPUHUHTA C [IEJIbI0 BBISBICHUS )KEHIIMH TPYIIIT BbI-
COKOTO pHCKa MO POXKJEHHUIO JIETeH ¢ XpOMOCOMHBI-
Mmu 6oae3usimu [20].

3a 25 ner snaboparopueii [1]] BbIoNHEHO CBBIIIE
14000 omepanuii MO TMOJYYECHUIO ILJIOJHOTO MaTe-
puasia (XOpUOHOWOICUM, IJIAIlCHTOOUOIICUH, aM-
HHUOLIEHTE30B, KOPJIOLIEHTE30B) B PE3YyJIbTaTe Yero
BbIsiBIIeHO Oosee 1029 mimofoB ¢ XpOMOCOMHBIMH
(734) u rennbiMu (295) Oonesusamu. [Ipu 3TOM ouTH
13000 >KeHIINMH BBICOKOTO pHCKa POJWIN 3aBEIOMO
3JI0POBBIX JieTeil. MHOroneTHuil oneiT padoThl Jia-
OopaTopuu 0000LICH B KOJUIGKTUBHONH MOHOTpaduu
«[IpeHaranbHas JMArHOCTHKA  HACJCICTBEHHBIX
U BpOXKJIEHHBIX Oose3nei» B 2006 r. [17] u nomoi-
HeH B 2009 . METOAMYECKUMH PEKOMEHIAIUSIMU
«CoBpeMeHHbBIC AJITOPUTMBI MPEHATAIBHON JIMArHO-
ctukm» [20].

HoBble noaxoabl U MeToAbl

B Hacrosiiee BpeMst pa3pa0arbiBalOTCS U BHEPSI-
torcst: anroput [1/] B 1-M TpuMecTpe OepeMEeHHOCTH
(1); mpueM marnueHToB B pexkume KIMHHMKHM OfHOTO
JHA (2); MoNeKyssipHash AMarHOCTUKA YacThIX Xpo-
MOCOMHBIX Oosie3Hel (3); JOMMIUTaHTAIlMOHHAS THa-
THOCTHKA I'EHHBIX U XPOMOCOMHBIX OoJie3HeH (4).

Ilepememienne nentpa Tsxectd IIJ[ co 2-ro
B 1-ii TpumecTp — oOmas TEHACHIHS, KOTOpas
MPOCMAaTpPUBAETCAd BO BCEM MHpE U BIIOJHE 3a-
KOHOMepHO pnocturia Poccun. B mabopatopum
MpeHaTaJbHON JAMArHOCTUKM IMHJIOTHBIE HCCIENO-
BaHUA 10 TPEHATaJbHOM AMArHocTuke B 1-M Tpu-
Mectpe Obutk Hauatkl eme B 2003-m, a ¢ 2005 r.
Takas JIUArHOCTHUKA YXKe cTaja perymsipHoi [8].
B 2009 r. amroputrm IIJ] B 1-M Tpumectpe Oepe-
MEHHOCTH CTaJl OCHOBOW WHHUIIMATMBHOTO MHJIOT-
HOTO TIpoeKTa MUH3APABCOIPA3BUTHS (CM. BBIIIIE).
KoMOMHMpOBaHHBIN YIBTPa3BYKOBON U OMOXHMUYE-
CKHI CKPUHMHT B 1-M TPUMECTpPE C aBTOMATHYECKUM
(KOMITBIOTEPHBIM) PacYeTOM pPHCKa XPOMOCOMHBIX
Oone3Hel y 1oaa, mpexkae Bcero 6onesnu [layHna,
obecrneunBaeT BO3MOKHOCTb JKEHIIMHE 32 OJJHO T0-
cenienne MHCTUTYTa UMETh MOTHYI0 MHPOPMALIUIO
0 pHUCKE XPOMOCOMHBIX OOJIe3HeH y mioja, a mpu
HaJMYMM TAKOBOTO MOJYYUTh Ha3HAYeHHE Ha MHBA-
3UBHYIO MPEHATaIbHYIO 1UarHoCTHKY [20].

Takoil KOMIUIEKCHBIH TMOAXO0J HayaJl IMpuMe-
HATHCS B HameMm uHcTuTyTe ¢ 2009 1, a B 2010 1.
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ATOT METOJ OBLI aJalnTUPOBAaH K MOTPEOHOCTSIM
Knunauku ogHOTO NTHS. BpeMeHHbIe XapaKTepucTH-
KM ajroputMa Hameld KiIMHUKN OZHOTO IHS Cleqy-
IOIME: KOHCYIbTAlMsI Bpada aKyliepa-ruHeKosora,
HMEIOLIETro CHeHUaIN3aluio 10 MEAUIIMHCKON Te-
Heruke (20-30 mun.) (1); Y3-o0cnenoBanue st
ONpEeZIeNIeHNUs CpOoKa OEpEeMEHHOCTH U MapKepoB
XPOMOCOMHOH MaToj0ruu (TOJILIMHA BOPOTHUKO-
BOTO IMPOCTPAHCTBA, BU3yaJM3allsi HOCOBBIX KO-
crtouek) — 20-30 muH (2); 3200p KpOBH MaTepH,
OTIpeZieJIeHHE MAapKEPHBIX CHIBOPOTOUHBIX OEJIKOB
(ITATIIII-1 A u Oera-enUHHIIBI CBOOOJHOTO XOPHO-
HUYECKOTO TOHAJOTPONMHA), KOMIIBIOTEPHBIN pac-
4eT KOMOMHHUpOBaHHOTO pucka — 45-60 muH (3);
KOHCYJIbTALlMs Bpaua-reHeTHKa 10 Pe3yIbTraTaM 00-
ciaenoBanusi — 2—30 muH (4). 3a 0OIHO MTOCEIICHHE
(2-2,5 yaca) GepemeHHasi UMEET BCIO HMH(pOPMa-
L{I0 O COCTOSHHUH IUIO/IA U IPU HAJIMYUHU BBICOKOTO
pHUCKa HACJIEICTBEHHBIX U BPOXKACHHBIX OOJIE3HEH
MoJIy4aeT HampaBieHUE Ha WHBAa3HUBHYIO IpeHa-
TanpHylo auarHoctuky. C momomrsto KiauHukn
OJIHOTO JIHA YAAeTCs: COKpPaTUTh YUCIO MOcelle-
HUH, MepeBecTH OOJBIIYI0 YacTh MPEHATaTbHBIX
JUArHOCTHK B 1-il TpumecTp OepeMeHHOCTH, OTle-
PaTUBHO PEIIUTH BONPOC O HEOOXOAMMOCTH MHBA-
3UBHOU MpeHaTalbHOU NUAarHOCTUKH [3].

[Ipn manuuum Y3-MapKkepoB MPOBOIUTCS Ka-
PHOTHUIIMpPOBAHHKE NJI0AAa HA XPOMOCOMHBIX ITperna-
paTax, MOoJyYEHHBIX MPIMBIM YCKOPEHHBIM METO-
JIOM U3 KJIETOK BOpCHH XopuoHa. [Ipu orcyTcTBUN
V3-MapkepoB U pUCKE XPOMOCOMHOW IMaTOJOTHHU
y miozaa (6onesnb JlayHa) Ha3HayaeTCs MHBA3UB-
Hast I1J] c ucnonap30BaHMEM METO/a KOJUYECTBEH-
HOH (pyIr0oOpeceHTHOM MonuMepa3Hoi LHEemHOH pe-
aknuu (QF—PCR) [15]./luarHocTHKa NPOBOAUTCS
Ha JIHK-cekBenaTope ABI (D1ibuAii) 3300 u no-
3BOJISIET BBISIBUTH MJIM MCKJIIOUYHTH Haubosee da-
CTble XPOMOCOMHBIE OoJe3Hu: Oone3nb JlayHa
(Trpucomus 21), cuaapom DnBapaca (Tpucomust 18),
cunapowm Ilaray (Tpucomus 13), a Takxke Oone3Hu,
00yCIIOBJICHHBIEC YHCIOBBIMHU HAPYILIEHUSIMU TTOJIO-
BBIX XpoMmocoM: cunapoM Tepuepa, Tpumio UKC,
cunapom Knalindensrepa. Ha nomto sTux xpomo-
COMHBIX Oo0Je3Hel mpuxoauTes cBeiie 95 % Bceit
XPOMOCOMHOH MaTOJIOTHH Y Ioaa. Bpems ananu-
3a cocraBisieT 1-2 gHsA, MaTepuas — aMHUOTH-
YecKasl )KUJIKOCTh, BOPCHHBI XOPHOHA, TJIAIlCHTHI,
MYTOBUHHAS KPOBb, TPOU3BOAHUTENBHOCTh — 10—
30 ob6pasmno Ha 1 aHamu3, TouyHocth — 99 %.
apdexkTuBHOCTE — 95%. Meton BHeapeH IS
JUATHOCTUKH B TPYIINE KEHITUH BBICOKOTO PUCKa
0 HAJMYHUI0 XPOMOCOMHBIX OOJe3HeH y miona
no omoxumuueckomy ckpuHunry. K 2012 r. B un-
cTuTyTe BBhIMOJNIHEHO Oonee 1142 I1J[ metomom
QF-PCR, BoisiBieno 30 miogoB ¢ XpOMOCOMHBIMU
OonesHsiMu, B TOM uncie 26 — Oose3ns JlayHa,

1 — cunapom Illepemesckoro—Tepuepa, 3 —
cunjapom KnaitHdpensrepa. PeanbHo onmH Takoi
npubOp MpH YCIOBUU IOJHOH 3arpy3Kd MOXKET
obecrneynTh CKPUHUHT XPOMOCOMHBIX OOJe3Hen
y BceX OEpeMEHHBIX JKEHIIUH TaKOTO MeramnoJjuca
kak CaHkT-IleTepOypr ¢ BBICOKMM PUCKOM XpOMO-
COMHOW TaTOJOTHH TJoJa MO OMOXUMHYECKOMY
CKPUHUHTY, TO €CTb OK0JIO 3—4 ThIC. YEJIOBEK B 'Ol
[15].

JloumnnanranuoHHass JuarHoctuka B Poccum
HaxXoJWTCs B 3a4aTOYHOM COCTOSIHUM M OYEHb
OTPAaHUYEHHO MPHUMEHSETCS TOJNBKO B E€AMHUYHBIX
4yacTHhIX KiIuHMKaX Mocksbl, Cankt-IletepOypra
u Kpachospcka. IIpu ToM 0Ha MOYTH UCKITIOUUTENb-
HO HaIlpaBjieHa Ha BBISIBIIEHHE XPOMOCOMHBIX 00JIe3-
Hell, ¥ IPaKTHYeCKU OTCYTCTBYET JUISl JUArHOCTUKH
4acThIX MOHOTEHHBIX Ooyie3Hei. Mexay TeM B Ha-
CTOsiIlIee BpeMs JOMMIUIAHTAI[MOHHAs TUarHOCTHKA
B Mupe npoBoautcs st 6onee 30 TSHKENBIX MOHO-
TeHHBIX 3a00JIeBaHH.

Mertonpl IOMMIIIAHTAIIMOHHOM  JUArHOCTUKU
B HUU AT um. JI. 0. Orra C30 PAMH navanu BHe-
IpaTbes Toabko B 2011 T 1 BexyTcst COBMECTHBIMU
ycunusamMu jaboparopun u lleHTpa BcroMoraresnb-
HBIX PENpOYKTHBHBIX TEXHOJIOTUN HaIllero MHCTH-
TyTa. B Hacrosuiee BpeMs 1o OJHON U30JIMPOBaHHON
KkJeTke (OmacroMepe) BO3MOXKHA JMArHOCTHKA 4Ya-
CTBIX XpOMOCOMHBIX HapyuieHui metonoMm QF-PCR
U BBISIBIICHUE Hauboliee pacripoCTpaHEHHBIX MyTa-
U TpU TakOM 4acTOM MOHOTEHHOM 3a0O0JIeBaHHMU
Kak MykoBucuuzo3 (meron IILIP ¢ BHyTpeHHHUMH
npaiMepamu).

MepcnekTusbl N

IlepcnexkTuBHBIE JUIsI Pa3BUTHA M COBEPIIECH-
crBoBanus IIJI MeTonbl, KOTOpbIE TOJBKO pa3pa-
OaTpIBalOTCS B mepeaoBhIX IeHTpax [1/], Bkimroua-
IOT HEMHBA3WBHBIE METOJbl JMArHOCTUKHM TE€HHBIX
u xpomocomHbIx Oosesner o JJHK u PHK mona
B KpOBHU OepeMeHHON keHIIUHbI (1); MEeToIbl Mo-
JEKYASAPHOTO KapUOTHUIHUPOBAHUS, TTO3BOJISIONINE
yIaBIMBaTh MHUKPOXPOMOCOMHBIE — IE€PECTPOUKHU
B KapuoTHIe Tuiofa (2), a Takke TeHHYI0 U KJIeToY-
HyI0 Tepamuio mioza (3).

Bce T MeTonpl akTHBHO pa3pabaTbIBalOTCA
B nepenoBsix neurpax CIIA, 3anagHoii EBpormsl,
a Tak)ke B HEKOTOPBIX OTEYECTBEHHBIX JlabopaTo-
pUsSX, HO TIOKa HE BHEAPEHBI B PYTUHHYIO IMpaK-
tuky IIJI. UckiaroueHne  cOCTaBISIET  TOJIBKO
oIpeiesieHle pe3yc-MpUHAIIEKHOCTH TI0a, KO-
TOpoe OQHUIIHATBHO 00OPEHO B psJie MpeHATab-
HBIX IeHTpoB BenukoOputanmm u IlIBeiinapun.
VYenemnbie paboThl MO afanTaldd JaHHOTO Me-
Toja BeAyTcs B HayyHOM LieHTpe MEIUIMHCKOU
reHeTukd B MOCKBE W B HaleM HHCTHUTYTE [9].
B Hacrosiiiee Bpems B JabopaTopuu yxe pa3pado-
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TaHa OpPUTMHAIbHASI TEXHOJOTHUS, MO3BOJISIOLIAs
ONpEeNeNsATh HEMHBA3UBHBIMU METOAAMHU peE3yc-
NPUHAJJICKHOCTh M MOJ Mmiofa HaduHas ¢ 10-i
Hellen OepPEeMEHHOCTH C TOYHOCTBIO 90—95 %.
B 2011 r. Ha ppIHKE AMArHOCTHKYMOB NOSIBHJIMChH
cBeieHUsT 00 OTEeueCcTBEHHOM Habope sl HEHH-
Ba3UBHOW JUArHOCTUKHM Pe3yc-puHaIIeKHOCTH
mona o kposu marepu (OO0 «['en-TexHomorusiy,
Camapa). B nHabopax HCHIONB3yIOTCS JOCTATOYHO
JOporue UMIOPTHBIE peakTuBbl (pupmbl Qiagen,
a taxxe meton [11IP B peanbHOM BpemMeHH, yCHEII-
HOCTb NPUMEHEHHUs U HAJEKHOCTh HE MOATBEPXK-
JICHbl HE3aBUCHMBIMU JKCIEPTaMH H, O€3yCIOBHO,
TpeOyIOT CHIENaIbHON MPOBEPKH.

Eme onnoit Baxknoit HoBanueit B IIJ] sBuiacek
paspaboTka W BHEAPEHUE METOAOB CPaBHUTEILHOM
reHoMHoi rubpuansammu  (Comparative Genomic
Hybridization — CGH), mpexne Bcero, merona,
OCHOBaHHOTO Ha bac- nim SNP-unnax, mo3Bossommx
YJIaBIUBAaTh CYOMHKPOCKONMHMYECKUE XPOMOCOMHBIC
abeppanyu, B TOM YHCIIE M TaK Ha3bIBaeMble Bapuanyn
Yucna Kommit (Copy Number Variations — CNV).
CommacHO CyIIECTBYIOLIEMY aJITOPUTMY, HaJIM4uHe
y IUIOZOB TIOPOKOB pa3BUTHS Npu Y 3-00cie10BaHNH,
HO OTCYTCTBHE MHKPOCKOIIHYECKH ONpPEENIAEMBbIX
XPOMOCOMHBIX aleppaiui, SBISETCS MOKa3aHUEM
JUId TIPOBEJICHHUS HCCIIEIOBAaHUS MHKPOIIEPECTPOEK
XpPOMOCOM METOJIOM CPaBHUTENIBHON T€HOMHOW TH-
opunuzauuu (array CGH). Ilpu BblsiBieHun cyomu-
KpPOCKONMYECKUX HapylIeHWH KapuoTUNa y Iuloja
PEKOMEHAyeTCsS NPOBEJACHUE AHAIOTHYHOIO HCCie-
JoBaHus y poauTerned. HanOonpiyio cloXHOCTB,
OJTHAKO, IPEJCTABIIACT BBISABIECHUE y IUIOAA TEPBHU-
HBIX CYOMHKPOCKOITMUYECKHX HM3MEHEHHH KapHOTHUIIA
1 peleHre BoIIpoca 0 TOM, B KaKOW Mepe Takue Hapy-
LIEHUSI TPECTABIISIOT OIIACHOCTD JUIs 310POBbs Oy/y-
miero pedeHka. B Bemymmx oreyecTBEHHBIX LEHTpax
(MuctuTyTe OXpaHbl 310pPOBbsI MaTepu M peOeHka
nM. B. H. KynaxoBa . MockBa u MHCTHTYTE METUITMH-
ckoii renetuk CO PAMH 1. Tomck), a Takke B HaIeM
urctutyTe B 2011 . ObIM pHOOpPETEHBI U OCBaNBa-
IOTCSI COOTBETCTBYIOIIME PHOOpPEI. BHenpeHue array
CGH B II][] mpencraBnsieTcss BecbMa KEIaTEIbHBIM,
XOTSl COIPSDKEHO C OMNPENENEeHHBIMH CIOKHOCTAMHU
MHTEPIIPETALNH MOTy4aeMbIX PE3yJIbTaToOB.

CrparerniyeckuM HampapieHHeM MPO(UIaKTHKN
BIIP 1 HacneicTBEHHBIX OOJIC3HEH SBIISICTCS BHEIPEHUE
paszpaboranHoOil B Hamel Jadoparopun [ eHeTHyecKoi
KapTel penpoaykruBHOro 3ao0posbst (IKP3) [1, 7, 4].
Kapra mnpennonaraer KOMIUIEKCHOE HCCIIE/IOBAHNE
CYIPYTOB Ha HOCHTENIBCTBO MYTallWii, BBI3BIBAIOIINX
TSDKEJbIe HACle[ICTBEHHBIE OOJIE3HH y MOTOMCTBA, UX
KapHOTHITMPOBAHKE, & TAKKE aHAIU3 MoIuMopdusma
TE€HOB, aJUIENIbHbIE BAPHAHTHI KOTOPBIX MOTYT CEpbe3-
HO HapyliaTh PENpOAYKTUBHYIO (DYHKLHUIO YKCHILHHBI
(PHOOMETPHO3), TeueHHe OEPEeMEHHOCTH (IeCTOo3, TPH-

BBIYHOE HEBBIHALIMBAHUE, TPOMOOPHINSL,.. OBITH MPH-
YUHOW psifia Cepbe3HBIX XPOHUUYECKUX 3a00JeBaHMI)
[16, 12, 19,6, 18,13, 11].

NA kak pyHaameHT G1Monornv passutus
yenoseka

[TJI — enuMHCTBEHHBIA 3TUYECKHA OINpPAaBIAHHBIN
U NMPAKTUYECKH peasIbHbIM MyTh K MOJTYYEHHUIO Ma-
Tepuana IJIo/a YelioBeKa Ha JII0OOH CTaJuu BHY-
TpuyTpoOHOTro pa3Butusi. OHa OXBaThIBAET KaK JO-
MMIUTAaHTAlMOHHBIA Tepuos (OMMILIaHTallMOHHAS
nuarHoctuka B ycnoBusix knuHukun BPT u DKO),
nepuoja paHHero opraHorenesa (5-12 wnexenu Oe-
peMeHHOCTH — H.0.), TaK W TUIOAHBIA TEPHOX
(c 13 mo 40 u.6.) [2].

bnaronapss Texnonorusim OKO u BPT yuensie
MOJTYYMIH PEaTbHYI0 BO3MOKHOCTh paboTaTh HEro-
CPEJCTBEHHO C TaMeTaMH M paHHUMM 3apOJbIIaMH
YenoBeKa, JETAJbHO aHaJIM3UPOBaTh MEXaHU3MBI
OIIOJJOTBOPEHUS U JJOMMIUIAHTAI[MOHHOTO Pa3BUTHSI.
B wacTHOCTH, UMEHHO B TaKHUX UCCIICJOBAHUSIX OBUIH
JIETAIBHO M3YYEHbl MOJIEKYJIspHO-TEHETUYECKHE,
OroxuMHYecKre U MOpOIOTHIECKHEe 0COOCHHOCTH
raMmeT ¥ paHHHX 3apo/IbIlIel yemoBeKa, KOHTPOJIHpY-
IOIIME MEXaHU3Mbl MEPBUYHON AU(PPEpeHIIMPOBKU
Tpo(IKTOEPMBbI U BHYTPCHHEU KJICTOUHOW MAcChl,
M3y4YeHBbl TPOUCXOKJIEHHE U IyTH MUTpalMu Tep-
BUYHBIX TOJOBBIX KJIETOK, (peHOMEH Hecmy4aiHou
WHAKTUBAIMA X-XPOMOCOMBI y 0CO0€H >KEHCKOTO
T0J1a, BKJIaJ XPOMOCOMHBIX abeppanuii B HaToI0TUI0
pPaHHMX CTaauil pa3BUTHUS, POJIb SK30T'€HHBIX U dH0-
TeHHBIX (PAaKTOPOB B BO3HUKHOBEHHH CIIOHTAHHBIX
aboptoB. HakoHen, IMEHHO B 3THUX HCCIIEIOBAHMSIX
Obula pa3paboTaHa TEXHOJOTHS MOMYyYEeHHUsT IMOPHO-
HaJIbHBIX CTBOJIOBBIX KJIETOK, CYJISIIIIUX CETOJHS Tak
MHOTO JUISl TPAaKTUYECKOW METUIMHBI U (yHIaMeH-
TalbHOH OMOJIOrHH uejaoBeKa [2].

Baxkuple HayuHBIE JaHHBIE IMOJy4YeHBl IPU HC-
CJICZIOBAHMU POJIM XPOMOCOMHBIX abeppauuii B ma-
TOJIOTUM TIPOIIECCOB MMIUIAHTAIlMK W PAHHEro Op-
raHoreHes3a, 3aJ0KUBIIHE OCHOBY HOBOTO HAy4HOTO
HampaBlIeHUs — IIUTOTEHETHKH AMOPHOHAIBHOTO
pa3BuTus denoseka [2]. Ero mens — u3y4uTh poib
OTJIENIBHBIX XPOMOCOM U HX CETMEHTOB B Pa3BUTHH
yenoBeka. HemocpencTBeHHO Ha Marepuane Ouo-
NITaTOB XOPHMOHA M TUIAIEHTHl aKTUBHO HM3Yy4aroTCs
MOJIEKYJISIPHO-T€HETHYECKIEe MEXaHU3MbI HMILIaHTa-
IIUU U TUTALIEHTAI|H.

Ha wmarepuane aGopTycoB, WHAYHUPOBAHHBIX
M0 MEIUIIUHCKUM, B TOM YHCJE U MO0 T€HETHYECKUM
MOKa3aHMUsM, MCCIEIYIOTCS 3KCIIPECCHOHHBIE MPO-
(UM TEHOB, COCTABJISIFOTCSl AIIMTCHETHUECKUE Kap-
ThI TKAaHEBOHU NU(PPEPEeHIIMPOBKY, U3YUaIOTCS Pery-
JIATOPHBIE MEXaHU3MbI TeHHON aKTMBHOCTH.

Bce BmlmenepeyncieHHOE JaeT OCHOBAHME
paccMaTpuBaTh MPEHATAIBHYIO IMaTHOCTUKY Kak
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e Buonoruna PA3BUTUA HEJIOBEKA

e MNPO®UNIAKTUKA

MEONKO-TEHETUYECKOE KOHCYIIbTUPOBAHUE

e JOUAITHOCTUKA
OOVMMIAHTALUMOHHASA,
NOCTUMMNAHTALNOHHASA (I v Il TpumecTpel),

e JIEMEHUE

FEHHAA TEPATMAA,
KNETOYHAA TEPANNA

HOPMOKOMVPOBAHUE (HEMPOABEHWE) MY TALIUIA,

MPEHATAJTIbHAA OUAFHOCTUKA CEFrOOHA —
3TO NPaKTUYECKNUIA UTOI HOBOW HayKn — MEOVLUMNHCKOW FEHETUKW NITOOA YENOBEKA,
N3y4atoLLelt KOHTPOMPYIOLLME MEXaHU3Mbl PAHHErO PasBUTUS HYeSIOBEKA B HOPME U NaTonoruu,
3afja4a KOTOpOo No3HaHue hyHaaMeHTaslbHbIX OCHOB pa3BUTUS Miofa YenoBeka ¢ Liesfbio NpornakTuku, neveHms
N OMarHOCTUKU HacneaCTBEHHbIX Y BPOXAEHHbIX MOPOKOB

OCHOBHbIE PA3JENbl MEAULUWNHCKOWN FTEHETUKW MJIOAA YENTOBEKA

TEHETUKA W SMUTEHETUKA PA3BUTUA HA MOJIEKYNTAPHOM (reHomuka, TpaHCKpUNTOMMKA, AMUMreHOMMKa, MpoTEOMM-
ka, metabonommka), XPOMOCOMHOM (untoreHetuka paseutus), KTETO4YHOM, TKAHEBOM n OPTAHHOM YPOBHAX

MPEKOHLEEMNUWMOHHASA (ckpuvHWMHIMM, NnaHnpoBaHve pebeHka, honvesas k-1a, B12),

VHBa3VBHasl, HeVHBa3MBHAs, GUOXMMUYECKUIA U YIETPa3BYKOBOW CKPUHWHI

Puc. 1. CoBpemeHHOE MOHNMAaHNE TPEHATAILHON INATHOCTHKY KaK HAyKH O OMOJOTHH pa3BUTHS YeJIOBEKa

HOBYI MEIHIIMHCKYIO HayKy, IPEICTaBIISIONIY O
co00H C OZHOW CTOPOHBI MEOUUUHCKYIO 2eHemU-
Ky naooda uenoséexka, a ¢ Jpyrol — pemaronieit
(byHIamMeHTaIbHBIE 3aJ]Ja4dl COBPEMEHHOUW Ouo-
JOTHM — BBISICHEHHWE KOHTPOJIUPYIOIMUX MeXa-
HHU3MOB peaJn3alliid TeHEeTUYecKoi wuHpopma-
MU Ha Pa3HBIX CTaAUAX 3MOpuoreHesa (puc. 1).
3anaya MeAMUIUHCKON reHeTUKH ILJI0/a YeJl0Be-
Ka — Mo3HaHue QyHIaMEeHTaJIbHBIX OCHOB YMOPH-
OHAJBHOTO Pa3BUTHUS C LEJbI0 Pa3padOTKH HOBBIX
Y COBEPIICHCTBOBAHUS CYIIECTBYIOIUX METOIOB
Npo(QHUIAKTUKY, JCYCHUS U JUAarHOCTUKHU HaCIle/I-
CTBEHHBIX M BPOXKJCHHBIX IOPOKOB Pa3BUTHSL.
COOTBETCTBEHHO, €€ OCHOBHBIE pa3Jelbl: 0u010-
2Us pa3eumus 4e06eKxaq HarpapiieHa Ha U3y YeHUe
po0JIeM TEHETUKH U SMMUTEHETHKY 3MOpUOTeHe3a
Ha MOJIEKYJISIPHOM, XPOMOCOMHOM, KJIETOYHOM,
TKAaHEBOM W OPraHHOM YPOBHSX; Hpouiaxmu-
K@ HACNEe0CMEEHHBIX U 8POICOCHHBIX 00J1e3Hell
BKJIFOYAa€T MEIMKO-TEHETUYECKOe KOHCYJIBTHUPO-
BaHWE, T'CHETUYECKOE TECTHUPOBAHHE POJUTEICH
Ha HaJIMYMEe HOCUTEIHCTBA MYTAalUd, CKPBITHIX
XPOMOCOMHBIX TEPECTPOEK, HACJIEICTBEHHYIO
MPEIPACIIONOKEHHOCTh K XPOHHYECKHM 3a0oie-
BaHUAM, MPEMSATCTBYOIINM HACTYIJICHUIO Oepe-
MEHHOCTHU MJIM CEPbE3HO OCIOXKHSIOUIUM €€ Teue-
HHE; COOCTBEHHO 00- U HOCMUMNIAHMAYUOHHAA
OUAZHOCMUKA 2eHHbIX U XPOMOCOMHBIX 0o0e3-
Hell W, HAKOHEll, JleueHnue nja00a u HOBOPOIIC-
0E€HHO20 C MAIHCENLIMU HACIEOCHIEEHHBIMU 00~
ne3namu (TEHHAs Tepanus, KJISTOYHAas Tepamus,
HOPMOKOITMPOBAHHE).

Crnenyet oOpaTUTh BHUMaHHUE HAa TO, UTO 3P dek-
THBHas pabdoTa B 00JaCTH NMpEeHATAIbHON JUATHO-
CTUKH CerofHs TpeOyeT KOHCONMAALUU YCUIUN
Bpauel (aKylIepoB-IHHEKOJIOroB, Bpaueil 1o VY 3-
JUAarHOCTUKE, MEAULUHCKUX T€HETUKOB) U BBICO-
KOKBaJU(UIUPOBAHHBIX YUYEHBIX-CHEIUAINCTOB
B 00JIaCTH LUTOrC€HETHUKHU, MOJIEKYISIPHOH OHO-
noruu, Ouoxumuu. ClnakeHHOCTH pabOTHI CTOJb
Pa3HOPOJHOrO KOJJIEKTHUBA TpeOyeT HaIu4us ce-
PBE3HBIX 3HAHHMI Ka)XJOTr0 COTPYAHHUKA MO BCEM
npobiaemMamM 5MOPHOJIOTUU M MEAUIMHCKON TeHe-
THKH TJI0Aa 4eloBeKa. DTO JeiaeT aKTyallbHBIM
B Mpo(eCcCHOHATBHOM IIJIaHE MOSIBICHUE HOBOMU
MEAMIUHCKON CINEeUHalbHOCTH — 6pau HpeHa-
manvHou Ouaznocmuku. Hama nHMIIMaTHUBa B
9TOM HamlpaBJCHUU IOKa HE HAXOAUT JOJKHOU
NOJJEPKKNA CO CTOPOHBI MUH3APaBCOUPA3BUTHS
P®, xoTs1 ee akTyaJbHOCTB, 110 HAIEMY YOexXae-
HUIO, HECOMHEHHA.

3aknioyeHue

Pemraromue yeriexu [1]] B TuarHoCTHKE TSIKEIBIX
HACJIC/ICTBCHHBIX 3a0oseBanuii u BIIP He BbI3bIBa-
10T coMHeHui. lllupokoe mMpUMEHEHHE TONYYHIIH
pa3Iu4YHbIC MHBa3UBHBIC METO/Ibl OMOIICUH TIJIOHO-
ro marepuaia, 3Qp(GeKTHBHbBIC IUTOICHETHYCCKUE U
MOJICKYJISIPHO-T€HETUYSCKUE METO/IbI IUATHOCTUKH
XPOMOCOMHBIX O0Jie3HeH, pa3paboTaHbl U HIMPOKO
WCIOJB3YIOTCS aBTOMATHYECKUE U I0JIyaBTOMa-
THYECKUE METOJbl JUATHOCTUKHU YACThIX, HEPEIKO
CMEPTEIIbHBIX, TCHHBIX 3a00IeBaHUN. 3HAYUTEIbHBI
yCIIeXHu B pa3pab0oTKe CKPUHUPYONIUX OHOXUMUYE-
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CKHMX mporpamMM u Y3Jl, MO3BOJISIIOIINX CMECTUTH
ocHoBHY10 uacTh 1/l co 2-ro B 1-if TpumecTp Oe-
PEMEHHOCTH M HayaTh IpHUeM OCpEeMEHHBIX B aJIro-
put™Me KIMHUKU ofHOro AHA. 3HAYUTEIbHBIE KO-
HOMHYECKHE, OpraHU3alllOHHbIE U METOAMYECKHUE
CJI0KHOCTH BBI3BIBAIOT HEMHBA3HUBHBIE METOJIbI -
ArHOCTHUKH T€HHBIX U XPOMOCOMHBIX OOJie3HEH 1o
JHK/PHK mnnoaa B KpoBH MaTepH, a Tak>Ke AUArHo-
CTHUKAa W MHTEpPIpEeTanus pe3yjbTaToB CyOMHKpPO-
CKOIIMYECKOIr0 aHaJin3a XpPOMOCOMHBIX abeppauuii
C TOMOILBIO METOAOB OMOYUIIOBOM CPaBHUTEIBLHON
FeHOMHOM rubpuausauuu. Buenpenue stux Me-
TonoB B IIJl cocTaBisieT cTpaTernyeckyro 3amady
cnyx0br I1J] Poccum Onmkadmux ser. B paBHoi
Mepe 3TO OTHOCUTCS M K I'eHeTnueckoil kaprte pe-
MIPOYKTHUBHOTO 3/J0POBbs, UCIIOIb30BAaHNUE KOTOPOI
CBOJUT K MUHMMYMY HAacJIE€JCTBEHHYIO IaTOJIO-
THIO TJIOJA W TMO3BOJSAET MPOBOAMTH CBOEBPEMEH-
HYIO0 MPOQHIAKTHKY 3a00JIeBaHUM, TPENITCTBYIO-
IIMX HACTYIJICHUIO OCPEMEHHOCTH HIIM CEPhE3HO
OCIIO)KHSIOUMX ee TeueHue. [IpeHaranbHyro Jua-
THOCTHKY CETOJIHSI CIelyeT MOHMMATh He KaK Mpo-
cTOl HabOp Pa3HBIX METOIOB M MPHUEMOB JJIsI BBI-
SIBJIEHUS1 HACJIEICTBEHHBIX U BPOXK/IEHHBIX IOPOKOB
pa3BUTHS y IJI0/1a, HO U KaK BOJHE 0()OPMUBLIYIOCS
HOBYIO HayKy — MEIUIINHCKYIO T'€HETHKY IJIoJa
YeJIOBEKa, PEIIAoNIyl0 KaK MPaKTUYECKH BayKHBIE
MEIMIMHCKHE 3aJa4H, TaK W HU3ydaromyro QyHaa-
MEHTaJIbHbIE MPOOJIEMBbI T€HETUKH M SMUTCHETHKU
pPa3BUTHUSI YEIOBEKA.

JinTepartypa

1. Bapanos B.C TeHOMMKA Ha nNyTM K NPEeaVKTVUBHON Meau-
umHe // Acta Nature.— 2009.— Ne 3.— C. 77—86.

2. bBapanos B. C., Kysneyoea T. B. LlnToreHeTka sMOproHansHOro
pa3suTtnsa Yyenoseka. — CI16.: M3a-Bo H-J1, 2007.— 639 c.

3. Fapanos B. C. Ycnexu, TPYAHOCTU 1 NepCneKT1BbI NpeHaTab-
HoW anarHocTvkn B Poccuu // MeHeTvka Yenoseka v natono-
s, AKTyanbHble NPOo6nemMbl COBPEMEHHOW LMTOrEHETUKMN:
COOPHNK Hay4HbIX Tpydos / pen. B.T1. My3bipeB.— ToMmck:
MevatHas nutepatypa, 2011.— C. 23—26.

4. Fapanos B.C. [eHeTnka — OCHOBa COBPEMEHHON meanum-
Hbl // CoBpeMeHHble TEXHONOrMW MNPOUNAKTUKL Hacnen-
CTBEHHbIX OONE3Hen 1 AeTCKON nHBanuaHocTW: K 40-neTuio
MeauKo-reHeTnyeckoro ueHtpa / ped. B.C. bapaHos,
O.11. PomaHeHko. — Cr16.: ®eHuke, 2009. — C. 45—52.

5. Bapanos B. C., Pomanenxo O. II. POnb npeHaTanbHOM aunarHo-
CTUKM B CHWKEHUM BPOXAEHHbIX MOPOKOB PasdBUTVA U Ha-
cneacTBeHHbIX 6onesHert B CankT-lNetepbypre // OnbIT
paboTtbl CaHkT-leTepbypra Mo CHWKEHWIO MNafeH4YecKom
CMEPTHOCTU: COOPHMK Hay4HO-MpakTMYeckmx paboT / peq.
A.A. BapaHos, t0.A. LLepbyk.— CI16.: HYenosek 1 ero 3a0-
poBbe, 2009 — C. 23—33.

6. [leHeTudecknme ocHoBbl rectosza / VeaweHko T.O. [u

op.] // BBepeHwe B MonekynspHyil auarHoctuky. B 2

T.T. 2 / pea. M.A. ManbueB.— M.: MeaguumHa, 2011.—

14.

15.

16.

17.

18.

19.

20.

. OnpepeneHne

C. 383—401

"eHeTnYeCcKnin NacnopT — OCHOBa MHAVBUAYaNbHOW 1 npe-
OMKTUBHOM MeanumnHbl / pea. B.C. BapaHos.— CI16.: 3a-80
H-I1, 2009.— 527 c.

VITorm maccoBoro GMOXMMUYECKOrO CKpWHKHra GepemeH-
Hbix B CaHkT-lMetepbypre (2008-2009) / Kaweesa T.K. [n
ap.] /| MonekynsapHo-61onornyeckmne TeXHONOrunm B meau-
LMHCKOM NpakTuke. Bein. 14/ pen. A.b. MacneHHnkos. — Ho-
Bocubmpck, 2010.— C. 160-165.

Manviwesa O.B., Kucenesé A.B., Ocunoscrkas H.C. T[lpumMeHe-
Hve metopa MLUP B peanbHOM BpeMeHW ANa MOnekynspHo-
reHeTUYEeCKOM AMArHOCTUKNA MOHOTEHHbIX HacneOCTBEHHbIX
bonesHern [/ MonekynspHo-61onormdyecke  TEXHONOrm
B MeOMUMHCKOM npaktuke. Bein. 14 / pen. A.B. MacneHHu-
koB.— Hosocunbupck, 2010.— C. 133-142.

. Muxainun E. C., Hsawenxo T.D., Ainamasan 3. K. Ponb nonu-

MOPMHbIX BapnaHToB reHa HLA G nnopga B pa3sutum rectosa
y mMatepu // XKypHan akyllepcTBa U XeHCKuX 6onesHen.—
2009.— Bebin. 2.— C. 4-11

. HapyHbiii reHuTanbHbIi 3HOOMETPMOo3: nocobue aAns Bpa-

e |/ ApmonuHckaa M., [u gp.].— CIM6.: Vapg-so H-I,
2010.— 83 c.

. HeKOTOpre MONEKYNAPHO-reHeTU4eCKne acrekTbl aTnonaro-

reHesa 6poHxvansHon actmel / bapaHos B.C. [n gp.] // Meau-
uMHcKas reHetnka.— 2008.— T. 7, Ne 10.

HacneaCTBeHHOW  MPeapacnonoXXeHHOCTU
K HEeKOTOpbIM YacTbiM 3abonesaHnam npy GepemeHHocTU. [e-
HeTVdeckasa KapTa penpoaykTMBHOMO 30oposbs / ped. bapa-
HoB B.C., AinamagsaH 3.K.— CI16.: M3g-8o H-J1, 2009.— 68 c.
OnbIT pabotel CaHkT-lMeTepbypra Mo CHWKEHWIO MnadeH-
Yyeckol cmepTHocTu / ped. bapaHos A A., LLepbyk 0. A.—
Cr16., 2009. —129 c.

OC06eHHOCTM npeHaTanbHOW AMArHOCTUKMA XPOMOCOMHbIX
6ones3Heln C NOMOLLbIO MEeToAa KOIMYeCTBEHHOM doloopec-
ueHTHow MUP / Oemun I.C. [n ap.] // MeanumHcKasn reHeTw-
ka.— 2008.— Ne 5.— C. 20-25

OueHka BCTpe4aeMoCTV anfieflbHbIX BapuaHToB reHa pe-
LenTopa KanbUMTOHWHA Y >XEHLMH CO CHWKeHHon MIKT
npwv runoactporeHemun / Acees M.B. [n gp.] // Octeonopos
n octeonerns. — 2008.— Ne 3.— C. 2-3

MpeHaTtanbHasa AvarHoCTUKa HACNeACTBEHHbIX W BPOXKAEH-
Hbix 6onesHel / pea. 3.K. AnamassH, B.C. bapaHos.— M.:
ME[npecc-nHgopm, 2006.— 415 c.

Ponb  nonMMopdoHbIX annenen reHoB CUCTEM [ETOKCW-
KaumMm KCeHOOMOTMKOB W remocTada npv HesblHalUMBa-
HUM BepeMeHHOCTU paHHero cpoka / Manbiwesa O.B. [u
ap.] /| MonekynsapHo-61onorn4eckmne TeXHONOrUnM B Meau-
LUMHCKoM npakTuke. Bbin. 8 / pea. A.Bb. MacneHHnkoB. — Ho-
Bocubupck, 2008.— C. 100-112

Ponb eHoTMnNa MegneHHoro aueTunMpoBaHus B natore-
Hese nponanca Ta3oBbix opraHoB / [ertapesa lO.A. [u
ap.] // BectHuk Poccuiickon BoeHHo-MeanumMHCKoWM akane-
MM, — 2009.— T. 2, Ne 26.— C. 47—49

CoBpeMeHHble anropuTMbl NpeHatanbHON ANarHoCTUKK Ha-
CNencTBeHHbIX 6onesHen: Metod. nocobue / baparos B.C. [
op.]; pea. B.C. baparos, 3.K. AinamagsiH.— CI16.: M3a-Bo

AYPHAID ARYIIEPCTBA » JKEHCKUX'D BOJIB3HEN

TOM LXI BbIMYCK 3/2012

ISSN 1684-0461 W



Marepuainst V Beepoccuiickoid KOHQEpPEHIINH ¢ MEXTYHAPOIHBIM y4acTHEM

60

<<HpCHaTaJIBHa$I UArHOCTHKA W TeHETHYCCKUI TTacropT — OCHOBBI HpO(‘I)I/IHaKTI/I‘IGCKOI\/'I MEIHMITUHEI B BEK HAHOTEXHOJIOT U

H-I1, 2009.— 115 ¢c.

PRACTICAL AND FUNDAMENTAL RESULTS OF PRENATAL
DIAGNOSTICS IN NORTH-WEST RUSSIA

Baranov V.S., Aylamazian E. K.

m Summary: Organized 25th years ago laboratory was of the
first relevant prenatal center in Russia. Originally elaborated
methods for chromosome preparations from different embryonic
tissue samples (chorionic & placenta villi, umbilical cord
blood) and for molecular genetic analysis of common and most
sever inherited disorders such as cystic fibrosis, haemophilia
A and B, Deuchenn myodistrophy, spinal muscular atrophy,
phenylketonuria, adreno-genital syndrome, myotonic dystrophy,
Huntington chorea, Martin-Bell syndrome etc. as well as
automatic programs for biochemical screening of embryonic
marker proteins substantiated efficient prenatal diagnosis service
launched in Saint-Petersburg and in North-West region of Russia.
Altogether 14000 invasive prenatal diagnostics were carried out
so far with total 1029 fetuses with chromosomal (734) or genetic
(295) disorders identified. Implication of QF-PCR method for
detection of common chromosomal disorders, one-stop clinic
algorithm, preimplantation diagnosis as well as non-invasive
diagnostics of fetal sex and Rh-factor are currently at use in our
prenatal diagnostics service. Array — CGH for submicroscopic
rearrangements, non-invasive diagnostics of chromosomal and
genetic disorders as well as implication of Genetic Form of
Female Reproductive Health, elaborated in our laboratory for
prevention of fetal and pregnancy complications are our close
future.

m Key words: prenatal diagnosis; genetic and chromosomal
disorders; invasive and non-invasive methods.
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