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MEJUKO-TEHETUYECKOE KOHCYJIbTUPOBAHUME

GENETIC COUNSELING

AHHOTAIUA
I[aHHaH CTaThC HN3J1aracrTrcida B(b(i)eKTI/IBHOCTB KOHCYJbTAallUM KOTOpPAasa 3aBHUCHUT OT
TpEX (l)aKTOpOBZ TOYHOCTH JHUArHo3a, TOYHOCTHU pacdCTa rCHECTUYCCKOIO pUCKa U YPOBHA
IIOHUMAaHUS IT'CHECTUYCCKOI'O 3aKIIIOYCHUA KOHCYIJIIbTUPOBAHHA.
Annotation
This article describes the effectiveness of the consultation, which depends on
three factors: the accuracy of the diagnosis, the accuracy of the calculation of genetic
risk and the level of understanding of the genetic conclusion of the consultation.
KirwoueBsblie ci1i0Ba
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XpOMOCOMHBIC  3a0oieBaHue, TEeHHbIe 3a00jeBaHus, MyJbTU(aKTepUaTbHBIC
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Haubonee pacnpoctpaHeHHbIM M 3(P(GEKTUBHBIM IMOAXOIO0M K MpodUIaKkTUKE
HACJIEICTBEHHBIX OOJIE3HEN SBIIACTCS MEAMKO-TEHETHYECKOe KOHCyibTUpoBaHHe. C
TOUYKH 3peHUs OpraHM3alu 3/IpaBOOXPaHEHUS MEIUKO-TEHETUYECKOE
KOHCYJIBTUPOBAaHWE — OJIMH M3 BUAOB CHELUUAIU3UPOBAHHON MEIUIMHCKOW MOMOIIH.
CyTb KOHCYJIbTUPOBAHHUS 3aKJIFOYAETCS B CIIETYIOIIEM:

1) onpenenenue Nporuo3a poxaeHus: peOeHKa ¢ HACIEACTBEHHON O0JIE3HBIO;

2) 00BSICHEHUE BEPOATHOCTH ITOrO COOBITHS KOHCYIbTHUPYIOIUMCS;

3) nOMOIIb CEMbE B IIPUHITUU PELLICHUSI.

OcHoBHasl MpUYHHA, KOTOpask 3aCTABIISIET JIIO/IeH 00pamaTbes K Bpauy- TeHETUKY,
- KeJaHWe Yy3HaThb IMPOTHO3 3JI0pOBbs OyaylIero MOTOMCTBA OTHOCHUTEIBHO
HacJIeICTBEHHOU naTojoruu. Kak npaBuio, B KOHCYJIbTAllMIO OOpAIalOTCsl CEMbH, T'1I€
uMeercs  peOCHOK C  HACIHEACTBEHHBIM WM  BPOXACHHBIM  3a00JIEBAaHUEM
(pPeTpOCIEKTUBHOE KOHCYJIBTUPOBAHME) WJIM €r0 IMOSIBICHHWE MPEenoJiaraercs
(MpOCTIEKTUBHOE KOHCYJIBTHPOBAHHUE) B CBA3M C HAJIWYUEM HACJIEICTBEHHBIX
3a00JIeBaHU y POJICTBEHHHKOB, KPOBHOPOJCTBEHHBIM OpakoM, BO3pacTOM pPOAMTENEH
(crapuie 35-40 net), oOsydeHueM u 1o ApyruM npuuuHam. Kpome Toro, Bpau-reHeTUK
MIOMOTaeT JieyalleMy Bpady NOCTaBUTh JWATHO3, UCHOJB3Ys NpHU IudPepeHInanbHoN
JUArHOCTUKE CIEUUAIbHbIE T'€HETHUYECKUE METOAbl. D(PQPEKTUBHOCTh KOHCYJIbTAIUH
3aBUCHUT OT TpeX (PaKTOpPOB: TOUHOCTH AMArHO3a, TOUHOCTH pacyeTa I'€HETUYECKOTrO
pHUCKa U YPOBHSI MIOHUMAHUSI TEHETUYECKOTO 3aKII0YEHUS! KOHCYJIbTUPOBAHUS.

IlepBblii 3TANl KOHCYJIbTUPOBAHUSA

OTOT 3Tan HaYMHAETCS C YTOUHEHHMs IMarHo3a HacJIeICTBEHHOIO 3a00J1eBaHUs.
TouHbII AMArHO3 SIBISIETCS HEOOXOAMMOW MPEANOCHIIKON 10001 KOHCyabTanuu. [Ipu
CTPOrOM TOAXOJE€ JIeHalluii Bpad JOKEH C TIOMOLIbI0 HMMEKOUIUMXCS B €ro
pacnopsbKeHHMH METOJIOB YTOUHUTH JMAarHO3 M ONPEAENHUTh Iellb KOHCYJIbTallUH,
IpeKe YeM HamnpaisTh OOJBHOTO K Bpauy-reHeTHKy. OJJHaKoO OH He BCerJa MOXKET 3TO
c/eNaTh, IOTOMY UYTO HEOOXOAMMO NMPUMEHEHHE CHEeMATbHBIX TeHETUYECKUX METO/IOB.
B Takux ciydasx Bpay-r€HETHK MOMOTaeT JieyalleMy Bpady B MOCTAaHOBKE JIMAarHO3a.
AHanu3 KOHTHHIEHTa OOpallalolIMXCsl B KOHCYJNbTALMIO IIOKa3blBae€T, YTO B

3aBUCUMOCTH OT TOUHOCTHU AWMArHO3a MOKHO BBIACIIMTL TPHU UX I'PYIIIILI:
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1) nuia, y KOTOPBIX UMEETCs TOJI03PEHNE Ha HACJeICTBEHHOE 3a00JIeBaHue, HO C
YBEPEHHOCTBIO JJUArHO3 HE ITOCTABIICH,;

2) nuna C YCTaHOBJIEHHBIM JUArHO30M, OJHAKO B XOJ€ KOHCYJbTUPOBAaHUS
BO3HUKAIOT COMHEHHMS B €r0 TOYHOCTH;

3) nuua ¢ NpaBUIBHBIM JUATHO30M.

['eHeasIornuecKoe MCCIEIOBAHUE SBJISIETCSI OJHUM M3 OCHOBHBIX METOJOB B
IIPAKTUKE  MEIUKO-TEHETHYECKOTO  KOHCYJIbTUPOBAHWs. bDOJBIIMHCTBO  JAHHBIX
aHaMHe3a, a OH SBJSIETCS TIJIABHBIM Ha I[IEPBOM JTane OOCJIEIOBAHUSA CEMBbH,
HEOOXOJMMO TOATBEPkKAaTh OOBEKTUBHOW MEAUIIMHCKOW JOKyMEHTAllMeH WM
OecenamMu C JIPyTMMU YJIEHaMH CE€MbU (MEPEKPECTHOE MOJy4YeHue cBeAeHuil). OmnbIT
paboOThl METUKO-TEHETUUECKUX KOHCYJIbTAIMM MOKa3all, 4YTO I'€HeaJlorHuecKue JaHHbIe
CIEAyeT IIOJy4YaTb HE MEHbIIE, 4Ye€M OT TpeX IIOKOJEHUM POJCTBEHHHUKOB IIO
BOCXO/sIIIEeH U OOKOBOW JTUHUAM (10 ABOIOPOAHBIX). COBEPIIEHHO HEOOXOAMMO, YTOOBI
JaHHbIE OBUIM IMOJIYYEHBI O BCEX UJIEHAX CEMbH (3I0POBBIX M OOJBHBIX), BKIIOYAs U
paHo yMepmmux. JKemarenbHO YyKa3plBaTh BO3pPACT NPOSIBIEHUS IAaTOJIOTHYECKUX
paccTpoiictB u cMmepTH. Ilpu peneccuBHBIX 3a00JIEBaHUAX CIIENYET O00s3aTeIbHO
IPUMEHSATH 00CIe0BaHUE HA F€TEPO3UTOTHOCTD.

B Xxome  reHeaslorM4eckoro  MCCIENOBaHUSA  MOXKET  BO3HMKHYTH
HEOOXOJMMOCTh HalpaBjieHHs NpodaHJa WM €ro pPOJACTBEHHUKOB Ha  psl
JOTIOJIHUTENBHBIX KIMHUYECKUX UCCIEA0BAaHNN. B Takux ciyyasx Bpady-re€HETHK CTABUT
nepex  ApyrdMH  BpadaMd  (HEBpOMNATOJIOTOM,  ASHAOKPHHOJIOIOM,  OKYJHMCTOM,
JEPMAaTOoJIOTOM M JIp.) KOHKPETHYIO 3a7jadyy pacliO3HaHUs CUMITOMOB 3a00JIEBaHUS y
npo0aHa WM €ro poOJACTBEHHUKOB. (CaM TE€HETUK HE MOXET OBbITh BpaduoM-
YHHMBEpPCAJOM B TaKOH CTENEHH, YTOObl XOPOIIO 3HAaTh KIMHUYECKYIO IHAarHOCTUKY
cBbimie 3000 Hacie1CTBEHHBIX O0JI€3HEN MO pa3HbIM CIIEIUATIBHOCTSIM.

['eneanornyeckuii MeTOA MpPH YCIOBUU TIIATEIBHOTO cOOpa CBEIEHUM O
YJleHaX CeMbU JaeT OOJbIIyl0 HMHQOpPMAIMIO JUIsl TOCTaHOBKM JHMarHosa
HACJIEJCTBEHHOIO 3a00JeBaHMs, OCOOEHHO B TeX CilyyasX, Korga pedb HIET O
HEU3BECTHBIX (QopMax WIM O Tex (opmax, /Ui KOTOPBIX HE CYIIECTBYET TOYHBIX

METOJI0B OMOXMMHUYECKON TUAarHOCTUKHU. ECiM B POJIOCIOBHOM YETKO MPOCIIEKUBACTCS
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TUI HACJEAOBaHUSA, TO KOHCYJbTHPOBAHUE BO3MOXKHO JaXXe MPU HEYCTAHOBJICHHOM
JUarHo3e. B MeauKo-reHeTHYeCKOM KOHCYJIbTAllMU KIMHUKO-TEHEATOTHYECKUA METO]I
MPUMEHSIETCS BO BCEX ClIydasix 0€3 UCKITIOYSHUSI.

B KOHCYJIbTaIlNU JINarHo3 3a00J€BaHUs YTOYHSETCS Oonee
mudpepeHIUpOBaHO C TEHETUYECKOW TOUYKH. 3/1eCh HEOOXOJUMO B MEPBYIO Ouepeib
INPUHAMAaTh BO BHUMAHHE BO3MOXKHYIO TE€HETHYECKYIO TE€TEPOr€HHOCTh JIaHHOW
HacjeacTBeHHOM 0osie3Hu. C IPOrpeccoM reHETHKHA U METUITUHBI BCE PEKE TPUXOTUTCS
ropoputh 0 (eHokonusx. JuddepennnanbHas AUArHOCTUKA CXOIHBIX (QOpPM  yxe
HACTOJILKO TMPOABUHYJIACH BIEpPEN, YTO TMOHATHC (PEHOKOMMH B TIEPBOHAYATHBHOM
CMBICJIE TIOYTH HEJb3sl MPUMEHATh. Hampumep, MOXHO 1M CEpbE3HO OTHOCUTHCA K
TaKUM MOHATHUSAM, KaK (PEHOKOIHUS TITyXOHEMOTHI, CIENOTHI U Jip.? B TO e BpeMs Bpau-
KOHCYJIBTAHT JIOJDKEH OY€Hb CTPOr0 TMOAXOAUTh K OIICHKE TE€HETHYECKOU
reTeporeHHocTH 3abosieBaHus. K mnpumepy, amarHo3 Mykomojucaxapujo3a WId
TJIMKOTE€HO3a TpeOyeT YTOUHEHUS TUIIA 3TOTO 3a00JIeBaHus, MOCKOJIbKY C T€HETUYECKON
TOYKU 3PEHUS] KaXIbIA THI SIBISETCS caMocTosTesbHOU (dopmoil. KoHcynbramus He
OyJeT MpaBUJIBLHOM, €CliM HE YTOYHEH IeHeTHYeCKWd nuarHo3. Hampumep, MyKckoi
TUTIOTOHAIU3M MOKET OBbITh MpU TEeHHBIX 3aboJieBaHuUsAX (cuHIpoMm PeiideHinreiina,
cunapoM KambmaH- Ha), mpu XpoOMOCOMHBIX OomesHsx (cunapom KaitHdenbTepa),
nocsie o0myuenus, uHpekuit. [Ipu 3ToM KOHCYJIBTUPOBAHUE JIOJKHO OCYIIECTBIISITHCS
10 YTOYHEHHOU (popMe, a He 1O TUIIOTOHAIU3MY BOOOIIIE.

YTouHeHHe nuarHo3a B MEIUKO-TEHETHUYECKON KOHCYJIbTAI[MU MPOBOJUTCS C
MOMOIIIBI0 TEHETHMYECKOTO aHaliu3a, 4YTO U OTJIMYaeT Bpaya-reHEeTUKa OT JAPYrux
CIIELIMATUCTOB. J[J11 9TOr0 r€HETHK MOJIb3YETCS TeHEATOTUYECKUM U IUTOT€HETUYECKUM
METOJaMH, a TAK)KE UCIOJIb3YET JAHHbIE O CLETICHUU I'€HOB, TEHETUKU COMATUYECKHUX
kietok u Jap. Cpenu  HEreHETHYECKUMX  METOAOB  IIMPOKO  HCIOJB3YIOTCS
OMOXUMUYECKHUE, UMMYHOJIOTHYECKUE U APYTHe MapaKIMHHUYECKHUE METOJbI, KOTOPhIE
MOMOTAlOT ITOCTAHOBKE TOYHOTO IMArHo3a.

[{utoreHernueckoe  HCCIEAOBAaHUE TMPUMEHSETCS TIOYTH BO  BCeX
KOHCYJIbTUPYEMBIX ClIy4dasix. OJTO CBSI3aHO C OILIEHKOM MPOTHO3a MOTOMCTBA IMpHU

YCTAHOBJICHHOM AMWArHo3¢ XpoMOCOMHOI'O 3a00JIEBaHUS U C YTOUYHCHHUCM JIHUArHos3a B
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HESICHBIX CIIy4asiX IPH BPOXKICHHBIX MOpOKax pa3sutus. M te, u apyrue ciryyan 4acto
BCTPEYAIOTCS B MIPAKTUKE KOHCYJIBTUPOBAHUA. bHOXMMUYECKNE, NMMYHOJOTUYECKUE U
JpYyrUe MapakIuHUYECKUE METObl HE SBISIOTCS CHEIU(UUECKUMHU I T€HETUYECKON
KOHCYJIbTAllUM, HO TMPHUMEHSIOTCS TAKXK€ IIUPOKO, KAaK MW TMPHU JUATHOCTHUKE
HEHACJIEJCTBEHHBIX 3a0oneBaHuil. [lpu HacnenCTBEHHBIX 3a00J€BAaHUAX YACTO
BO3HHMKAET HEOOXOJIUMOCTh 00CIIEeIOBaHUSI HA T€ K€ TECThl HE TOJBKO MpoOaHAa, HO U
JIPYTUX YJICHOB €ro CEMbH (COCTABJICHUE OMOXMMHUYECKOM WIM UMMYHOJIOTHYECKOU
«POJIOCTIOBHOMY ).

TouHble KIMHUYECKUM W TEHETUYECKUU JMArHo3bl 3a00JI€BaHUSI ONPEICISIOT
MOCIEAYIOMIYI0 CTPAaTETHI)  MEIMKO-TEHETUYECKOTO  KOHCYJBbTUPOBAHUS  CEMBMU:
YCTAaHOBJICHHE CTEMEHU TEeHETUYECKOTO0 pHCKa M BbIOOP 3(PPEKTUBHBIX METOJ0B
MpeHaTalbHON JTUArHOCTUKH WIIM MPOYUIAKTUYECKOTO JICUCHHUS.

Bropoii 3Tan KOHCYJIbTHPOBAHUS

DTan HampaBji€H HAa ONPEAEICHUE MPOrHO3a MOTOMCTBA. B KaxmoM ciydae,
KOTJ[a TMarHo3 y»e YTOYHEH, JJIsl ONpeIeJICHHs TPOTHO3a Bpay- FreHeTUK (PopMyIupyer
FEHETUYECKYIO 3a7ady. B Tex ciydasx, Koraa BO3MOXKHO IPUMEHEHUE ITPEHATAIbHOU
JIMarHOCTUKH, CHUMAETCSI HEOOXOIMMOCTh PEILICHHS] TEHETUYECKOM 3a7a4uu, U TOT/a HE
HAJ0 TPOTHO3UPOBATh pOXKICHHE pebeHka ¢ Oo0JIe3HbI0, a HYXKHO JIMIIb
JMAarHOCTUPOBATh 3a00JIeBaHKE Y TUIO/IA.

['eneTnueckuil puck ompeaenseTcs AByMsl crioco0amu: 1) myTeM TeOpEeTUYECKHUX
pacdyeToB, OCHOBAaHHBIX HA TEHETHYECKUX 3aKOHOMEPHOCTAX C MCHOJIb30BAaHUEM
METOJIOB TEHETHYECKOr0 aHaju3a M BapUAllMOHHOM CTAaTUCTHKU;, 2) C TOMOIIbIO
SMIIUPUYECKUX JTAHHBIX MJI1 MYJbTH(AKTOPUAIBHBIX M XPOMOCOMHBIX OOJE3HEH, a
Takke JUisi 3a00JI€BaHUN C HESICHBIM MEXaHHW3MOM T'€HETHYECKOW nerepmuHaiuu. B
HEKOTOPBIX Ciydasx o0a MPUHIMIA KOMOWMHUPYIOTCS, T.€. B OIMIIUPUUYECKHUE JTaHHbBIC
BHOCSTCSl TeopeThueckue nonpaBkd. CyIIHOCTh M'€HETHYECKOTO MPOrHO3a COCTOUT B
OIICHKE BEPOSITHOCTU TOSBJICHUS HACJICACTBEHHOW MATOJIOTHH Yy OYIyIIUX WIH YK
poauBiuxcs aereil. KoHcyapTHpoBaHKe 1O MPOTHO3Y MOTOMCTBA, ObIBA€T ABYX BHUJIOB:
MPOCIIEKTUBHOE U PETPOCHEKTHUBHOE. [IpOCIEKTHBHOE KOHCYJIBTHUPOBAHUE — 3TO

HauOosiee d(PpeKTUBHBIN BUJ MPO(UIAKTUKN HACIIEICTBEHHBIX 0OJIE3HEH, KOT/Ia PUCK
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pOKIeHUsT OOJILHOTO PeOCHKA OTPEIEISAETCS €IIe 10 HACTYIIICHUSI OEPEeMEHHOCTH WU B
panHue ee cpoku. Hambonee dacto Takue KOHCYIbTAIIMU TPOBOISTCS B CIEAYIOIINX
CiIy4asix: Ipv HAJIMYUU KPOBHOTO POJICTBA CYNPYTOB; MpHU HEOJIArONMPHUATHOM CEMEHHOM
aHaMHe3e, KOorja Mo JIMHUU MY>Ka WIM >KE€Hbl UMEIU MECTO CIy4dad HACJIeICTBEHHOU
NaTOJIOTUM;, MPU BO3ACHCTBUU BPEAHBIX CPEAOBBIX (PAKTOpPOB HaA KOro-aubdbo u3
CYNpYTroB HE3aJ0Jr0 JI0 HACTYIUICHUSI OEpEMEHHOCTHM WM B MEpBbIE HEACIU €€
(JleuebHOE WIH JMAarHOCTUYECKOE o0JyueHue, TSKEIbIE UH(pEKIH,
npodeccruoHanbHble BPEAHOCTU U Jp.). PeTpocnekTHBHOE KOHCYIBTUPOBAHHUE - 3TO
KOHCYJIbTUPOBAHUE TIOCTE POXKIACHUS OOJBHOrO pedeHKa B CEMbE OTHOCHUTEIHHO
3M0pOBbA  Oynaymmx paeteil. OTo Haubojee 4YacTble TMPUYUHBI OOpallleHUs B
KOHCYJIbTallMK. MeToIMYecKH OomnpeieJieHue MPOTrHOo3a MOTOMCTBA MPHU 3a00JIEBAHUSIX C
pa3HBIM THUIIOM HACJE0BAHUS 3HAYUTEIBHO Pa3INYaeTCs.
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