HAYYHbIE OB3OPbDI

Cubupcruti meduuunckuti xypran, 2009, Ne 4

© OIIEITKOBA O.M., CEMMHCKUI M.JK. — 2009

COBPEMEHHbDIE ACNEKTbl MEAUKO-TEHETUYECKOIO KOHCYJIbTUPOBAHUA
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Pesrome. O630p 1OCBsIIIEH MEIMKO-TeHETHYECKOMY KOHCY/IBTUPOBAHNIO KaK Harbonee apGeKTuBHOMY BUAY IIpOdu-
JIAKTUKM HAC/IEICTBEHHBIX O0/Ie3Hell, HAal[PAB/IEHHOMY Ha IIPefyIpPeXXAeHNe MOsBIEHNS B CeMbe GOIbHBIX C HAC/IEHCTBEH-
Hoit maronorueit. MI'K mosBossier BbIOpaTh ajieKBaTHbIE METOABI JOPOROBOI FUATHOCTUKIY, TeIeHNS U TPODIIAKTUKIL,
peabumuranuy u aganranuy. IIokasaHo, 4TO ycrex B MPOQUIAKTUKE BPOXK/EHHBIX I HACTEACTBEHHBIX 3a00IeBaHMIl y
ZeTeil B 3HAYUTEIBHO CTEIIEHN 3aBUCUT OT NH(OPMIPOBAHHOCTH OYAYIINX POUTEEIL.

KrroueBble cToBa: MeINKO-TeHETUYECKOE KOHCY/IBTUPOBaHIE, IPOPUIAKTIKA, HAC/IEACTBEHHbIE (O/Ie3HIL.

THE MODERN ASPECTS OF GENETIC CONSULTATION

O. Oshepkova, 1. Seminskii
(Irkutsk State Medical University)

Summary. There is a system of genetic consultation, which includes diagnostics, defining the type of heredity and prognosis
for family. Genetic consultation must help in 8-10% of all families. The staff on MGC consists in clinical genetic, cytogenetic,
pediatrician, gynaecologist and other specialists. The main task of genetic consultation is prevention of hereditary diseases.
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ITpobmeMa BpOXK[EHHO! M HAaC/IeNCTBEHHON IIaTONOTMA
M CETOf{HS MPOJO/DKAET OCTABATHCS aKTYalbHOI. 3a HOCIes-
Hee JleCATWIETVE OHA IPHOOpea CEPbe3HYI0 COLMANbHO-
MEJULMHCKYI0 3HAaYMMOCTb. B cucreme 3apaBoOXpaHeHMs
MHOIMIX CTPaH MMpa, B TOM 4ncie u Poccun, npodumakruka
9TOI ATONIOINM, 6a3MPYIOIAsiCsl Ha COBPEMEHHBIX OCTIDKE-
HUSIX MEIMIVHCKOI T€HeTVKY, aKyIIepcTBa ¥ IIePUHATONIO-
MY, CTA/IA TIPYHIMATD IPMOPUTETHOE HAIIPAB/IEHIE.

Bo/bIIMHCTBO HAC/IECTBEHHBIX 3a00/1eBaHMIl IIEPeaoT-
Csl M3 NIOKOJIEHNS B IIOKOJIEHNE, TIPOTEKAIOT TSDKEIO M IpPO-
TPEJVIEHTHO, MPAKTUYeCKN He W3JIeYNMMbl. ERMHCTBEHHO
BO3MO)XHOCTBIO YMEHBIIUTh MEJUIMHCKUIT ¥ COLMA/IbHbII
«IPy3» ITOII IIATOJIOTUN SIBJISIETCS IPOBefieHe IPOQIIAKTI-
YECKMX MEPONPUSATUIL TOCPEACTBOM MELUKO-TEHETIIECKOTO
KOHCY/IbTHPOBaHuA. [3, 4, 10, 12, 15]

B cBsI3M ¢ 1106a/IbHBIM 9KOTIOIMYECKIM KprsnucoM (cpena
C TIOBBIIIEHHOJ MYTareHHOJ aKTMBHOCTBIO, 3arpsi3HEHHbII
BO3/YX, ININA, COAEP)KAIas FTeHOTOKCUYECKIe KOMIIOHEHTBI
U T.I.) POJIb MEAMKO-TEHETYECKOr0 KOHCY/IBTYPOBAHNS B Ha-
CTosiIee BpeMsi KaK HIKOTZA BeuKa [13]

Meouxo-zeHnemuueckoe KOHCYTbMupoéarue — ONVH U3
BUJIOB CIIEIVQTN3MPOBAHHON IIOMOIIY HACEJIEHNIO, HAIIPAB-
JICHHBIII Ha TIPeRYIPeX/eHIIe TTOSIB/IEHNS B CeMbe OObHBIX C
HaC/IeNCTBEHHOI maroorueit [10, 16].

«9TOT TPOLeCC 3aK/II0YAETCsI B MOMBITKEe KBaIN(UImpo-
BAHHBIX CIIEI[MA/IVICTOB OOBSICHUTD IAIVIEHTY WIN €r0 CeMbe
AMATHO3, TUII HACJE[OBAHNS, OCHOBHbIE IIPOSIB/ICHUSI, Tede-
HIfe U JOCTYIIHOE JIeYeHMe HACIefCTBEHHOrO 3a00/IeBaHus;
[IOMOYb CeMbe IPUHATH PelleHNe OTHOCUTEIBHO PEIpORyK-
TUBHOTO HOBEIEHISI, TOMOYb OOPATUBIIMMCS aallTUPOBATh-
Cs1 K Ha/IM4mio 60/IBHOTO B CeMbe U PUCKY IIOBTOPEHMs TON
6onesun» (ompenenenne pabodero KOMUTETa AMEPUKAHCKOTO
0011eCTBa 10 F€HETUKE YeTIOBEKA).

InobanbHbIMI  3afja4aMy  MENUKO-TEHETUYECKOTO KOH-
CY/IBTHPOBAHM C TOYKM 3PEHNsI OPraHU3ALUN IIPAKTNYECKO-
TO 3IPABOOXPAHEHNs SIBIIAETCS CO3TAHME CETHU T€HETNIECKUX
YUPEXIEHIIt, JIeTKO HOCTYIHBIX /I BCEX HYXIAIOLIMXCA BO
Bpade-reHeTuke. [1o manusiM BO3 8-10% cemeit Heobxopmma
KOHCY/IbTALVs TeHEeTHKA, 4 PeasibHO Momy4aot ee 1-2%. [4, 16]

C MmeOuuuHckoil mouku 3penusi, 3a0aua MeOUKo-
2eHeMuU1ecKk020 KOHCYIbIMUPOBAHUS 3AKAIOUAEMCT 6 No-
CIMaHoeKe MoOuHO20 OuAzHO3a U onpedeneHuu MeOUKo-
2eHemu1ecK020 NPozHoO3a 6 cemve, a makice 6 évloope npo-
Punaxmuueckux meponpusmuii 015t nPedynpexcOeHUsr poi-
Oenust 60bH020 pebenka. MennKo-TeHeTUUeCKUI IPOTHO3

COZIEPXKUT TPU 97IEMEHTA: pacyeT PICKA, OLleHKa MEAMIIMHCKIX
U COLMA/IbHBIX OC/IEICTBIIA, IEPCIIeKTHBA IPYMEHEHUA IIpe-
HaTajabHON AyarHocTuky. OKOHYaTeNbHOE pelleHne O Jajb-
HeJlIeM JIeTOPOXXJeHN) IPUHUMAeT TOJNbKO ceMbsA. 3ajada
KOHCY/IbTAaHTA — JOBECTV MEJUIIMHCKYIO MH(OpMALNIo B O-
CTYIIHOM JIJIA TTALIMEHTA BUJIE.

C couuanvHoli mMouKku 3peHus, 3a0a4a MeOuKo-
2eHemMuU1ecK020 KOHCYTbMUPOBAHUS — OUeHKA YPOBHA Nno-
HUMAHUS YleHAMU ceMbl NOCe0Cmeull HAnuYust Hacneo-
CIM6eHH020 3a6071e6AHUS U NOMOULL CeMbe 6 NPUHAMUU npa-
B8UNLHO20 PeuleHUS OMHOCUMENTbHO PenpoOyKUuuU.

OCHOBHBIM CTPYKTYPHBIM IIOfipa3fie/IeHNeM, OCYIecT-
BJIAIOLIVIM TEHETUYECKYl0 IIOMOIb HACETIEeHNIO, AB/IACTCH
MeauKo-reHeTn4ecKass KoHcynbranusa (MI'K). 3a py6exom
IPUHATO CUUTATh, YTO TEPMMH «TeHeTUdecKas KOHCY/IbTa-
IUs» Y CUCTEMY 9TOJI IIOMOIIM BIIepBble Ipenokut S. Reed
B 1947 1., onpepenuB ee KaK COLMANBHYIO (He MeUIMHCKYIO!)
CIyKOy, NpefHasHAYEHHYI0 MCKIIOYUTENbHO IS OKa3aHMs
TIOMOII[I HAC/IE[ICTBEHHO OTATOLIEHHBIM ceMbsAM. Ha camom
ZeJie IIePBBITT KaOMHET [10 MEAVKO-TeHeTNIeCKOMY KOHCY/IbTH -
poBanuio 651 oprannsosat B 1941 1. J. Neel B Muunrasckom
Yuusepcurere (CIIA). bonee toro, eme B koHIe 20-X rofioB
Halll COOTeYEeCTBEHHMK — KPYIHENIINII FeHeTUK ¥ HeBpOIIa-
tonor C.H.JlaBueHKOB OpraHM30Ba/l MeUKO-TeHEeTNYECKYIO
KOHCY/IbTallMI0 Npu VIHCTUTYTe HepBHO-ICUXMATPUYECKON
npodumaktuku B MockBe. OH 4eTKo chOpMyaMpoBan 3a-
Jady ¥ MeTOfbl MeJMKO-TeHeTIYeCcKO KOHCynbraumm. (18).
ITepBBle MeUKO-TeHETIIECKNE KaObuHeTsl B Poccuu 611 op-
raansoBaHbl B Mockse u Jlennnrpane B 1967 rogy, a ¢ 1970
rofia Takye KaOMHeTHl MOSBWINCH IPY BCEX PecIyOInKaH-
CKMIX, KPaeBBIX U 00/1acTHBIX 60/mpHMIax. [13]

DopMupoBaHNe MeANKO-TeHeTHIeCKOIT CIyX0bl B Poccrn
IIpefyCMaTpuBaeT €€ MHOTOYPOBHEBbI Xapakrep. Ilepsoiit
YPOBeHb BK/II0YaeT 001[e60TbHIYHYIO CEeTh, BTOPOit — 06-
JacTHbIe OOMBHUIBI M MEXUKO-T€HeTHYeCKNe KOHCY/IbTa-
LIV, TPETHIT — MeKOOIacTHbIE MEIMKO-TeHETIIeCKIIE I[eH-
TPbI U YeTBEPThII — (eeparbHble NEeHTPhI HACIENCTBEH-
HOJ MMaTOIOTUN.

B 2000 rogy B Poccun ¢pyuximonnposam 84 MIK (u3 Hux
7 siBisoTCs deepanbHbiMy teHTpamn (5-Mocksa, 1-CaHKT-
ITetep6ypr, 1-Tomck), 10 — MeXXpernoHaIbHBIMM, OCTasIb-
Hble — obmactHbIMN) [14]. B mrar MT'K 0653arenbHo BXOgAT
BpauM: KIVMHNYECKNEe TeHEeTUKN, LUTOTeHEeTUKY, aKyIlephl-
TMHEKOJIOTH, XenarenbHo B mtare MI'K mmerp ncuxornora, a
TakKe IIPYBAEKATb [IA KOHCYABTHMPOBAHNUA CIELMaINCTOB
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APYIUX MEAMIIMHCKIX CIIeI[aIbHOCTel! (HEBPOIIATO/IOT, 9HAO0-
KPVHOJIOT, OPTOIIef, OKYJIUCT).

Best mpakTudeckast AesTeIbHOCTb MELMKO-TeHeTIYeCKO
cnyx6s1 PO B HacTosIee BpeMs 0asupyeTcs Ha MOMOXKEHN-
AX OCHOBHOTO npukasa Munsapasa P® Ne 316 ot 30.12.93 1.
«O manpHelIeM pa3BUTII METUKO-T€HETIIECKOI CITY>KOBI
MunucrepcrBa 3apaBooxpaHens P®». [14]

InaBHas LeIb MEIMKO-TeHEeTIYeCKOT0 KOHCYIbTHPOBa-
HUA — IpeRynpexieHne poxieHns 601pHoro pebeHka [4, 5,
10]. B cootBeTcTBUM; € 3T0I Ienbo MI'K o/mKHa BBIIIOMHATD
CTIeAyIOLIie MePONMPUATHA:

— ompefie/ieHNe IPOTHO3a 3[{0POBbsA A/IsA OYAYyIIEro mo-
TOMCTBA B CEMbsIX, T/ie ObUI, eCTb MM IIPeIonaraeTcs 60b-
HOJ C HAaCIeNCTBEHHON MaTOIOTel;

— 00bACHEHNe POJUTENAM B JOCTYIHOI (opMe cMbIcIa
TeHeTUYEeCKOTO PUCKA U IOMOIIb UM B IIPUHATUY PeLIeHNs 110
HOBOJY IeTOPOXKEHNS;

— IIOMOIIb BPayaM B [IOCTAaHOBKE MAarH03a HaC/IefiCTBEH-
HOTt 607Ie3HM, eCIIN JI/IAA 9TOTO TPeOYIOTCA CIelaNbHble TeHe-
TUYECKMe METOMIbI MCC/IeJOBAHNA;

— AMCIIAHCEpHOe HabMIofieHNe U BBIAB/ICHNE TPYIIIIbI MO~
BBIIIEHHOTO PMCKAa CPefiul POCTBEHHNMKOB MHAMBIUJA C Ha-
CIIefICTBEHHOII 60JIe3HDbIO;

— IIpoIIaraHfia MeMKO-TeHeTUYeCKIX 3HaHMIT Cpefiu Bpa-
4eil ¥ HaceNleHn .

OCHOBHBIE 3a[]Ja4Nl MEIMKO-TeHETMYECKOTO KOHCYIbTH-
POBaHNA BKIIOYAIOT:

YCTaHOBJIEH)E TOYHOTO JAMarHo3a HaclIefCTBEHHOTO 3a00-
JIeBaHUS;

oIIpefie/ieHe THUIIA HAaC/IeOBaHNUA 3a60/IeBaHNA B JTaHHOI
ceMbe;

pacuer pycKa MOBTOPeHNUA 6OTIe3HN B CEMbe;

omnpeneneHne Hanbomnee appekTUBHOrO criocoba mpodu-
NTaKTUKU.

IToxasaHMAMY /I METUKO-TeHETUIeCKOT0 KOHCYIbTH-
POBaHNS SIBIISIOTCS:

— poxpeHne pebeHKa C HAC/IEACTBEHHBIM 3a00/IeBaHIEM
VUM BPOXK/IEHHBIM [TIOPOKOM PasBUTHS,

— OTATOIIEHHBII CeMEeNHbINI aHaMHe3 (Haju4dye aHajo-
TMYHBIX 3a00/IEBAHNUIT JIU CUMIITOMOB Y HECKOJIBKIX 4/IEHOB
ceMblt),

— Ha/M4ye y OJHOTO M3 CYIPYrOB XPOMOCOMHOII Iepe-
CTPOJIKM, HAC/IEICTBEHHOTO 3ab0/IeBaHMsl WM IIOPOKA pas-
BUTHS,

— 3ajiep>kKa (QU3MIECKOrO PasBUTYS VIV YMCTBEHHAS OT-
CTa/oCTb y pebeHKa,

— Ha/jM4ye NUCIUIACTUYECKUX 4YePT PasBUTHS B COUe-
TAHUM C JPYTMMU [ATOJOTMYECKMMI TIpU3HAKaMM (HUSKUIL
POCT, CYZOPOXXHBIN CMHPOM U JIp.),

— BpPOX/IEHHbIE IIOPOKM Pa3BUTIHS,

— KPOBHOE POJCTBO popmTeseit 60bHOro pebeHka,

— HaIMYMe CaMOIIPOM3BO/IBHBIX BBIKMJBILIEN, MEPTBO-
POXKJIEHUIT HESICHOTO TeHe3a, IEPBUYHON aMeHOpen, 0cCo-
OG€HHO B COYETAHUN C HEZOPA3BUTMEM BTOPUYHBIX MOIOBBIX
IIPUSHAKOB (1oc/ie 00C/IeOBAHNs Y 3HIOKPUHOJIOrA); Iep-
BIYHOTO Gecruropust Cynpyros (Iocie MCKIKYeHUs! IPYyroit
IIaTOIOTUN );

— He0/1aromnoIy4Hoe npoTekanue bepeMeHHOCTH (yrposa
IIpepBIBAHN, MHOTOBOJVIE VIV MaJIOBOJIIIE, TUIIOTPOdus 110-
[ia, MI3MEHEHVISI CBIBOPOTOYHBIX MAPKEPOB KPOBIU MATepPN).

— BOS3[EIICTBIE Ha XXEHIMHY HeO/MaronpuATHIX (HaKro-
poB B paHHUe CpOKM OGepeMeHHOCTH (MH(]EKLMOHHbIE 3a00-
JIeBaHsI, 0COOEHHO BUPYCHOI 3TUOJIOTN; MACCUBHAsI TeKap-
CTBEHHAsl TePAINs; PEHTTeHOAMATHOCTUYECKIE MIPOLEAYPBI;
IIPOM3BOACTBEHHBIE BPEIHOCTN)

— Bo3pact Oyayueit Mmarepu crapure 35 et (6e3 orpanu-
YeHVST CPOKa bepeMeHHOCTH).

B npearne KaXKoit CyIpy»ecKoll Hape HeoGX0aIMO Mpoii-
™ MIK eme BO BpeMsa IIAHUPOBAHNSA NETOPOKIEHU
(npocnexmueno) u, 6e3yCcI0BHO, CYIPYTH JO/DKHBL 9TO Cfie-
JIaTb TIOCTIe POXKAEHMsA Y HUX O0/IbHOTO pebeHKa (pempocnex-
mueno) [16].

MIK 1o nporHosy noToMcTBa MO>KHO pasfie/lnTh Ha IpoO-
CIIEKTUBHOE U PeTPOCIEKTIBHOE.

ITpocnekTBHOE KOHCYIBTMpPOBaHNEe — 9TO Hamboree

addexTuBHBIT BUA NPOGUIAKTUKMA HACIEACTBEHHBIX O0e3-
Hell, TO3BOJISIIOIINIL BBISIBUTD PUCK POXKAEHNUST GOIBHOTO pe-
6eHKa ellle 10 HACTYIUIEHVsI OePEMEHHOCTY VI Ha PAHHIUX ee
CPOKax y CyIIPyroB, y KOTOPBIX paHee He ObIIo 60/IbHBIX feTell,
HO CYILECTBYET OIpe/je/IeHHbII PUCK MX POXXIAEHIsI, OCHOBAH-
HBIII Ha JAHHBIX [€HeaJIOIN9eCKOr0 MCC/IeOBAHNS, aHAMHe3a
VUIU T€YEeHNsI HACTOsIIel GepeMeHHOCTHL.

PeTpocnekTHBHOe KOHCYIBTHPOBaHIE — 9TO KOHCYJIb-
TUPOBAHUE OTHOCUTEIBHO 3[JOPOBbs OYAYIIVX HETel IoCiie
POXKIEHNS B ceMbe OOTBHOTO pebeHKa.

KoHCybpTIpOBaHMe COCTONT U3 HECKOIbKIX 9TAIIOB: OUd-
2HO3, NPO2HO3, 3aKioueHue, co6em. DTO HYXXHO IS TOTO,
4TOOBI BPa4-T€HETUK MOT AaTb OOOCHOBAHHYIO PEKOMEHJa-
LIV0 ¥ TIOATOTOBUTD CYIPYTOB K HPaBMILHOMY BOCIPUATUIO
ero coBeta. O6s3aTe/IBHBIM YCIOBMEM /I YCIEIMIHOTO KOH-
CYIBTMPOBAHUS SIB/IIETCS OTKPOBEHHOE U JOOPOXKeTaTeIbHOe
ob1eHe Bpaya-reHeTUKa C ceMbeil 60MbHOTO.

KoHcynbTrpoBaHue Beerja Ha4MHACTCS C YTOYHEHNUS Iua-
THO3a HACJIeiCTBEHHOII 60/Ie3HN, TOCKO/IbKY TOYHBII MAarHO3
SABJISIETCA HEOOXOAMMOIl IIPENIOCHIIKON 00071 KOHCYIIb-
rayuu. Jledanuit Bpad, Ipex/e 4eM HAIlPaBUTh HAI[eHTa B
MeJ[VIKO-TeHeTUYeCKY0 KOHCY/IbTALNIO, JO/DKEH C MOMOIILIO
MOCTYIIHBIX €My MeTONOB MAaKCUMAa/lbHO YTOYHUTb Jua-
THO3 U OIpeNe/INTh Le/b KOHCYbTanyn. Ho B 60mbLnHCTBe
CTy4aeB HEOOXOAVMO ellle IpYMeHeHNe TeHealTornYecKoro,
L[ITOTEHETNYECKOTO, OMOXMMUYECKUX U [APYIUX CIeIy-
QIbHBIX T€HETNYeCKMX MeTOHOB (Hampumep, MCIIONb30BATH
MOJIEKY/IAPHO-TeHEeTIYeCK/e MeTOfbI). B Takmx clydasx ma-
I[JIeHTa HAIMpPaB/IAT Ha MEJUKO-TeHEeTNYeCKYI KOHCYI/IbTa-
L0, U Bpa4-TeHeTUK IIOMOTaeT JIeYall[eMy Bpady B TOCTAaHOB-
Ke fyarHosa. [Ipy 9ToM MOXKeT BOSHMKHYTb HEOOXOUMOCTD
HaIpaB/IeHNs MaleHTa MIN er0 POJCTBEHHNKOB Ha JOIONI-
HUTeNbHbIE VICCTeOBaHNA. Bpad-reHeTuK CTaBUT Iepef Apy-
TUMM BpadaMi (HEBPOIIATONIOrOM, SH/IOKPUHOJIOTOM, OPTOIIe-
IOM, OKY/IMCTOM M [ip.) KOHKPETHYIO 3ajlayy — pacIO3HaTb
CHUMIITOMBI ITPEJIIOIaraeMoil HacaeCTBEHHOI 60Ie3HN y Ta-
IL[JIeHTa WU ero POofCTBeHHMKOB. CaM Bpay-TeHETUK He MO-
XET OBITb CTOJIb «YHUBEPCANTbHBIM» BPA4OM, YTOOBI B ITOTHOM
06'beMe 3HATh KIIMHUYIECKYIO JMATHOCTUKY HECKOIBKIX THICSY
HaC/Ie[ICTBEeHHbIX Oome3Helt [11].

Bpau-reHeTuK BBIIONHSIET {Be OCHOBHBIE PyHKIMM. Bo-
IePBBIX, OH [IOMOTaeT KOJIJIEraM IIOCTABUTD AVMATrHO3, UCIO/b-
3ys npu i depeHIanbHO JMATHOCTYKE CIIelaIbHble
reHeTYeCKIe METOHbI, 11, BO-BTOPBIX, ONpeJe/sieT IPOrHO3
300pOBbsI OYAYIEro IOTOMCTBA (MM Y>Ke pPORMBLIETOCH).
ITpu aTOM BCerya repey; BpayoM BO3HIKAIOT BpadeOHbIe, FeHe-
TUYECKIE 1 IEOHTOJIOTMYeCKye IPOO/IeMbl; Ha Pa3HbBIX STarax
KOHCY/IBTUPOBaHNS IIPe06IafialoT To OfHY, TO fpyrue [4].

IlepBbIit 3TaN KOHCYIBTUPOBAHNA HAYNHAECTCS C YTOUHe-
HUsL AyarHosa 6oresHn. VICXOMHBIM MOMEHTOM [MArHOCTHKI
CITyXXWUT KIMHIYeCKuit jyaraos. Ha aTom arare repe Bpadom-
TeHEeTMKOM BO3HIKAeT MHOTO CYTy00 reHeTHMdYecKux 3ajad (re-
HeTIMYeCKas TeTePOreHHOCTh OOJIe3HM, YHAC/Ie[OBaHHAS VN
BHOBb BO3HUKIIIASI MY TALVsI, CPEOBAst WM TeHEeTIIecKast 00y-
CJIOB/IEHHOCTD IAHHOTO BPOYKIEHHOTO 3a00/IeBaHNs 1 T. [1.).

VTOuHeHMe AMArHo3a B MEJUKO-TEHETIIECKO KOHCYIIb-
TAaLUM IIPOBOANTCS C HOMOIIBIO TEHETUYECKOTO aHA/IN34, YTO
U OT/INYAeT Bpada-TeHeTHKa OT APYIUX crieluaanctos. C aToit
L[e/IbI0 TEHETHUK IIOIb3YeTCsI TeHea/IOrMYeCcKNM, [UTOTeHeTH-
YECKVM ¥ MOJIEKY/ISIPHO-T€HeTNYeCKIUMI METOfAMI, a TAKXe
QHA/IM30M CILEIUIEHNsI T€HOB, METOfJaMIU T€HETMK) COMAT-
YeCKMX K/IETOK. VI3 HereHeTMYeCKMX METO[OB ILIMPOKO JVC-
HO/IB3YIOTCS OMOXVMMUYECKIE, IMMYHOIOTHYECKIe 1 IPyTie
[apaK/IMHIYeCKIie METObI, KOTOPbIe IIOMOTai0T IIOCTAHOBKE
TOYHOTrO AMaryosa. [11, 15]

KImHNKO-TeHeanorn4ecKiii MeTog, AB/sAeTCs 00513aTeNb-
HBIM. Bce fipyrue MeTOfbI NCIOMB3YIOTCS CTPOTO IO MOKa3a-
HUSM — B 3aBUCUMOCTHU OT KJIVHUYECKOI KapTUHBI 3ab07te-
BaHMsA, e/ OOpaljeHNs MAL[IEHTOB U UX MHAUBUAYATbHBIX
ocobenHoOCTelL. TeHea/ornyecKmit MeTO, IpM yCIOBUY TIIa-
Te/IbHOr0 COOpa POJOCIOBHOI AaeT HeOOXOAUMYI0 MH(POPMa-
LIMIO J/Is1 TIOCTAHOBKY [{YIaTHO3a HAC/IeACTBEHHOI bomesun. B
TeX CAy4asx, KOTfja Pedb UJIET O ellle HeM3BeCTHBIX GopMax,
TeHea/IorMYecKuii MeTOf] MO03BO/IACT OMUCATh HOBYIO (opMy
3aborneBanusA. Eciu B poOCTIOBHOI YeTKO MPOCIEXNBACTCA



TUII HAC/IE[IOBAHNS, TO KOHCY/IBTVPOBAHIE BO3MOXHO HaXke
IIpY He YCTAHOBJICHHOM AMAarHose. B MeaMKo-reHeTHdecKoi
KOHCY/IPTAIIN! YKAa3aHHDIII METOJ, IIPUMEHSIETCSI BO BCEX CIIy-
Jasx 6e3 MCKTI0YEHISL.

K/IMHUKO-TeHeaTornyecknii MeTOf, IMO3BOJISIET HOIYIUTD
HeoOXoauMyo MHGOPMALNI0 [/IsI IOCTAHOBKM [IMArHo3a,
YCTQaHOBUTb HACTIEHCTBEHHBI XapaKTep 3a00/IeBaHN, YTOU-
HUTD ero (OpMY U TUII HAC/IeOBAHN.

B HEKOTOPBIX C/Ty4asiX OH AB/IACTCS eAVHCTBEHHBIM METO-
ZOM, C IIOMOIIBI0 KOTOPOTO MOYXKHO:

— BBUICHUTD HACIE[CTBEHHYIO IPUPOAY 3a00/IeBaHN;

— OIpeNeNNTb TUI HACTEAOBAHA TATOJIOTMHU B CEMbe;

— nposectu guddepeHIanbHy0 IMarHOCTUKY HaCIes-
CTBEHHBIX 00JIe3HeIT;

— OLIEHNTbH IIPOTHO3 3a00TIeBAHN;

— paccumMTaTh PUCK POXKAEHMsT 6ONMBHOTO pebeHKa;

— BbIOpATh aJieKBaTHbIE 1 OIIPaBIAHHbIE METOMIBI IOPOJIO-
BOII JUATHOCTUKY, JIedeHNA U IPOQIIAKTUKY, PeabuInTaum
u aganTauyu [1].

Il ycTaHOBJIEHMA HAC/IEICTBEHHOTO XapaKTepa I1aTo/Io-
ruy TpeOyeTcs TIATEbHBIN COOp CBefleHNIT O POACTBEHHUKAX
60nbHOrO (He MeHee 3 MOKOJIEHMUIT), TIONHOE KIMHUYECKOe 1
crienjaabHOe 1ab0PaTOPHOE U MHCTPYMEHTaIbHOE 00CIeno-
BaHMe OIPeeNIeHHOrO KPyTa /ML U3 POJOCTOBHON /IS BbI-
ABJICHNA TeTePO3UTOTHBIX HOCUTEIEN aTOMOTMYeCKOro IeHa,
9TO MMeeT 3HaueHNue IIPY ayTOCOMHO-PelieCCUBHBIX U Clie-
[IJIEHHBIX C TIOJIOM 3a0oneBanusax [1].

JIna  OONbIIMHCTBA HAC/IENCTBEHHBIX 3a00/eBaHMil ¢
ayTOCOMHO-/JOMMHAHTHBIM TUIIOM HAC/TeJOBaHMA XapaKTep-
HO HEITOJIHOe KIMHUYeCKOoe IpOsABJIeHMe 3a00eBaHusa WIn
HOJTHOE OTCYTCTBME KIMHWMYECKON KapTUHBI (HEHOJMHaA Iie-
HeTPAaHTHOCTD). [IeHeTpaHTHOCTD IpefcTaBIAeT COO0Il OO0
MHIVBUJIYYMOB OIpefIe/IeHHOTO TeHOTHIIA, Y KOTOPBIX JAHHbII
IpU3HAK MPOABMICA. 3HaUYeHNUA IOKa3aTesell IeHeTPaHTHO-
CTU UMEIOTCA B CIEIMAIbHOI TUTepaType JIA KaXIoro 3a60-
nesanus [8].

IIuToreHeTMYECKUIT METOR, [I03BOJISIET HELIOCPECTBEHHO
U3YYUTh BeCb XPOMOCOMHBIN Habop (KapuoTuI) denoBeKa.
OmnpeperneHne KapuoTHIa TOKA3aHO MIPY [OO3PEHNN Ha Ha-
JIV4Me TeTePOIVIONANY VIV XPOMOCOMHOI abepparun:

— JIeTsIM C MHOYXeCTBEHHBIMU BPOXK/IEHHbIMI ITIOPOKaMNI
PasBUTHSL VIM YMCTBEHHOI OTCTAIOCTHIO;

— pPOAMTENSAM, HeTM KOTOPBHIX MMEIU MHG0)KeCTBEHHbIE
BPO>K/IeHHbIe IOPOKY PA3BUTHUS WM YCTAHOBJIEHHBII XPOMO-
COMHBIN CMHJIPOM;

— POACTBEHHMKAM [ETOPOJHOIO BO3pacTa B C/IyYae BbI-
SIBJIEHNSI CTPYKTYPHOIL IIePeCTPOVIKY Y HALVIEHTa;

— JKEHIIMHAM, CTPA/JAI0IVIM HeBbIHALIBaHIEM OepeMeH-
HOCTH, MIMEIOIUM B aHaMHe3e MEePTBOPOXX/IEHHBIX VI yMep-
VX OT HESICHBIX IIPMYVH fleTell B pAaHHEM IeTCKOM BO3PACTe;

— JIMLIaM C IIePBUYHOIN aMeHOpeelT WV HapyLIeHNeM I10-
110801 i depeHIIPOBKIL.

LluToreHeTHYeCKOE MCCIEHOBAHNE, KaK CBUIETEIbCTBYET
OIIBIT PabOTHI MHOIMX KOHCY/IBTALIMIi, IPUMEHSIETCS He Me-
Hee 4eM B 10% ciy4aeB koHCymbranmii [3]. 1o 06ycnoBieHO
HeOOXOAMMOCTBI0 IIPOTHO3a YISl IMOTOMCTBA IIPM YCTAHOB-
JICHHOM JMarHo3e XpOMOCOMHOIT O0JIe3HI U yTOYHEHUEM [~
arHO3a B HESCHBIX C/IyYasiX MPY BPOXK/EHHBIX MOPOKAX pas-
BuTysi. Co BCEMM STUMM NPOO/IEMaMI 4aCTO BCTPEYAITCS B
IpaKTVKe KOHCYAbTHpoBaHus. OOCIenyIoT, KaK IpaBuIo, He
TO/IBKO TIPOOAHJOB, HO U poputeneit. IIpobangoM siBseTCs
6O/IbHOI WM HOCUTEIb M3y4aeMOr0 IIPU3HAKA.

Buoxnmudeckne, IMMYHOJIOTTYECKYE U APYTe TapaK-
HITYeCKIie METOAbI He SB/IAIOTCS CHEeN(PUIHBIMY /IS TeHETH-
YeCKOIT KOHCY/IBTAIINY, HO IIPUMEHSIOTCS TaK XKe IMINPOKO, KaK
U IPY {aTHOCTHUKE HEHAC/Ie[CTBEHHBIX O0/Ie3HelL.

Buoxumudeckue MCCIeFOBAHUSA IIPOBOMSTCS IS OIIpe-
He/leHMsI XapaKTepa HAC/IE[CTBEHHOro fedeKTa, yTOYHEeHUs
THna 3a60/IeBaHNMs Y BBIAB/IEHNS HOCUTEIEN TaTOIOTNYeCKO-
ro reHa [3, 12]. IIpeanonoxxuts Hanm4due y OOIbHOTO HACTIEH-
CTBEHHOTO fleheKTa 0OMeHa MOYKHO TIPY Ha/TMY VI

— YMCTBEHHOI OTCTAI0CTU (M30/IMPOBAHHON WM B CO-
YeTaHNUM C MATO/MOTHEN JPYTUX OPraHOB M CUCTEM) WM pas-
JINYHBIX HAPYLICHNIT ICUXNYIECKOTO CTAaTyca; HapyLIeHmit ¢u-
3MYECKOTO PAsBUTHA Y JIETEIl;
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— CYHOpOor,

— MBIIIEYHOII IO~ VI TUIIEPTOHNI;

— HapyLEeHNII MOXOIKY I KOOPAVHALIVN IBVKEHIIA;

— TUIIO- U TUIEPIUTMEHTALNN, (OTOYYBCTBUTETLHOCTI;

— JKeITyXU;

— HeINepeHOCUMOCTY OT/{e/IbHBIX INIIEBBIX IPOAYKTOB I
JIeKapCTBEHHBIX [IPENapaToB;

— HapyuleHMn mmigeBapeHmsi (dacras pBOTA, AMapes,
HOTEPsI AIIETUTA, XUPHBIL CTYII, TEMATO- 1 CIICHOMETa/INs,
TVIHTVIBUTHI);

— HeOOBIYHOM 3alIaxe I I{BETE MOYM;

— TeMOJINTUYECKOV aHEMU.

VIMMyHOIOTMYeCKIle METORBI IIPUMEHSIIOT /ST 06CTIeno-
BaHVSI MALMEHTOB U UX POJACTBEHHMKOB MIPY MMOJO3PEHNN Ha
UMMYHOAebUIUTHBIe 3a00/meBaHNs (araMMario0yInHeMus,
ATaKCIsI-TEMEAHTMOIKTASY U fIP.), IPY TOZO3PEHNN Ha aHTH -
FeHHYI0 HECOBMECTMMOCTb MaTepy U IUIOfA, IIPU HeOoOXO[u-
MOCTH U3YYEeHNs FeHeTUYeCKUX MApKepOB /I OIpefieeHns
HAC/IeICTBEHHOTO IPeIpacIIONoXeHVsI K 60Ie3HN.

MornexynApHO-TeHETUYECKUIl MeTOH, SIB/ISAETCS BecbMa
HePCIEeKTUBHBIM U YCIIELIHO UCIOIb3YETCS B CBA3M C BO3MOX-
HOCTBIO TOYHOU U OBICTPOIT AMATHOCTUKM OOJBIION TPYIIIIbI
3aboneBanuit. OH [TO3BOJISET TAK)KE BHISIBUTH F€TEPO3UTOTHOE
HOCUTETIbCTBO, YTO BAXKHO IPU MPOBEZEHWUN MPEHATATbHON
IVMATHOCTMKM TaKuX 3a007IeBaHMIT KaK TeMO(UInst, MUOMaTus
JromeHHa, xopes [eHTMHITOHa, BpOXKJeHHas TUIepIIa3us
KOpPbI HaJIIOYeYHNKOB, MYKOBIUCIII03, @ TAKOKe IIPU HEKOTO-
PBIX XPOMOCOMHBIX HapyIIeHNAX [7].

Ha BTOpOM 3Tame KOHCYIbTHMPOBAaHNA 3ajadya Bpada-
TeHeTVKa 3aK/ITI0YaeTcsi B OMpefeNeHN) MIPOTrHO3a I/l MO-
TOMCTBA. VICXOZHBIM MOMEHTOM CIYXWT pPOJOCIOBHasA 006-
cefyeMoit ceMby (MOHOTEHHO WIIV TIOJIMTEHHO Hac/efyeMas
IIaTOJIOTYsA, XPOMOCOMHBIE 60JIe3HH, CHOpafudecKye CIydan
narosorun). Bpau-reHeTuk GOPMyIUpPYeT FeHEeTUYeCKYIo 3a-
Jady, pellleHMe KOTOPOIl OCHOBBIBAaeTCA MO0 Ha TeopeTude-
CKUX pacyeTax C JCIO/Ib30BAHMEM METOJOB TeHETUYECKOrO
aHa/M3a U BapMALMOHHON CTaTUCTUKY, MO0 Ha IMIIMpUYec-
KJX JaHHBIX (TaOMMIBI OMIMPUIECKOTO PYICKA).

Ha TperbeM 3Tame KOHCYIBTMPOBAHUS Bpau-TeHETUK
DO/DKEH HPUITH K 3aK/IIOYEHUI0 O pPUCKe BO3HUKHOBEHUS
6o7e3HM y fieTell KOHCYIbTUPYIOMMXCA CYIPYTOB 1 JJaTh UM
COOTBETCTBYIOIIME PEKOMEHJALUN. 3aKIIoueHne MeMKO-
TeHeTUYeCKOTO KOHCY/IbTMPOBAHNUA 1 COBETBI POAMTENAM KaK
IBa IIOCTIEHHMX 9Talla MOTYT ObITh 00 benyHeHbL. [I1cpMeHHOE
3aK/II0YeHNe Bpavya-TeHeTKa 00513aTe/IbHO /ISl CeMb, II0TO-
MY YTO WIEHBI CEMbU MOTYT BO3BPATUTHCS K OOLYMBIBAHIIO
curyauyun. Hapsiy ¢ aTuM Heo6XO[MMO YCTHO B JOCTYIIHO
(dhopme OOBACHUTD CMBICI T€HETNIECKOTO PIUCKa U IOMOYb Ce-
Mbe IIPUHATD pelreHye [17].

Tenemuueckuii puck — Mo 6epPOAMHOCHY NOAGNEHUS
onpedeneHHOi HACTIEOCMBEHHOTL namonozuu y obpamuséuie-
20¢51 30 KOHCymbmayueil unu y ezo nomomxos [10].

OH ompepensieTcsi IIyTeM pacyeToB, OCHOBAHHBIX Ha Te-
HETMYECKNX 3aKOHOMEPHOCTSIX, WM C IIOMOIIBI0 SMIIVpuYe-
CKMX JJAHHBIX. BO3MOXXHOCTD PacCYMTaTh FeHETNIECKIUIT PUCK
3aBUCUT B OCHOBHOM OT TOYHOCTM JMarHO3a U IOTHOTHI
reHeaIorn4ecKuX JaHHbIX. OCHOBHBIM YC/IOBMEM ST OIIpefie-
JIEHMsI TEHETMYECKOrO PUCKa POX/eHMs OONbHOro pebeHKa
SIBJSIETCSL TTOCTAHOBKA TOYHOro AyarHosa. OpHako, y 607b-
mHCTBa oOparusnxcs 3a MI'K, 60/1bHOIT pe6eHOK K MOMEH-
Ty ee HPOBEIEHNs YKe, KaK IIPABIIO, YMUPAET, ¥ CBEECHIsI
0 pesynbrarax ero 00C/IefOBaHMs, B TOM YMC/Ie VM aTO/I0roa-
HATOMIYECKOr0, OTCYTCTBYIOT. KpoMe TOro, OBOTIBHO 4acTo
JKEHIIMHBI 00PAIIAIOTCS 32 KOHCY/IbTALMEN Y)Ke Ha ITO3AHUX
CpoKax OepeMeHHOCTH, KOTfa 4YTO-MnMO0 IMpPEFIPUHSTD 110
IPeAyNpPEXAEHNI0 PUCKA POXAEHMsI OONMBHOTO pebeHKa Obl-
BaeT JOBOJIbHO TPYAHO [3].

PopocioBHast JO/DKHA BKIIOYATh MHGOPMALNIO He Me-
Hee 4eM O Tpex IOKOJIeHNsX. Boyblnoe 3Ha4YeHne NMeeT Bbl-
sIBJIEHVIe KPOBHOTO POZCTBA MEX/Y KOHCY/IBTVPYOMINMIICS
Cympyramu; M3ydeHIe COCTOSIHNS 3[JOPOBbsI MOHO3UTOTHBIX
O/M3HEIIOB, e/ TaKue eCTh B POJIOCIIOBHOIT; 00CIenoBaHe,
KaK 60/TbHBIX, TaK I 3[0POBBIX YWIEHOB CEMbII; CBEEHNS O BBI-
KIIBILIIAX, MEPTBOPOXKIEHNUSX.

ITpaBuIbHBILI COOP 1 aHAIN3 POFOCIOBHOI AAIOT BO3MOX-
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HOCTb ITPOBECTH KOHCY/IBTALIMIO JaXkKe B TeX CIydasx, KOIfa
AMATHO3 TOYHO YCTAaHOBUTD HE YAAeTCA.

MIK paet 60/1ee TOYHBIE Pe3y/IbTAThI IPY HAJIMYMMN Y XKEH-
IIVHBI YeTKOI 1 MOZPOOHON MEAMIMHCKON JOKYMEHTALNN,
COCTaBJIEHHOI! He TOJIbKO BO BpeMst OepeMEeHHOCTH, HO I JIO ee
HACTYIUIeHM:A. DTO MO3BOJISIET B C/Ty4ae HeOOXOAMMOCTH IIPO-
BeCTI 00OC/IefloBaHIe, OIIPENeINB XapaKTep HefOCTAIOIINX
AMATHOCTUYECKMX UCCIENOBAHMI U CPOKM MX IIPOBENEHNS, U
TEeM CaMbIM YTOYHUTD AMATHO3.

CyecTBYIOT ABa OCHOBHBIX IIPMHINIIA OLIEHKM TeHeTH-
YeCKOT0 pUCKa:

OMIupudeckne JaHHbIE.

TeopeTndeckme pacyeTbl, OCHOBAHHBIE Ha TeHETUIECKMX
3aKOHOMEPHOCTAX.

B HeKOTOPBIX C/Ty4Yasx 06a mpUHIMIa KoMOUHMpYyoTcs [16].

TeneTmyeckuit puck mo 5% oleHMBAaeTCA KaK HU3KMIL 1
He CYMTAeTCs IMPOTUBOIIOKA3aHNEM K JeTOPOXKIECHNIO B JJaH-
Hoit cembe. Puck ot 6 1o 20% NpuHATO CYMTATH CPETHUM;
B 3TOM C/Ty4ae PeKOMEH/IAIMJ OTHOCUTEIbHO IIAHMPOBAHA
HanbHeNnX OGepeMeHHOCTell 3aBUCAT He TOIBKO OT BeNN-
YMHBI PUCKA, HO U OT TSDKECTU MEIMIIMHCKUX U COIMATbHBIX
HOCTIEAICTBIIT KOHKPETHOTO HAC/Ie[CTBEHHOTO 3aboJIeBaHus,
a TaKKe OT BO3MOXKHOCTY IPOBEfIeHUs CBOEBPEMEHHON U
IIO/THOY TPeHATaJIbHOI AMATHOCTUKU. BepoATHOCTH pucka
BbIIe 20% cYMTaeTCcsA BHICOKOI 1 IIPY OTCYTCTBUY METOOB
IIpeHATa/NbHOM [VATHOCTYMKY COOTBETCTBYIOLIEN MaTONIOIMU
Ja/bHeiillee TeTOPOXKIEeHNEe B JAHHON ceMbe He PeKOMEHJY-
erca [15].

PacyeT pucka Impy MOHOTEHHBIX 3a00/IeBaHNAX, KOT-
7la TeHOTUIIBI POIMTENel M3BECTHDI, He IPeCTaB/IAeT TPY/a.
Korpja reHOTHIIBI pOfuTeNniell HeM3BECTHDI, PACCUUTATh PUCK
6oree CITOXXKHO: HEOOXOIMMO YUIUTHIBATh BCE TMIIOTETUYECKIE
BapMaHTbl T€HOTUIIOB, TUI HACEOBAHNA, MOMY/IALOHHYIO
JacTOTY 3a00/IeBaHNA, BEpOATHOCTh HOBBIX My TallMIL.

IIpy XpOMOCOMHBIX 0O/Me3HAX MeIUKO-TeHeTUYeCKoe
KOHCY/IbTUPOBaHMe M PacyeT pPUCKa OOBIYHO HE BbI3bIBACT
60X TPYFHOCTEL.

BonesHn ¢ HacleACTBEHHBIM NpeApPacHonoKeHNeM
(MynmbrudakTOpUanbHbIe) MOANAIOTCA MPOTHO3MPOBAHUIO C
YICIIONIb30BaHMeM TaOIMI] SMIMPUYECKOrO pUcKa. B Takmx
CITy4asAX YYUTBIBAIOT CEMEIHYIO YacTOTY, HAC/IeyeMOCTb IIpU-
3HaKa, IO/ IpoOaH/a, TAXKeCTh ToOpaskeHns, opMy 3aboreBa-
Hus u ap. [10].

ToYHOCTD IPOrHO3a 3aBUCUT OT CIIEAYIOMNX (GaKTOPOB:

TOYHOCTY K/IMHUKO-T€HETNYECKOTO
IMarHoO3a,

TILATE/IBHOCTY 11 0O BEKTVBHOCTH Te-

yeckoit nHMopmanyy [2]. OgHM HALVEeHTH CKIOHHBI YyB-
CTBOBATb BUHY 3a C/Iy4MBIIEECS HeCYaCTbe, M CTPALAIT OT
KOMIIJIEKCA HETIOJTHOLEHHOCTH, APYyIVie BIIOJIHE CePhe3HO HO0-
BEPSIIOT IPOTHO3aM, OCHOBAHHBIM Ha «PacCKa3ax 3HAKOMBIX»,
TPeTbU IIPUXOMAT B KOHCY/IBTALNIO C HepeaTbHbIMU 3aIpoca-
MU WM OKMFAHWSIMI B CBSI3M C T€M, ITO OHU ObUIM Herpa-
BUJIBHO OCBENOMJIEHBI O BO3MOYKHOCTSIX I'€HETUYECKOI KOH-
cynbTanuy (B TOM 4KC/Ie MHOT/A JIedalumy Bpadamu). [lpn
3TOM HeOOXOMMO MMeTb B BULY, YTO IOYTU BCe KOHCY/IBTH-
pYIOLIMecs: CYIpyTu XOTAT UMeTh pebeHKa (1Have ObI OHU He
obpallamnch 3a KOHCY/IbTALEN).

KoHcynbTaHT mpu 3akmodnTenpHOil OGeceie MHGOPMU-
PYeT He O «IeHEeTNYECKOM PICKe», a AaeT «CUTYALMOHHOE 3a-
K/To4eH1e» (TeHeTHYeCKMIT PUCK C YYeTOM TSDKeCTM TedeHMs
6071e3HM, TPOFO/DKUTENBHOCTHI XXIM3HM, BO3MOXKHOCTH JIede-
HUA ¥ BHYTpUyTpoOHOI amarHocTrku). Kak 6bI HM coBep-
IIIEHCTBOBA/INCH METOIbI PacyeTa prcKa (IMIMPUIECKOTO TN
TEOPeTNIECKOT0), KaK ObI TONTHO HY BHETPSIINCH JOCTVDKEHVIS
MEJIVILINHCKOI TeHeTUKY B pabOTY KOHCY/IbTALIUIL, HEMb3sA 110-
JIY4UTH JKemaeMblit 9pdeKT OT KOHCYIbTUPOBAHMA, eC/IM T1a-
IL[VIEHTBI HEIIPABI/IbHO MOMIMYT OOBsACHEHIE Bpaya-TeHeTHKa.

[l TOCTIDKEHMA Lienu KOHCY/IbTaluu 1pu Gecefie ¢ ma-
LJIeHTaM! CJleflyeT YYUTBIBATh yYPOBEHb MX 00pasoBaHu,
COLMaTbHO-9KOHOMMYECKOe IMOJIOKEHNEe CEMbH, CTPYKTY-
Py IMYHOCTM M B3aMMOOTHOLIEHMA cynpyros. Heobxopmmo
O0BACHUTD POFUTEIIAM CTyYallHOCTb pacIIpefielieHns TeHOB,
OTCYTCTBUE UX «BUHBI» 32 POXKieHMe 6OIbHOrO pebeHKa, a
TaK>Ke COOOIINTD VM, YTO BePOSTHOCTD ITOSIB/ICHNS aHOMAINN
PasBUTHSA IIPY KOXKFOI GepeMeHHOCTI cocTaBsieT 5% (061me-
HONY/IALMOHHBIN puck) [17].

Ha MepyuKo-reHeTN4ecKylo KOHCYIbTAIMIO 1jelecoobpas-
HO HAIpaB/IATb CYIIPYTOB He paHbIIe YyeM 4yepes 3-6 Mec. 1Io-
CJle TIOCTAHOBKY [[MarHO3a HACTIECTBEHHOI 60/Ie3HN, TaK KaK
B 3TOT IIE€PHOJ IIPOMCXOAUT afalTalliA K BO3HUKIIEH CUTya-
LIVM B CeMbe, a paHbllIe KaKad-1nubo MHpopManu: o OygyImx
HeTSX IJIOXO BOCIpUHMUMAETCS [4].

IIpu MefuKO-TeHeTUYECKOM KOHCY/IBTUPOBAHUY BO3HM-
KaIOT ¥ TPYAHOCTY MOPAIbHO-3TIYECKOr0 XapaKkTepa. JTo:

BMeEIIATE/IbCTBO B CEMENHYIO TaiHY. JTa pobieMa MOKeT
BO3HUKHYTb IIpU cOOpe JAHHBIX /IS IIOCTPOEHMST POJOCTIOB-
HOTO JiepeBa, NP BbISBIEHNI HOCUTEJIEN I1aTOTIOINYeCKOro
reHa, [PV HECOBIIA/JeHIN [IACTIOPTHOTO U GMOIOTMYeCKOro OT-
noscrBa 1 ap. [Ipobema paspelraeTcss KOPPEKTHBIM OTHOLIE-
HIJIEM Bpaya K IAlVeHTY.

Tabnuua

BosmosxHbIe BapMaHTbI Bb160pa LA HOCUTeJIel TeHOB HaCIeqCTBEHHbBIX 3a607eBaHMIT

(Hoxmap Hay4aHoit rpymmnst BO3, 1997) [5]

HEeaJIOTNYeCKOTO0 NCCeNOBaHms [6].

Bpems BbifBneHus
OneHKa TSKECTH METUIMHCKUX U

reHeTn4eCKoro pncka

YacToTa npuHATMA

Bo3moXHble Mmepbl
0 & mMep 3TUX Mep

coumanbHbpIx mocaeacrBuit. CrerneHb
TeHEeTNYEeCKOrO pJCKAa He BCerjia COOT-
BETCTBYET CTEIEHU TKECTH OXKujae-
Moro crpaganuA. Hanpumep, nonmmpak-
TN (QyTOCOMHO-JIOMUHAHTHBI TUII

Lo BbiGOpa napTHepa
(penko)

OTKas ot cynpyxectBa HeBblicokasn

BbI6op napTHepa, KOTOPbI He OueHb HM3KaA
ABNAETCA HOCMTENEM

Bbl6op napTHepa 06bIYHbIM MyTEM OyeHb BbicoKas

HAC/IeflOBaHUsA, C BBICOKON CTENEHBIO
TeHeTMYeCKOTO pUcKa — He MeHee 50%)
MOXeT OBbITb JIETKO YCTPaHEHa COOTBET-
CTBYIOLIEN KOPPUTUPYIOLIENT OIlepaLel,
U 4e/IOBEK MOXKET BECTM HOPMAJIbHBbIiA
06pas >XM3HU, B TO BpeMs, Kak (PeHNI-
KETOHYPUS, PUCK IOBTOPEHMs KOTOPOIA
Yy JeTell TeTEepOSUTOTHBIX POJUTENeENn
cocraBysier 25%, TpECTaBIsIET COOOIT
TsKeNIoe 3a00/eBaHme, IVIOXO IIOffAI0-
meecst 1edenuio. CremeHb CTpaJjlaHUsA BO
BTOPOM C/Iy4ae C TOYKM 3PEHUs Me[u-
LUUHCKUX ¥ COLMAIbHBIX ITOC/IEACTBUIA

Mocne BbIbOpa
napTHepa

1 0o 6epemMeHHOCTU
(6onee yacTo)

Bbicokas ToNbKo B
OTHOLLEHUW TAXENbIX
6onesHen npu
OTCYTCTBUW BO3MOXHOCTH
npeHaranbHoMn
LNarHOCTUKM

BblcoKas B OTHOLIEHMUN
MeHee TAXesbIx 6onesHen

PewweHue He nmeTb geten

PeweHue He 0TKasbiBaTbCA OT
6epeMeHHOCTY B HafieX /e Ha
61aronpUATHbIN NCXOL

PeleHne 06paTnTbCa B Cy»Obl
npeHaTasnbHON ANarHOCTUKIN
OueHb BbicOKasn
McKyccTBeHHOe onofjoTBOpeHne
criepmMoit foHopa nnu apyraa opma
WCKYCCTBEHHOrO 3a4aTuis OueHb BblCOKas

Pa3Bo/ 1 Bbl6Op Apyroro naptHepa* QuyeHb HNU3Kaa

it OOTIBHOTO ¥ €ro CeMbl PaCLieHNBa-

eTcsA Kak TshKenmad [6].
3aKIIOYMUTENbHBI 3Tall KOHCYIb-

THPOBaHMs (COBET Bpaya-reHETHKA) —

Mocne poxpeHna
60nbHOro pebeHka
(vale Bcero) **

MpuHaTne CUTyaunmn n neyeHne

ICOKas
MpuHATNE CUTyaLmUm, HO OTKa3 OT a‘;gza:
neyeHus
Hun3kas

OT1Ka3 o1 pebeHKa

Tpe6yeT CaMOIro BHUMMATEJIbHOTIO OT-
HomeHusa. Kak orTmedaror HEKOTOpPbIE
ABTOPDBI, MHOIME€ KOHCY/IbTUPYEMbBIE HE
IIOATOTOBJIEHBI K BOCHPUATUIO T'€HETU-

Ilpumeuanue:

* OTHOCHUTCS TO/BKO K PeLleCCHBHBIM 3a00/IeBaHAM;
**BapMaHTbI BBIOOPA, BO3MOXKHbIE 10 IIEPBOIT GepeMeHHOCTI, OTHOCATCA TaKXKe K 6epeMeHHO-
CTAM, HaCTYTIMBIIMM MOCIE POXKIEHNA 6OBHOrO pedeHKa
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Heo6x0aMMOCTh CTepUInsanyuy WIK VCKYCCTBEHHOTO
OIUIOf{OTBOPEHNS TIPY BBICOKOI CTEIEHN TeHeTUYeCKOrO Pu-
cka. OTa nmpobemMa JO/DKHA PEIIaThCs TONBKO 3aKOHOATE/Ib-
HBIM [Ty TEM.

OTBeTCTBEHHOCTb Bpava-reHeTMKA 3a [ady CoBeTa Ha
OCHOBAHMI BEPOSITHOCTHOTO Mporuosa. Heobxomumo, 4To6b1
HAI[MeHT ITOHST MeUKO-TeHeTN4ecKyo nHpopmanuio [6].

CremoBaTenbHO, IOCIEAYIOIe CTYHeHU MeJIKO-
TeHeTIYeCKOTo KOHCYIbTHpoBaHmsa mo Mepdu 3. u Yeits I
(1979) moryT 6bITDH IpeACTABICHDI B CIEAYIOLIEM BI/e: KOH-
CYNIBTUPYIOLINECS IPUHNMMAIOT PellleHNe; OHY IIPeAIpUHIMa-
IOT IIATM, YTOOBI BOIUIOTUTD PEIIeHNEe B )KU3Hb; OHJ YCIIELIHO
BBITIOJTHAIOT pPelleHne

TakTiKa Bpada-reHeTMKa ITOMOIIY MAal[MeHTaM B IIPMHA-
THUM pellleH1st OKOHYATebHO He oIlpefienieHa. B moboM cryyae,
OKOHYaTe/bHOE IPUHATIE PELIeHNU O e TOPOKICHUY OCTaeT-
cs1 3a cembenn [12].

Pa3paboTka OpraHN3aMOHHO-MeTOANYECKIUX IIPUHIINIIOB

Cubupcruti meduuunckuti xypran, 2009, Ne 4

IIPOBEJEHNsI MEAVMKO-TeHEeTUYECKOTO KOHCY/IBTUPOBAHNUS B
CeMBbsIX, OTSTOIIEHHBIX TSDKEJION HAC/TIeACTBEHHON MaTO/IOTN-
eif, cTajla BO3MOXKHA 0/1arofiapsi HaIpsDKEHHOI paboTe criery-
QJIMCTOB PA3/INYHBIX IIPOQIIE IO STU/ON MEKIYHAPOFHBIX
podecCIOHAIBHBIX U HEITPO(eCCHOHANIBHBIX OPraHM3aIINIL.
STy npuHUUNEL 6a3UPYIOTCA HA PEeKOMEHMALMAX MEXIyHa-
POJHBIX MCCIEFOBATENIBCKUX TPYIII ¥ OPTAHU3ALNIL C YIETOM
POCCHITCKOTO 3aKOHOAATENIBCTBA O 3[[paBOOXpaHeHun [9].

W Bce xe ycrex B IPODIIAKTIKE BPOXKIECHHBIX U HAC/IE-
CTBEHHBIX 3a00/IeBaHWI1 Y [leTell B 3SHAYUTEIbHOI CTEIeHM 3a-
BUCHUT OT MH(POPMUPOBAHHOCTU OyAylmx poxputeneir. Bexnb
3HaHMe COOCTBEHHOI POLOCTIOBHOI, HAa/MN4e CBEIEHNUII O CO-
CTOSIHUM 3[JOPOBbsI CBOMX POACTBEHHUKOB, & TAKXKe YYBCTBO
OTBETCTBEHHOCTH 32 COCTOSIHNE 3[0POBbsS CBOMX JieTeil CIIy-
JKAaT CTUMY/IOM MUIA TIPUHATHA pelleHus O HeoOXOZUMOCTH
etrie JOOPaYHOTO MEMKO-TeHeTUYeCKOTO KOHCY/IbTPOBAHMSA
U OIpefie/ieHNsl CTelleH! BO3MOXKHOTO PUCKa A/ OyAyiero
MOTOMCTBA.
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MHOXECTBEHHAA SQHAOKPUHHAA HEOIMJIA3UA 1-r0 TUMA

C.b. Hunckuii!, B.B. [Jeopruuenxo?, O.P. Penema?, B.M. Limaiino !
(MpxyTckmit rocyapCTBEHHbI MEAMLVHCKUI YHUBEPCUTET, pekTop — npod. V1.B. Maos,
Kaderpa o6111et XMPYPIUK ¢ KypCoM YpOIoruy, 3aB. — A.M.H., 1po¢. C.B. IInnckuit; *VIHCTUTYT YCOBepLIEHCTBOBAHMS
Bpaueit, pekrop — mpod. B.B. IIlnpax, kadexnpa oukonornu, 3as. — npod. B.B. [[BopHnIeHKO)

Pestome. IIpescraBieHbl cOBpeMeHHbIE JaHHBIE O JUATHOCTMKE U JIeUeHUM CUHJPOMa MHOXXEeCTBEHHOI SHIOKPUHHOI
Heorvtasun 1-ro tuma. IIpuBogutcs penkoe Hab/omeHe 3TOTO 3a60/IEBaHNS C OIYXO/IEBBIM IIOpaXKeHeM I1Io¢u3a, OKo-
JIOLIVITOBUIHOI M TIOKETYLOYHOI JKeTle3, HaIoueyHnKa 1 6ponxa. [lofguepknBaroTcss 0cO6eHHOCTM KIVMHNYECKOTO Teve-
HIS, TPYSHOCTY paHHEN AMarHOCTUKY U BBIOOpa JIe4eOHOI TaKTUKIL.

KiroueBble c1oBa: MHO>KeCTBEHHAs SHIOKPMHHAsA HEOI/IA3NA, OIYXO/IM TUIIO(13a, OKOTOMUTOBUIHON U TIOIKETyTOYHO

JKere3, HaAIIOYeYHIKa, KapIIMHONS 6poHXa.

MULTIPLE ENDOCRINE NEOPLASIA OF THE 15" TYPE

S.B. Pinsky', V.V. Dvornichenko?, O.R. Repeta®, V.M. Tsmajlo’
(Irkutsk State Medical University, Irkutsk State Institute for Post-Graduate Medical Education)

Summary. There has been presented the modern data of diagnosis and treatment of the syndrome of multiple endocrine
neoplasia of the 1* type. A rare observation of this disease with tumoral lesion of pituitary body, parathyroid gland and pancreas,
adrenal gland and bronchus has been described. The features of clinical course, difficulties of early diagnosis and a choice of

therapeutic tactics are underlined.

Key words: multiple endocrine neoplasia, tumors of pituitary body, parathyroid gland and pancreas, adrenal gland, carcinoid

of bronchus.




