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The analysis of last 10 years work experience of medical genetics laboratory has shown the need for the development of new
branches of genetics for the formation of personalized medicine in Russia. The improvement of the medical genetic services at the
multidisciplinary surgical center provides great advantages in the development of family examinations.
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BIPAXKEHHbBIN KJIMHUYECKUI MOTMMOPGU3M HAclIed- HEHHO BaXKHBIX OPraHOB M CUCTEM OpraHM3Ma, pa3in4yHbIe
CTBEHHBIX CEPAEYHO-COCYAMCTHIX 3a00JI€BaHNIA, BO-  CPOKM MaHUpecTaluu 00e3HU, (GEeHOTUMTNUECKOE CXO/I-
BJICUEHME B MATOJIOTMUECKUI MPOLIECC MHOTUX JKM3-  CTBO C IPYTMMU HEHACJIEACTBEHHBIMU COCTOSTHUSIMU He-
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PEIKO BBI3BIBAIOT y Bpadeii-KapInoJIOroB, KapauoXupyp-
TOB 0OJIbIIINE TPYAHOCTH B CBOEBPEMEHHOI ITOCTAHOBKE
MPaBWIBHOTO TMAaTHO3a HACJIENCTBEHHOTO 3a00IeBaHMUs.
PerynspHoe MeauKo-reHeTU4eCcKoe KOHCYJIbTUPOBaHUE
(MTI'K) u BbIsSIBIeHME MOJIEKYISIPHO-TEHETUYECKUX TTPU-
YUH 3a00JIeBaHUS TIOMOTAIOT BBISIBJISTE MAIIMEHTOB BHICO-
KOTO pHCKa, HY:XTAIOIINXCS B XUPYPTUUECKOM TTOMOIIMN,
OKa3bIBAIOT BIMSIHUAE HAa TAKTUKY JICYCHUsT, 00BEM U paiv-
KaJIbHOCTb XUPYPTUIECKOTO BMEIIATEILCTBA, IEPCOHAII -
3UPOBAHHBIN MTOAXOMI K JIEKapCTBEHHOU Tepanuu. Peru-
CTPHI TAIIMEHTOB C HACJIEACTBEHHBIMM 3a00JIeBAaHUSIMU TIO-
MOTYT TIPY CTPaTErMYeCcKOM TUIAHMPOBAHUU 3aIlpoca Ha
XUPYPrUUYecKyIo momoib B Poccun.

Ienb: mpoaHAIM3UPOBATH MPEUMYIIIECTBO PA3BUTHSI
MEIUKO-TeHETUUECKOI CTy>KObI Ha 6a3¢ MHOTOMPOMUIIb-
HOTO XMPYPTUYECKOTO IIEHTpA.

st peasi3aliiy LeIU HEOOXOIUMO pa3padoTaTh KOM-
TJIEKCHBIA MOAXO] K IMallMeHTaM ¢ HaCJIeACTBEHHBIMHU 3a-
00JIeBaHUSIMU CEPJILIA M COCYIOB, TTAHUPYIOITUX XUPYPTH -
YECKOe JICUeHHE B YCJIOBUSIX MHOTOTPOMWILHOTO IIEHTpa,
TIOBBICUTB YPOBEHb KOMIUIAGHTHOCTH TTaliieHToB K MI'K
U TpodUIaKTUKE HACIEACTBEHHBIX 3a00eBaHUIA ceplla
B CEMbe 3a CYeT BO3ZMOXKHOCTH TTOJTydYeHUE KOHCYJIbTallii
Bpaya-reHeTHKa 1 Bpaueil, HEMOCPEICTBEHHO ITPOBOISIITNX
JiedeHue, B yCIOBUSX cTalmoHapa. [IpoBeneHre KackaaHo-
IO CEMEHOTO CKPMHMHTA TIaeT BO3MOXKHOCTD B OIITUMAaJTb-
HBIE CPOKH BEISIBIISITH ACHMITTOMHBIC 1 MAJIOCUMIITOMHBIE
BapUaHTHI TeYeHUST 3a00JIeBaHUST Y POACTBEHHUKOB, TTPO-
BOIUTH CBOEBPEMEHHYIO ITIEPBUYHYIO ITPOPUIAKTUKY BHE -
3aITHOM CeplIeYHOM CMEPTHU, OCTPOTO pa3pbiBa MU pac-
CJIOGHMST aOPTHI, TSLKEJIOW CeplIeYHON HeIO0CTaTOYHOCTH,
OakTepuaIbHOTO SHIOKAPAUTA, TPOMOOIMOOIUN 1 Mep-
mnaresbHOW apuTMun. Co3naHue MEeXIUCITUTLTMHAPHOMN
KOMaH/IbI CITCIIMAINCTOB (KapaIUOXUPYPTH, KapIuOoJIOTH,
TeHETUKU, HEBPOJIOTH, TPAHC(HY3MOJIOTH, aHECTE3UOJIOTH
W IIp.) IUIST JIeYeHUST TIAllMeHTOB ¢ HACIeACTBEHHBIMM 3a-
00JIeBaHMSIMU CEP/ILIa U COCYIOB IMOBBIIIAET TPUBEPKEH -
HOCTb MAaIIMEHTOB K JICYCHHIO, K TIOHUMAaHWIO BaXKHOCTH
TeHEeTUYECKOTo JMarHo3a v HacJaeICTBEHHBIX PUCKOB [1,2].
Cosznpanue crienuduyeckoro 6modaHka o0pa3loB TKaHEN,
MOJYYeHHBIX BO BpEMsI OIEPAaTUBHOTO JICUeHUsI, IT03BO-
JisieT pa3pabaThiBaTh HOBbIE 3KcIpecc-MeTonuku JITHK-
IUAaTHOCTUKM, BEISBJISITh KaK TepMUHAJIBHBIC, TAK COMa-
THYECKHE MyTallN1, UCTIOJIB30BATh MX IPH IMTOMCKE HOBBIX
TapreTHBIX METOJIOB JICUCHUSI.

Ma‘repvnanbl n metoabl

IManveHTam, HaXOMIIMMCS HAa CTAallMOHAPHOM XM -
pypruueckoM jtedeHun B ®I'BY «PHIX um. akan. b.B.
ITeTpoBcKOTrO» C MOIO3pEHNEM Ha HACIEACTBEHHOE 3a00-
neBanue CCC, pekoMenaoBaHo MI'K (kyiacc pekoMeH-

nmanuit I). YuuTsiBasi KpyrJiocyTOUHOE MpeObIBaHUE Ma-
LIMEHTOB B CTallMOHApPE, JII0OOU MallMeHT UMEET BO3MOX-
HocTbh aTanmHOoro MI'K (MMHUMYM 2 Mpu MOCTYIIEHUU
U TIOCJIe MPOBEACHUS UccaenoBaHuit). JJaHHasT BO3MOX-
HOCTb TMO3BOJISIET MALIMEHTY CleaTh 0ojee OCO3ZHAHHBIN
BbIOOD 10 ToBOAY JAHK-nuarHoctuku, T.K. 3a BpeMsl ro-
CIUTATM3ALUM TTAMEHT MOXET JIydllle y3HaTh CBOM ceMeii-
HbIIf aHaMHEe3, 3a1aTh JOTIOJHUTEIbHbIE BOMPOCHI TEHETU-
KY, UBMEHUTb MHEHME, TPOKOHCYJIBTUPOBATHCS CO CBOUM
JieyaliM BpauyoM, MPUIJIACUTh POJCTBEHHUKOB Ha J000-
ciaenoBaHue. LleHTp, BIaaeromuii COBpeMeHHBIMU METO-
namu obcnenoBanust (MPT, KT, XM, Y3U, 1C, 5XO-
KTI'), cneumanucramu pazHoro npoduJis, 1abopaTopHoOit
6a3oii, B couetaHuu ¢ JIHK- nuarHocTukoit 1 MeamKo-
TeHETUYECKUM KOHCYJIbTUPOBAHNEM, MOXKET pa3padaThl-
BaTh U BHEAPSTh YHUKAJIbHbIE KIMHUYECKUE TPOTOKOJIBI.

Pesynbratbl

bruto npokoHcynbTHpoBaHo 6oJiee 5000 maueHToB.
YuuTHIBas, YTO B LIEHTPE €XKETOTHO ITOIyYaloT XUPYPTHU-
yeckoe jeyeHrne He MeHee 2000 maniMeHTOB B BO3pacTe
oT 16 mo 90 seT, MpaKTUYECKN KasKIbIi YeTBEPTHIN Mallk-
eHT Hyxnaicsa B MI'K. C nogo3peHueM Ha NepBUYHBINA
TeHe3 CEPIeYHO-COCYIMCThIX 3a00JIeBaHNIA OBLIN BBIJIE-
JIEHBI TPYIIIBI MAIIMEHTOB 110 HO30JIOTUSIM: HAaCJIeICTBEH-
HbIEe JUCIUTa3UM COEMUHUTEIbHOM TKAHU — 656 YeIoBeK,
runeprpoduyeckas kapauomuonatus — 424, nuaaTalMoH-
Hag kapauornatus — 148, cunapom bpyraga —75, cuHapom
yauHeHHoro uHTepBana QT — 157 u apyrue HacaeICTBEH-
HbIe HapyleHus put™Ma cepata — 191. g npodunaktu-
KU TpoMO0aMOOIMYeckuX ocaoxHeHuit 1300 mauueHTam
TPOBEICHO UCCIeI0BaHKe Ha HACIeICTBEHHbIE TPOMOO-
¢unuu. IlpoBeneH repBUYHBIN pacyeT 103bl Bapdhapu-
Ha 400 mamueHTaMm, y4uThIBask UX FTeHETUYECKKNEe OCOOEH-
HOCTU MeTaboIu3Ma.

Bce BbIsSIBIIEHHBIE TeHETUYECKIE BApUAHThI ObUTH MPO-
aHaJIM3MPOBAHBI M UCTIOIH30BAJIMCH Ha 3Tare IIaHupOoBa-
HMSI BMEIIATEIbCTBA C LIEJIbIO TOCTIKEHNSI MaKCUMAaJIbHO
paIvKaJIbHOTO pe3yJIibTaTa XMPYPruIecKoro Je4eHus, Ipo-
(bmmakTMKM 1 METUKO-TEHETUYECKOM KOHCYJIBTUPOBAHUM
ceMbH nareHToB. KoyiernanabHas MHTepIIpeTalyst TaHHBIX
JHK-nmuarnoctrku metonoM NGS no3BosisieT u3dexarb
HEKOPPEKTHOI MHTEPIpeTalliid HaXOMOK ¢ HEM3BECTHBIM
KJIMHWYECKUM 3HaueHueM [3]. PeryisipHoe obciieqoBaHue
MalMeHTOB C YCTAaHOBJIEHHBIMU KapauoBepTepaMu-aedu-
OpUJUTATOpaMU ITO3BOJISIET CTPOTO OTCIIEXKUBATD JMHAMUKY
MaTOJIOTMYECKOTO Mpoliecca Y TAKMX MalMeHTOB U YTOUHSTh
CTaTyC HaXOMOK, CO3/aBaTh HAlIMOHAIbHBIE PETUCTPHI TCHE-
TUYECKUX 3aMEH I10 OTAEIbHBIM 3a001eBaHUsIM. MoJioibie
Bpauu (OpAMHATOPBI, ACIIMPAHTHI), YIaCTBYSI B COBMECTHOM
paboTe, T0O-HOBOMY ITOHMMAIOT 3aKOHBI TeHETUKM B (hopMa-
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KPATKWE COOBLLEHNA

TC BBI6paHHOﬁ CIICHHMAJIbHOCTHU, Ha IIPAKTUKE NCITOJIb3YIOT
I1OAXOObI l'[epCOHaI[H?:PIpOBaHHOVI, Tapl"eTHOﬁ TEpaIlimy Ha
OCHOBEC (I)apMaKOTCHeTI/I‘ICCKI/IX TECTOB, MOJICKYJIAAPHO-TC-
HETUYECKUX UCCIIETOBAHUIA.

BbiBOAabI

OpraHuzanusi MeIMKO-reHeTUYECKOM CIyKObl HeTo-
CPeNCTBEHHO Ha 0a3e MHOTOMPOGUIBLHOTO XMPYPrUIeCKO-
TO LIEHTPa HAIJISITHO TTOKA3bIBAET MPOTPECC B UCCIIENOBAHUN
rnatoreHesa u jedyeHur 3a00JieBaHUI CepleYHO-COCYIUCTON
cucteMbl. MexXnucuMIUIMHApHas KOMaHIa CIIelMaIiCTOB
MoKa3bIBaeT YriyoJeHHOe MOHUMaHUe BaXKHOW POJIU TeHe-
TUYECKUX (DAKTOPOB B pa3BUTUH MATOJOTUU U ONITUMU3H-
pyeT Metonbl JiedeHus1. CHUCTEMHBIN MOIXO/ K aleKBaTHOMU
KJIMHWYECKOU OlIeHKe OOJIbHBIX ¢ 3a00JIEBaHUSIMU CEPICY-
HO-COCYIUCTOI CUCTEMBbI, OMHAKOBOE «[TOHUMaHUE» 00JTb-
HOT'O BpayaMU pa3HbIX CMIELIUATbHOCTE 3HAYUTEIbHO MTOBbI-
LIAIOT YPOBEHb OKAa3bIBAEMOI MEMUIIMHCKO MTOMOIIIM, Ha-
MpaBJIEHHON Ha MpenoTBpallleHue BHE3aMHON cepaeyHon
CMEPTU, XPOHUYECKOI CeplIeYHOI HEAOCTaTOUHOCTH. 10-71eT-
HUI OTBIT paboThl TabopaTopuu reHetuk PHIIX um. B.B.
TletpoBckoro mokasai, 4To B 00JJaCTU KapAUOTEHETUKU CO-
CpeIoTOYEH OTPOMHBIN MaCCUB FeHETUYECKUX JAHHBIX, UTO
TpeOyeT BbIACACHUST KApAMOTEHETUKM B OTAETbHYIO CEPTHU-
unmpyemyto cnenuaibHOCTh. Takoe mpesioXeHue ObL1o
caenaHo AMEPUKAHCKON KapIuoJIOrnyeckon accouanyeit
1 AMEpUKAHCKO KOJIJIeTUeil MeTUIIMHCKON TeHETUKU U Te-
HomuKku [4]. JTabopaTopust MEAULIMHCKOM TeHETUKU MOXET
CTaTh HE TOJIbKO 0a301 pa3BUTUS 1 00yYEeHMSI CIIEIIUATICTOB
B 0071aCTH KapAMOTEHETUKH, HO U TIPEXKE BCETO SKCIEPTHHIM
OPraHOMB 3TOi 00J1aCTU MEAUIIMHBI.
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