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noBody HapyLUEHUs COKpaTUTENbHOW
OEeATenbHOCTN MaTku y 9 poxeHuu, npe-
XXOEBPEMEHHOW OTCMONKM HOpMarbHO
pacnonoXXeHHONW nraueHTbl y 4, 6e3 ach-
(HPEKTMBHOCTM pOoAOBO30YXAEHUSA nocne
NpexaeBpeMeHHOro  U3NMUTUS  OKOMo-
NNoAaHbIX BOA Y 5, Tsbkenoro rectosa y 3
M NpOrpeccupyroLLein BHYTPUYTPOOHOW
rmnokcumn nnoga y 2. NnaHoBoe onepa-
TMBHOE popopa3spelleHne y 6 6epemer-
HbIX Mpon3BedeHO Mo nosoay obLiepas-
HOMepHocyeHoro Ta3a |l ctenenn wu
KpYyMNHOro nnopa, siroquyHoro npeanexa-
HUS1 U OTHOCUTENbHO KPYMHOro nroga y
6, MMONMM BbICOKOWN CTEMNEHN Y 5, UCTUH-
HOro MepeHallnBaHUsa U OTCYTCTBUSA rO-
TOBHOCTM POAOBbLIX NyTeu K pogam y 3.

Bce onepaTtuBHble pogopaspelleHus
npoussogunucek no metoagy Joel Cohen,
C ylUMBaHMEM paspes3a Ha MaTkKe OfHO-
PSAHBbIM LWBOM MO PeBepaeHy.

CpepfHsisi npoaoMmKUTENBHOCTb onepa-
unmn coctasuna 46,3+6,2 muH. CpegHsis
KpoBornoTeps coctaBuna 694,6 + 62 mn.

Bce HOBOpOXAEHHblE POAWIUCH XKK-
BbIMU. CpeaHAa Macca HOBOPOXAEHHbIX
cocTtaBuna 3684,6 + 43 r, cpegHss oLeH-
ka no wkane Anrap 7,87 + 0,9 6annos.

[MocneonepaunoHHbin nepuog y 3
Yer. OCIMOXHUICA 3HAOMETPUTOM, MoA-
TBEPXXAEHHBIM MMCTEPOCKOMUEN U FTMCTO-
norMyeckMM rccrnegoBaHvem 6uonTaTa,
y 5 — noxunomeTtpown n y 4 — cyGuUHBONO-
unen. BHyTpuMaTouHbIN naBax c npea-
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rpynnax pucka.

BapuUTenbHOMN BaKyyMaKckoxneawmemn
npoussogurica 6 pogunsHuuam. Cpea-
HUN NOCNeonepaumoHHbIN  KOMKO-OEHb
coctaBun 9,3 1,2 gHs.

HebnaronpusiTHbIi NPOrHO3 pofopas-
peLLEHNst KEHLIUH Yepe3 eCcTeCTBEHHbIe
poaoBble MyTW B OCHOBHOM CTPOMUIICA
Ha HapyLleHUU anropyTMma 3aXUBIEHUS
paHbl Ha maTke, yBenuyeHun bK, otcyTtc-
TBUN PM3MOMIOrMYeckon AMHAMUKK No-
Laaun WBOB Ha maTke, yBenuyeHun M.

3aknoyeHue

[Mony4eHHble HaMKU OaHHble yKasbl-
BalOT Ha OONbLUy MNPOrHOCTUYECKYHD
LIeHHOCTb KOMMMNEKCHON OLEHKN OCo-
OeHHOCTEN penapaTMBHBLIX MPOLIECCOB B
obnactun paspesa maTkv npu onepaumm
KecapeBO CeveHue, YTO MO3BONUT Or-
pefenuTb ONTUMAarnbHOCTb 3aXXMBMEHMUS
N yBENWUYNTbL MPOLIEHT XXEHLUMH C pyOLOM
Ha MaTke, poaopa3peLLEHHbIX Yepes ec-
TECTBEHHbIE POAOBbLIE MYTU.
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COCTOAHUE U NEPCNEKTUBbI PA3BUTUA
WHBA3MBHOW NPEHATAIIbHOM
LMTONrEHETUYECKOWU OUATHOCTUKMU

B PECINYBJIMKE CAXA (AKYTUA)

Llenb nccnepoBanus. OueHnTb 3 MEKTVBHOCTb MHBA3UBHOWN NpeHaTanbHOM ANarHOCTUKN XPOMOCOMHbIX 6onesHen B PC (A) B pasnunyHbIx

Matepuanbl n metoabl. ViccnegosaHbl obpasupsl nnogHoro matepuana y 1106 6epemMeHHbIX XeHWUH CTaHAAPTHBIM LIMTOFEHETUYECKM Me-
TogoM. B kauecTBe 0OBEKTOB MCCNELOBaAHNUS UCMOMb30BaHbl NIOAHbIE KNETKM (NMMMAEOUMTBI KPOBM) U KIETKM NPOBU3OPHBIX OPraHoB (XOPUWOH,

nnawueHTa).

Pe3ynbrartbl. Hanbonee nHdopmaTBHbIM ANst UHBA3WBHOMW LIUTOFEHETUYECKOWN ANAarHOCTUKN CPeam XEHLLMH No0oro Bo3pacTa SABNsAeTcs yrb-
TPa3ByKOBOW CKPUHUHE. C MOMEHTa BHeAPEHUs! MHBA3NBHOW LmToreHeTudeckon gnardoctukn B PC (A) (1999 r.) BbisBNeHMe XPOMOCOMHbIX aHO-

Manui coctaBsuno B cpegHemM 5%.

3akntoueHune. CylecTByloLas Ha AaHHbIE MOMEHT Opranm3auns HenHBasuBHOro ckpuHuHra B PC (£1) He nossonsieT npoBoanTb 3dPeKTNBHO
[OPOAOBYIO AMArHOCTUKY cMHApoMa [layHa, SBMsOLLYCA OAHMM M3 MMaBHbIX Nokasartenen paboTbl npeHaTtanbHon crnyx6bl B pernoHe PP. He-
obxoammo co3gaHue npeHatanbHoro LeHTpa B PC (£), 06beamHsowero HeMHBa3uBHbINA U MHBa3MBHBIN OTAEMNbI U TabopaTtopuio npeHaTanbHom

LIMTOrEHETUYECKON ONarHOCTUKN.

KnioueBble cnoBa: XPOMOCOMHble OonesHu, npeHaranbHasa gMarHocTuka, ontTuMnsauns VHBA3UBHOW LIUTOrEHETUYECKOWN ANArHOCTUKN.

BBepneHue. MHorne HacneacTBeHHbIE
OonesHn cBsi3aHbl C aHOManUsMu Xpo-

NMECTEPEBA EneHa JlbBoBHa — Bpay-nab6o-
paHT-reHetuk ML MK P Ne1-HLIM, Mm.H.c.
AHL, CO PAMH, e-mail: pestereval@rambler.ru;
CUOOPOBA OkcaHa NaBpunbeBHa — Bpay-
reHetuk ML MK PB Ne1-HLUM, H.c. AHL, CO
PAMH, T. (4112)395463).

MOCOM M HOCAT HasBaHuEe “XpOMOCOM-
Hble cuHAapoMmbl”[2]. OCHOBHOWM npuyn-
HOM XPOMOCOMHbIX GonesHen sBnsieTcs
HapyLleHre AeneHns NonoBbIX KIETOK, B
OOmNbLUMHCTBE CryYaeB — Yy 300POBbIX PO-
autenen. Xopowo M3BECTHbIE CUHAPO-
mbl [layHa, OaBapaca, lMatay, TepHepa,

KnanHdgenstepa 1 gpyrue nposiBnsoTcs
B Kagou nonynsuuMm ¢ onpeaeneHHomn
4acTOTOM W KMAMHWYECKON KapTUHOW.
MpakTnyeckn BCe ayTOCOMHbIE XPOMO-
COMHbIE€ aHOManuu U CUHAPOMbI Y 6onb-
HbIX, OOYCNOBMEHHbIE W3MEHEHUSMU
HErnomnoBbIX XPOMOCOM, COMpPOBOXAa-



I0TCA  HapyLIEeHUSMN MCUXOMOTOPHOIO,
YMCTBEHHOIO U (PM3NYECKOTO PasBUTUS,
a TaKkKe MHOXECTBEHHbIMU MOPOKaMu
pa3BUTUSI BHYTPEHHMX OPraHoB.

LinToreHetnyeckoe  wnccnegoBaHuve,
no3BonsioLLee onpeaenuTb YUCO U U3-
MEHEHMEe CTPYKTYpbl XPOMOCOM, SABNS-
€TCsl OCHOBHbIM METOAOM B NMOCTaHOBKE
AvarHo3a XpoMOCOMHOI0O CMHApOMa Unu
aHomanun. MocKomnbKy Npu MHOTMX XPO-
MOCOMHbIX 3aboneBaHusix OTMevaeTcs
O6BLLHOCTb KIUMHUYECKOW KapTWHbI U3-3a
paHHEero HapyLLeHWs pa3BuTKs nnoaa, To
OCHOBHas ponb B anddepeHumnansHOm
OMarHoctuke oreoauTca nabopaTopHo-
My mMeToay. Hepenko oguH cuHapom Mo-
XeT OblTb 06yCNoOBNEH HECKONBKUMU TU-
namym MyTauuu, UMEKLLVMMN PasfnYHbIN
NPOrHo3 A NocneayoLLero noToMmcTaa:
pUCK MOBTOPHOTO Cry4asi XPOMOCOMHO-
ro 3aboneBaHus oueHnBaetcs oT 1 go
100%. NccnegoBaHue kapyuoTuna no3eo-
NSAET Takke ONpeaennTb N reHeTUYECKuii
nonMmMopgnamM XpoMOCOMHOro 3abone-
BaHus.

Mpobnema HacnegCcTBEHHON N BPOX-
OEHHON naTonorMn npoaorkKaeTr ocTa-
BaTbCs akTyanbHOW. 3a nocregHee Ae-
cAaTUneTMe oHa npuobpena cepbesHyto
coumnanbHO-MeQULMHCKY0  3HAa4YMMOCTb
B CBSI3W C BbICOKMM YyAenbHbIM BECOM
3Tux 3abonesBaHnin B CTPYKType NPUYnH
nepuHaTanbHOW U MrageH4Yeckon cmep-
THOCTM, C TEHAEHUMEN K POCTY nokasare-
nsi geTckon nHBanuamsauun. CornacHo
odmumanbHon ctatnucTuke B Poccumnckon
depepaumm, YactoTa BPOXKAEHHBIX 1 Ha-
CneacTBeHHbIX 3aboneBaHnii cpean Ho-
BOPOXAEHHbIX AeTen coctaBnseT 4-5 %,
npu atoM 0,6 % cocTaBnsitoT XpOMOCOM-
Hble Gone3Hn. [onsi HacneLCTBEHHbIX
BPOXOEHHbIX 3ab0oneBaHnii B CTPYKType
MIiageH4Yecko CMepTHOCTM [ocTuraeT
35-40%. MNpumepHo 7% mepTBOpOXAE-
HWUIA 0OYCNOBNEHO XPOMOCOMHbIMU 60-
ne3HaMU.

Mpn XpPOMOCOMHBIX GonesHsAX Bblipa-
XKEHHbIN aucbanaHc LemnbiX XPOMOCOM
UnNn nx pparMeHToB, peaynsratamun Ko-
TOPOro  ABMSATCS rpybble HapyLleHus
BCEX (DEPMEHTATMBHbIX NMPOLIECCOB B Op-
raHuame, npyMBOAUT K M3MEHEHUI0 BCeX
3TanoB  39MOPMOHaNbLHOTO  PasBUTUS.
MpennpvHumaemble nevebHble M pea-
OVNMUTaAUMOHHBIE Mepbl  OKa3blBAKOTCSH
HefocTaToqHO addpekTmBHbIMK. B cuny
9KOHOMMYECKUMX, CoLManbHbIX, MeanLIMH-
CKUX NpuymH B Hawewn ctpaHe 90 % ne-
Ten ¢ cuHaopomMom [layHa HaxoasTcs Ha
noneyeHun y rocygapctsa. [oatomy B
cucteme 3gpaBooxpaHeHus Poccuimnckonm
depepaummn npodmnakTMka 3TOM narto-
noruu, 6asupyoLLascsa Ha COBPEMEHHbIX
OOCTUXKEHUSIX MEOULIMHCKON TeHETUKH,
aKyluepcTBa, MMHEKONOrMN U NepuHaro-
norun, 3aHVMaeT BaXXHOE MEeCTO B CHU-

XKEHUW nokasaTtenen uHBanuausauum u
CMEpPTHOCTY AeTeN.

B nekabpe 2000 r. MuHsgpasom P®
m3gaH npukas Ne 457 “ O cosepLueHc-
TBOBaHWM MpeHaTanbHOW [UarHOCTUKM
B NpodVNaKkTMKe HacneaCTBEHHbIX W
BPOXAEHHbIX 3aboneBaHun y peten’.
MpuHumMass BO BHMMaHWe, 4YTO Mopas-
nswowee 6G0OMbLUIMHCTBO XPOMOCOMHbIX
MyTauui Bo3HMKalT de novo (cnopaau-
Yeckun), TO Kaxay 6GepeMeHHOCTb MOX-
HO paccMaTpuBaTb Kak MOTEHUMarnbHYy
cuTyaumio pucka poxaeHus pebeHka
C XPOMOCOMHOW 6GonesHbto. KntoyeBbl-
MW 3BEHbSAMWU 3TOW MPOUNAKTUHECKON
nporpaMMbl ABRSATCA opmmpoBaHme
cpean 6epeMeHHbIX XEHLUUH rpynmn “Bbl-
COKOro” pucka npu npoBefeHMn mMacco-
BblX 6e3BbIOOPOYHbIX  06CcnegoBaHWn
(Y3W nnoga, Guoxmmuyeckun aHanus),
npoBeAeHNE VMHBA3VBHbLIX Mpolenyp Mo
KIMHUYECKMM  MOKa3aHWsM, LMTOMNoru-
Yeckoe UccnefoBaHne KIeToK MogHOro
martepuana, npepbiBaHne 6epemeHHocC-
T OOnbHBEIM MNOAOM, MATOMNOroaHaTo-
MUyeckas Bepudukaumnsi npeHaranbHoro
AnarHo3a v BblHECEHNE OKOHYaTENbHOro
AvarHosa.

OfOHYM 13 CKPUHUHIOBBIX HEMHBA3MB-
HbIX MeTofoB obcnenoBaHus GepemeH-
HbIX Ha rEHETMYECKYI0 NaToNornio Nrnoaa
ABMAETCH UMMYHOMDEPMEHTHBIN aHanms
(N®DA) coiBopoTKM. B HacTosLee Bpems
MCMONb3YHTCA CKPUHMHT-TECTbl VDA He
Tonbko BO BTOpoMm (15-20 Hepenb), HO 1
B nepsoM (10-13 Hegenb) TpumecTpax.
Bce mapkepbl OGMOXMMUYECKOTO CKpU-
HWHra ABMATCA 3MOpPUOHCNELMdUYHbI-
MW, T.e. OHW NPOJYLMPYIOTCA KneTkamm
camoro nfnoga unu nnaueHTtbl. VX KoH-
LueTpauusi B CbIBOPOTKE KPOBWU MaTepwu
MEHSIETCA B 3aBMCUMOCTM OT cpoka be-
peMEHHOCTM 1 3aboneBaHua nroaa.

YNbTpasByKOBON CKPUHWUHI — OCHOB-
HOM HEWHBa3UBHbIA MEeTod npeHaTarb-
Hon puarHoctukm (M0). Y3U nnoga B
CKPVHWHIOBbIE CPOKW B 3aBUCUMOCTM OT
paspeLuatoLLie cnocobHOCTY ynbTpasBy-
KOBOrO annapaTa 1 onbiTa cneuyanucra
nossonsiet BbiBUTL 80-98% nnogoB ¢
aHaTOMMYeCKUMM NopoKkamu. YneTpassy-
KOBasi NpeHaTarnbHas OnarHocTuka Tpe-
OyeT CMOXHOW CUCTEMbI OpraHu3aLmu,
CTpOroro cobnoaeHns METOAMK U CPOKOB
obcrnenoBaHus.

LinToreHeTn4yecknii  CKPUHWUHI  OTHO-
CUTCHA K CENEKTUBHOMY (BbIGOPOYHOMY)
ckpuHuHry. OCHOBHOW 3agaden uurore-
HETNYECKOro CKpUHUHra sBnseTcs op-
MUpOBaHWe rpynnbl pucka Ans UHBa3uB-
HbIX MCCMNeaoBaHUn cpean BO3PaCTHBIX
6epeMeHHbIX XEHLUMH 1 CEMEN C OTAro-
LLEHHbIM reHeanormyeckMM aHaMHe3oM,
BKIMIOYaOLWMM  Hanudve peten (nnoa)
C XPOMOCOMHbIMK 3aboneBaHUsMU 1
MHOXXECTBEHHbIMX MOPOKaMW Pa3BUTUSA

4’ 2008 -

unu Hanuune cbanaHcMpoBaHHbIX XPO-
MOCOMHbIX abeppauuii B kapuoTune y
Cynpyros.

Hun ogHa M3 CKPUHWMHIOBBLIX NpPOrpaMm
He ABNsieTCa yHMBepcanbHon. Pedynstat
noboro NepBUYHOrO CKPUHMHIA HOCUT
BEPOATHOCTHbIA XapakTep M CBOAMWTCSA
K pacuyeTy pucka poxaeHus pebeHka C
XPOMOCOMHOW NaTonornen.

MaTtepuanbl u metoabl. [ins uccre-
[0BaHus GbinyM MCNONb30BaHbl METOAbI
WHBA3NBHOIO BMeLlLaTenbCcTBa (Xopu-
oHbvoncusa, nnaueHTobuoncus, Kopao-
LeHTe3) B 3aBMCUMOCTIN OT cpoka bepe-
MEHHOCTM anga obcnemoBaHus; NPsiMON
M NonynpsiMoi MeToAbl KNacCU4eckoro
LUMTOreHeTNYEeCKoro aHanusa B 3aBUCK-
MOCTM OT TUNa MIoAHbIX KNETOK C nocrne-
aytowen audpdepeHumansHON OKPacKown
(QFH, GTG).

MNpoBegeHo 1205 npeHaTanbHbIX LK-
TOreHeTn4Yeckux uccnegosaHuii. Nokasa-
HWUS1 K M'HBA3VBHOW ANArHOCTUKE C Lienbio
KapuoTUNMpOBaHWs nnoga onpenens-
nMcb MO pesynsratam Tpex nporpamm
npeHaTanbHOro CKPUHWHIa — LUTOreHe-
TWUYECKOTO, YNbLTPa3ByKOBOIO 1 GUOXUMU-
YecKoro.

Pe3ynbratbl uccnegoBaHusi U 06-
cyxaeHue.

B nepvon craHoBneHus npeHartanb-
HOW [OMarHOCTMKM B HaLUEM perunoHe,
B 1999 - 2003 rr,, OCHOBHOW yrnop npu
BblbOpe MoKasaHu K WHBA3UBHOMY
BMelLaTenbCTBy Aenancs Ha uutore-
HETUYECKUIA CKPUHWHI, B YACTHOCTU Ha
BO3pacT GepeMeHHON XEHLUMHbI cTap-
we 35 neT, ABNALWMNACA KPUTUYECKUM
B MriaHe pucKka XpOMOCOMHbIX GonesHewn
y peten (tabrnuvua). YyBCTBUTENBHOCTH
JaHHOro BuAA CKPUMHWHIA Ha npumepe
Hallero pervoHa okasanacb HeBbICO-
KOW: BbISIBIIEHWE XPOMOCOMHbIX aHOMa-
NN B AaHHOW rpynne pucka Bcero 2%,
a cuHgpoma [ayHa — 0,8% (3 cnyuvas).
7 cnyvyaeB XPOMOCOMHbIX aHOManumn
npeacTaBneHbl CMHOPOMaMWM Mo Momfo-
BbIM XpPOMOCOMaM (FOHOCOMHbLIMW) W
cbanaHcMpoBaHHbIM HOCUTENbCTBOM
CTPYKTYPHON NEpPecTPOnKM XPOMOCOM
POANTENBCKOTO MPOUCXOXAEHUA. [OHO-
COMHbIE CMHOPOMbI OTHOCHITCS K MEeHee
TSKENbIM reHETUYECKMM 3a00NneBaHusIM.
Tak, no pesynsratam LMTOrEeHeTUYecC-
kon amarHoctukn B PC (A) Tonbko 20%
NnauneHToB C [AaHHbIMU CUHOPOMaMMU
obpallaloTcs B MeAMKO-reHeTUYECKYH
KOHCYNnbTaUMIo C 3a4epXXKON WMHTennek-
TyanbHOro Pas3BUTUSA UNN HapyLUEeHWEM
penpoayKTUBHOW (OYHKLIMN.

HeBbicokass 4yBCTBUTENbHOCTb 3TOrO
CKpUHMHra notpeboBana npUMeEHEeHNst
OOMONMHUTENbHBLIX KpUTepueB no oTtbo-
py B rpynnbl pucka. Mcrnonb3oBaHune c
2004 . coveTaHHbIX NokasaHui (Bo3pacT
> 35 neT, ynsTpasByKoBbIE MapKepbl) B
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Pesyabrarsl uHBa3uBHOI uTOreHeTu4eckoii Auarnoctuku B PC (51) ¢ 1999 r mo 2007 r.

BrisiBieno
Tun YHCIIEHHOCTh
[Toxa3zanus K mpeHaTaIbHOMY XPOMOCOMHBIX
MIPEHATAIBHOTO TPYIIIBI .
KapuOTUIIMPOBAHUIO 0oIe3HEeH
CKpUHHHTA a6c. uncino | % | a6e. uneno | %
VnbTpa3sByKoBOH Y3_MapKf Dbl XPOMOCOMEIBIX 486 44 28 6
0oJie3HeH v skeHIuH < 35 jeT
B HOX MM CCKI buoxumuueckue mapkeps! (ADII, 25 2 1 4
XT'Y)
IlurorenernuecKuii 569 51 29
B Tom uucne
Bospact poaurenei (> 35 yet ) 389 68 10
CoueraHHbIe MTOKa3aHus (BO3pacT
> 35 nier + Y3U-mapkepsl) 17 21 1 9
PebeHok (171011) ¢ XpOMOCOMHO# 36 6 1 3
00JIC3HBIO
PeGenok (m1oa) ¢ MBITP 21 4 1 5
AHOMaJbHBIN KapUOTHUI Y
JA— 6 1 6 100
IIpoune Mounorednsle 60JI€3HU U JIP. 26 2 0 0
Bcero 1106 100 58 5

chopmMupoBaHuM rpynnbl pucka AN WH-
Ba3VBHOW [MarHOCTMKM OTPasniocb Ha
MOBBILEHWN MpeHaTanbHOW  AnarHoc-
TWKM NaTonorMn y poauTenen crapLuen
Bo3pacTHonm rpynnel — 9%. B paHHOM
rpynne pucka LMToreHeTU4eCKUM aHanm-
30M OMarHOCTUpPOBaHbl B GOMbLUIMHCTBE
cnyyaeB Tpucommuss 21-1  XpOMOCOMbI
(64%), B ocTanbHbIX — Tpucomuns 18-in
XPOMOCOMBI.

OcobeHHO BO3pacTaeT pPUCK XPOMO-
COMHbIX aHOManui y nnoga npv Hanm4mm
MHOXECTBEHHbIX MOPOKOB pa3BUTKS, No-
POKOB LIeHTPanbHON HEPBHOW CUCTEMbI U
yBENMUYEHNS BOPOTHUKOBOTO MPOCTpaHC-
TBa y nnoga, BbIABNSEMbIX NpW ynbTpa-
3BYyKOBOM obcriegoBaHun. Kak BugHo s
Tabnuubl, Hanbonblluee 4Mucro naToro-
rMn BbIsSIBNEHO B rpynne Y3M-mapkepbl
XPOMOCOMHbIX aHOManvin y nrnopoB Mo-
NoabIX XXeHLKH (ao 35 ner).

Mpu cpaBHEHUW ypOBHEW ynbTpas3By-
KOBOrO MCCreaoBaHns pasBuTus nnoga
B [MarHoCTMKe MapKepoB XpPOMOCOM-
HbIX aHoManui HabnopaeTca npeumy-
LLIeCTBEHHOE BbISIBIIEHME 3TOWN CITOXKHOW
naTtonorMm cneuuanvctamm  QyHKUmo-
HanbHOW AMarHOCTWKN MpeHaTanbHOro
kabuHeTta nyyeBoro otaenexHus PB Nel-
HLUM (49%), nmetowmmmn ceptudmkaum-
OHHYIO MOArOTOBKY MO YNbTPa3ByKOBOW
OMarHoCTUKe  BPOXAEHHbIX —Hacnefc-
TBEHHbIX 3ab60MneBaHui.

Hanbonbwunii yaenbHbIn BeC npeHa-
TanbHO AMarHOCTUPOBAHHBLIX XPOMOCOM-
HbIX aHoManui HabnopaeTcs y Hocu-
Tenen cbanaHCMpOBaHHbLIX NepPecTpoek
(75 %), kapmoTun KOTOpbIX OTIM4aeTcs
OT HOPMbl U3MEHEHUEM CTPYKTYPbl XPO-
MOCOM U3-3a HapyLLEHUS1 PACMONOXEHMUS
ux cpparmentoB. B PC () gmarHoctu-
poBaHO HocuTenbCcTBO Bcero y 15 ven.
Cynpy>xeckne napbl, B KOTOPbIX OOVH U3

napTHepOB sBMsSieTCH HocuTenem cba-
NaHCUPOBaHHOM NEPECTPONKM, KMEKT
MOBbILWEHHbI pUCK 3a4aTusi pebeHka
C HecbanaHCUpPOBaHHbLIM KapUOTUMOM
BCneacTeme obpa3oBaHUs ramer C us-
ObITKOM MMM HegoCTaTKOM FeHeTUYec-
Koro matepuana. Pesynsratom Takoro
3ayatms mMoryT ObiTb Gecnnoauve, obyc-
NOBMEHHOE rMbenbto 3UroThl 40 UMMMaH-
TaumM, CaMOnpOU3BONbHbIE BbIKMABILIN
NPenMyLLIECTBEHHO Ha paHHUX CTaausix
BHYTPUYTPOOHOro pasBUTUS UMK poxae-
Hue pebeHka ¢ MHOXECTBEHHbIMU MOPO-
Kamu.

B cTtpykType obpalwiaemocTu Ha npe-
HaTanbHYyK AMarHOCTWKY 3Ta KaTeropus
nauneHTOB He3HaunTenbHa. B pernoHax
P® atoT nokasartenb gocturaet 5%, a no
cpaBHeHuio ¢ HUMKM B PC (A) oH cocTa-
Bun 0,5 %. Tem He meHee B 3TON rpyn-
ne oTMevaeTcs HambonbLWNA yAEnbHbIN
BEC XPOMOCOMHbIX aHOManuii y nnoga.
N3 12 nccnenoBaHuin BbISIBIIEHbI OTKMO-
HeHus B KapuoTtune B 9 cny4vasx, U3 HUx
3 cnyyas (33 %) Hacnegyembix dopm
XPOMOCOMHOM naTtonorun y nnoga, 6
(67%) — poauTenbckoro cbanaHcmpo-
BaHHOIO HOCMUTENbCTBA XPOMOCOMHbIX
abeppauun.

B HekoTopbix pernoHax P® c nomo-
Wbo BMOXUMMUYECKOTO CKPWHWUHIa yaa-
eTcsa BbigBUTL  60-70% nnogoB ¢ 60-
nesHbto [layHa BO BTOPOM TpuUMECTpe,
a B coyeTaHuu ¢ aaHHbiMun Y3U B 11-12
Hepenb 6epemeHHocTn — 95-98%. B PC
(A1) BUOXUMUNYECKUNIA CKPUHMHT MPOBOANT-
Cs1 CENEKTMBHO B CBA3M C OTCYTCTBMEM
hvHaHcKpoBaHus peakTueoB. [poBeae-
HO Bcero 25 MHBa3MBHbIX BMELLATENbLCTB
Mo NOBOAY OTKMOHEHWI AMOPUOHANbHbIX
GenkoB B KPOBU HEPEMEHHBIX JKEHLLMH 1
BbISIBMIEH TONbKO 1 cnyyan c. fayHa.

MHBa3MBHbIE 1ccnenoBaHus Npeumy-
LLIECTBEHHO OCYLLECTBMAANUCH BO BTOPOM

Tpumectpe 6epemeHHocTn — 79%, B TO
Bpems kak B nepeom — 13%. LintoreHeTn-
Yeckue UCCnefoBaHNs KIETOK MIOAHOro
MaTtepuvana BO3MOXHO MPOBOAUTL YXKe B
nepBoM TpUMecTpe GepemMeHHOCTU, SiB-
nswowemca Hanbonee 6rnaronpuATHBIM
NS KEHLMHbI KaK B MEAMLMHCKOM, Tak
N MCUXONIOrMYECKOM MNiaHe.

MopBoas UTOr MccrneaoBaHUD MOXHO
KOHCTaTupoBaTtb, YTO Haubornee MHOpP-
MaTMBHbIM 13 HEWHBA3MBHbLIX METOA0B
B chopmMmpoBaHMM pynn pucka Ans UH-
Ba3VBHOW OMArHOCTUKM Ha JaHHOM 3Ta-
ne passuTMa U UHaAHCUPOBAHUA Mpe-
HaTanbHoM cryx6bl B PC (A) asnsetca
ynbTpa3ByKOBOE WUCCreAOoBaHNe pasBu-
Tva nnoga. MNpu cpaBHEHWM BCEX CKpU-
HWHIOB Ha [OM0 YNbTPa3BYKOBOrO CKpW-
HWHra npuxogutcs okono 50% cnyyaes
YCTaHOBMEHHON LUTOreHETUYECKUMU Me-
ToO4aMu naTtornoruv y nnofa, a B cove-
TaHuu ¢ Apyrumu cpaktopamm (Bo3pacT >
35 neT, OTArOLEHHbIN reHeanornyeckui
aHamHe3) - 6onee 70 %.

3akntoueHune. OPGPEKTUBHOCTL [0-
pPOLOBOM  OUArHOCTUMKM  XPOMOCOMHbIX
©onesHen BO MHOIOM 3aBUCUT OT Op-
raHu3auuy HEWHBA3WMBHOTO CKPUHMWHIA,
BMMSOLLEro Ha (POPMUPOBAHUE KIUHU-
YeCKUX NokasaHui Ans MHBa3nBHON Ana-
rHOCTUKM. B TO ke Bpems KnunHU4Yeckue
nokasaHusi JOSMKHbI pernaMeHTUpoBaThb-
Csi B 3aBUCMMOCTU OT BO3MOXHOCTEN
OVarHOCTUYECKNX LIEHTPOB M LUTATHOrO
pacnucaHusi Ha YpPOBHE KOHKPETHOro
pervoHa. Npu opraHv3auMn CKpUHUHIa
BO3pacTHOrO pucka LienecoobpasHo yuun-
TbiBaTb AeMorpadmyeckyto cutyaLuio B
pervoHe, a Takke OEeTOPOAHbIA MOTEH-
umMan >KeHLWMH pasfnyHbIX BO3PaCTHbIX
rpynn [1].

CyuiecTBytoLlas B Hallel cTpaHe Mo-
Aenb cnyx6bl NpeHaTanbHOW AuarHoc-
TUKM  SIBMSIETCS  MHOTOKOMMOHEHTHOW,
Gnarofapsi KOTopoi Bce cnyxObl paso-
OLLEHbl HE TONbKO TEPPUTOPUANBLHO, HO
N aAMVHUCTPATMBHO, T.€. MMEKT CBOU
OCHOBHble Lienu 1 3agadn. HecmoTtps Ha
npuvkasbl, pernameHTupyloLme gesTenb-
HOCTb PasnuyHbIX MoapasfeneHuin un
YPOBHEW 3TOW Crny»x0bl, 3PPEKTUBHOCTL
MO B Lenom no crTpaHe ocTaeTcs BECh-
Ma Huskoi. CornacHo CTaTUCTUYECKUM
OaHHbIM, exerogHo B P® 6Gnarogaps
npeHaTanbHOW LMTOreHeTU4YEeCKon Aua-
rHocTuke BbisiBnsieTca Gonee 400 xpo-
MOCOMHbIX 6onesHen. Ecnn yyectb, 4to
exerogHo B Poccun poxpgaeTcsi okono
2400 peten ¢ cuHgpomom [ayHa, TO
BWAHO, YTO UCMOMb30BaHbl HE BCE BO3-
MOXHOCTV UHBa3UBHOM JOPOAOBON Auna-
THOCTUKM.

OTcyTCcTBME  LEHTpanusauum npe-
HaTanbHOW AMAarHOCTUKW, XPOHUYECKOe
HefoMHaHCMpoOBaHNe 3TON CcnyXbbl B
P®, npeBpalieHne ee COCTaBMnSALNX



B NnaTHble YCNyru, KOTopble K TOMY e
OCYLLECTBMAOTCA €elwe W nvuamu, He
npoweawnMm  cneumansHylo  npodec-
CMOHarnbHy noarotoBky B obnactu ML
HacnencTBeHHbIX OonesHeln, BegeT kK
HU3KOWN BbISIBMSIEMOCTU CaMOro 4acToro
reHeTu4eckoro 3aboneBaHus — CUHOPO-
Ma JayHa. OddeKkTMBHOCTb AOPOLOBON
OVarHOCTUKN coLmanbHO3Ha4YMMOro CUH-
apoma [ayHa B PC(A) coctaBuna 18%:
y HOBOPOXAEHHbIX AeTen — 98 cny4aes,
npeHatanbHo (y nnoga) — 21 cnyyan.

Mo onbiTy paboTbl nNpeHaTanbHON
cnyx0bbl  3apybexHbIX CTpaH TOMbKO
KoMnnekcHoe obcrnepgoBaHve Cynpyros,
YKEHLLMHbI BO BpeMsi 6epeMeHHOCTU 1 ee
OynyLiero pebeHka no3sonsieT obuTbes
MakcumarbHon addekTnsHocTm M xpo-
MOCOMHbIX ©onesHen. Havbonee yno6-
HOM sABnsieTca Takas opraHu3auusa [,
Korga Bce 3BeHbs 3TOW Crny>0bl cocpeo-
TOYEHbI B OHOM LIEHTPE, Fae >KeHLUMHa
MOXET NpovTK nonHoe obcnenoBaHuve,
BKIHO4asi NpeHaTanbHoe MeAVKO-reHeTU-
Yeckoe KOHCYNbLTUPOBaHWE, HEWHBA3WB-
Hoe obcnepoBaHue (ynbTpa3ByKOBOE U
Broxrmmyeckoe) n Npu HeobxoaUMOCTH
WHBa3UBHYI0 MpeHaTanbHyl LUUTOreHe-
TUYecKylo anarHocTuky. bnarogaps ato-
My CHMMaeTCA MCMXO3IMOLMOHaNbHOE
HanpshKeHWe KEHLUMHbI, CBSA3aHHOE C
ONUTENbHLIM  OXMAAHWEM pPe3yrnbTaToB
OVarHoCTUKK.

Peannsaunsa npodunakTukm Hekoppu-
rMpyemon HacrneaCTBEHHOW naTonorum
3aBUCUT HE TONbKO OT YETKOW OpraHu-
3aumMm  MHGPacTpyKTypbl cnyx6bl M1,
HO ¥ OT OTBETCTBEHHOCTU CaMOW CEMbMU
3a 3gopoBbe Oyayuero pebeHka. Heob-
XOOUMO pa3BMBaTb KOMMMEKC couumarb-
HOrO MapKeTWHra, HanpaBneHHbI Ha
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nponaraHay 340pOBOro obpasa XM3HK
N FeHeTUYecKoro 340poBbs. o AaHHbIM
nocnegHero MynsTMLEHTPOBOIO Mccne-
[0BaHUSA 3 EKTUBHOCTM NpeHaTarnbHoOn
cnyx6bl PO B 2005 ., 42% XeHLUWH, po-
AVBLUMX AeTen ¢ cuHapomom [ayHa, He
Habntoganuce no 6epeMeHHOCTN unu He
npoxoaunu ynstpassykoBoe obcrenosa-
HWEe B AMarHOCTUYECKMX LeHTpax [3].
HeobxoanMo Takke MOCTOSHHO crie-
umManucTaM Megmnko-reHeTUYECKON Cryx-
Obl NoBblIATb YPOBEHb TEHETUYECKON
NOAroTOBIIEHHOCTN MEAULMHCKOro nep-
CoHarna (y4acTkoBble BpayM-rMHEKONOry,
aKyLlepKn) HernocpeacTBEHHO KOHTakK-
Tupylowre ¢ Byoywumy poauTensmu,
pasbsCHSATL O HeOoBXOAUMOCTU MeaMKo-
reHeTU4eCcKOro KOHCYNMbTMPOBaHUSA [0
OepeMeHHOCTH, a TaKkKe O CpoKax, Heob-
X0OMMBIX AN NpoBeAeHUs UHBa3NBHOM
AnarHocTukn BO Bpemsl BepemeHHoc-
™. Mo pesynstratam paboTbl kabuHeTa
npeHatanbHon auarHoctukn MK, 25%
GepeMeHHbIX XeHLLMH Ha npueme y Bpa-
Ya-reHeTuKa He roToBbl NMCUXONOMMYECKU
K BOCMPUATUIO MHpOpMaLMM O BO3MOX-
HOCTAX MpeHaTanbHOW  AMarHOCTUKU.
Mpn HanM4mMn nokasaHwW K MHBA3MBHOW
ANarHoCTUKe >KEHLLMHbI OTKa3blBanucb
OT AaHHoro Buaa obcrefoBaHus, 4TO
BMOCMNEACTBMN MPUBENO POXAEHWIO Ae-
Tel ¢ cuHgpomoM [layHa B HECKONbKMX
cnyyasix. VHBasuBHble WCCrefoBaHUS
NpoBOANMNMCL B TPETbEM TPUMeECTpe Ge-
pEMEHHOCTU 13-3a No3gHero obpalleHns
XeHLwwmH B MK (8%), B pesynerate 12 %
crnyyaeB MaTonorMn BbISBMEHO Ha AaH-
HOM cpoke 6epeMeHHOCTH.
O6gasatenbHbiM  ycnoBueMm  adhdek-
TUBHOCTM Cry>0bl SBMSETCA TakKe CKO-
OpAVHMPOBaHHas paboTa BCex ee 3BeHb-
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eB. Takum 3BeHOM SIBNSAETCS perynsipHoe
obcyxaeHne Ha BpavebHbIX KOHGEepeH-
LUMSIX  KaxKOoro KIMHWYECKOro cryyas,
TpebyioLiero npoBeaeHns MHBA3WBHOW
OMarHocTukM. HecMoTps Ha kaxylumecs
NPOCTOTY MCMOMHEHMA U 6e30macHOCTb
3abopa nnogHoro matepwuarna, — 3To one-
paTyBHOE BMELLATENbCTBO, U Aaxe Mu-
HMMarnbHbIA PUCK HE OIMKEH NPEBbILLATb
PWCK HanmM4mMs XpOMOCOMHOW MaTonorum
y nnoga. B npaktuke npeHatanbHOro
otaena MIK 6bino 3apeructpvpoBaHo
6 cny4aeB npepbiBaHNs GepemMeHHOCTU
nocrne onepaTtuBHOrO BMellaTeNnbCcTBa B
MonocTb MaTtku C OMarHOCTUYECKON Lie-
nbio.

Kak nokasbiBaeT aHanu3 MUPOBOro
onbiTa, fgaxe Havbonee addekTnBHas
opraHusaumsi  cnyx0bl npeHaTanbHOn
OMarHOCTUKN MO BbISBIEHNIO BPOXOEH-
HbIX HacneacTBeHHbIX 3aboneBaHuii He
OKa3bIBaeT 3aMETHOTO BIUSHUS HA BENU-
YMHY MepuHaTanbHblX noTepb. BmecTe ¢
TEeM npeHaTanbHas AUarHoCTuka MOXeT
pearnbHO MOBMUSTb HA BEMUYMHY FreHETU-
4YeCKOro rpy3a 1 npexzae BCero Ha 4acTo-
Ty XPOMOCOMHbIX DonesHen y neten.
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BHEOPEHUE OHK-OUWATHOCTUKUA
OKYNO®APUHIEATIBHOU MMOOUCTPODUN
B NMPAKTUKY MEOUKO-TEHETUYECKOIO
KOHCYIIbTUPOBAHUA PECIMYBINKHU

CAXA (SKYTUS)

B npakTvKky mMeamKo-reHeTUHeCcKoro KOHCYNsTUPOBaHus pecny6nmkm Caxa (AkyTusi) BHegpeH cnocob okynodapuHreanbHon muoamcTpodum ¢
NMOMOLLIbI0 MOMEKYNSAPHO-reHeTUYecKoro nccnegoBanms mytauum B reHe PABPN1. [laHHbI MeToa ObICTPbIA B UCMOMHEHWUW, HEAOPOTON U TOYHbIN.
KnioueBble cnoBa: OkynodapuHreanbHas MuoamcTpodus, nonumepasHas uenHasi peakuus, PABPN1.

In practice of medical-genetic consultation of Republic Sakha (Yakutia) the way of diagnostics of oculopharyngeal miodystrophy by means of
molecular-genetic research of a mutation in PABN1 gene is introduced. The given method is fast in execution, cheap and exact.
Keywords: oculopharyngeal miodystrophy, polymerase chain reaction, PABN1.
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BBEOEHUE

BHeapeHne HOBbIX COBPEMEHHBIX Me-
TOAOB [MarHOCTMKW HacnegcTBEHHbIX
3aboneBaHuWin B NpaKTUYeCKylo Meamuu-
Hy npuobpeno ocobylo akTyanbHOCTb B
Hawen pecnybnuke B CBA3M C BbICOKOM
4YacTOTOM HacneACTBEHHOW MaTonorum

(cnuHouepebenngapHas atakcus  1-ro
TMna [6], MMOTOHM4YecKkasa AucTpocus,
HacnencTBeHHasi 3H3MMOMNeHnYeckast
meTreMmornobuHemuss, 3-M  cuHgpom
[2], okynodpapuHreanbHas MuUOOUCTPO-
dwusa [2] n T.4.). B HacTosilwee Bpemsa B
pecnybnvke BHegpeHbl Gonee pecsAtka





