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BBepeHume

HacneactBeHHas 1 BpOXAEHHas NaTonorns YenoBeka COCTaBMSIET Cylue-
CTBEHHYI0 YacTb B 0bLeit 3ab0neBaemMocT 1 CMEPTHOCTY HAaceneHns, 0CobeHHO aeT-
ckoro Bo3pacta. o gaHHbiM BcemupHoi opraHusaumm 3gpasooxpaHeHust (BO3)
0Kono 5% HOBOPOXAEHHBIX CTPAAAKT TEMM WK MHBIMM HAcNeACTBEHHbIMM 3abone-
BaHusMK, 40% paHHen MnageH4eckod CMEpTHOCTM M WHBANMAOHOCTW AeTcTBa 00y-
CNOBSIEHbI HACMEACTBEHHbIMU (hakTopamu. BonbHblE C 3TO NaTonorven 3aHMMaroT
npuMepHo 30% KOek B JeTCKuX CTaumoHapax Bcex npodunen. Ha neyeHue u Bbixa-
XUBaHME 3TOr0 KOHTUHrEHTa 60MbHbIX FOCYAAPCTBO BbIHYXOEHO pacxofoBaTb OrpoM-
Hble CpeacTBa.

OpOHUM M3 HEMPEMEHHBIX YCNOBWA NMPaBUIbHON W CBOEBPEMEHHOW AMarHo-
CTUKM, NPOCHUNAKTUKA 1 NEYEHUs) HAacNeaCTBEHHbIX DonesHen, a Takke onpeaeneHns
FEHeTUYECKOro pUCka M KIMMHMYECKOro NPOrHo3a Anst POACTBEHHUKOB 6OMBHOMO (Mpo-
BaHaa) SBMSETCA MCMOMb30BaHWe KMMHUKO-reHeanornyeckoro metoga. KnmHuko-
reHeanornyeckuit MeTos NOMoraeT NocTaBuUTb NPaBUbHbIN AMArHO3 W, CreaoBaTesb-
HO, BblbpaTb afeKkBaTHOE NleYeHNe 1 CBOEBPEMEHHO NPOBOAMUTL LieNeHanpaBneHHble
NpoMMNaKTU4ECKe MEPONPUSATHS.

C OpeBHMX BPEMEH YEeNIOBEYECTBO M3Y4aeT POAOCMOBHbIE. [puMeHeHne me-
TOAa aHanuaa natonoruu ntogen B XVIII — XIX BB. MOXHO cunTaTh Kak Npeanochinky
K (hOpMMPOBaHMIO reHeanornyeckoro metoaa. [anbHenwee yCOBEPLIEHCTBOBaHME
LU0 KaK MO JIMHMM COCTaBMEHMs POOOCMOBHbIX, TAK M MO NIMHWW NOMCKA METOAOB CTa-
TUCTMYECKOrO aHanmsa AaHHbIX.

Omnupnyeckne HabriogeHns poAOCNOBHbIX, B KOTOPbIX OTMEYanochb Hacne-
[0BaHWE MaToNorMYecknx NpU3HaKoB, M3BECTHbI yke AaBHO. Hanpuwmep, B Tanmyge
HaWNO OTPaXEeHWe MOHUMaHWE CLENMEHHOro C X-XPOMOCOMOM HacneaoBaHus re-
mochunuu. B cepeamHe XVIII Beka 1. MonepTion onucan HacnegoBaHue LOMU-
HaHTHOrO MpW3Haka NONMAAKTUNMM W MPaBWIBHO MpoaHanM3upoBan pacLuenseHue
npusHaka B notomctee. B Hayane XIX Beka K. Agame Ha OCHOBE 3MMMPUYECKOro
aHanuaa pogoCroBHbIX ONUCcan AOMUHAHTHBIA U PELLECCUBHBLIN TUMbI HACNEA0BaHUS.
B 39710 e Bpems Heckonbko Bpaven nogpobHo pa3obpanucb B HacneLoBaHUK remo-
(OMNKK 1 LIBETOBON CNENOTbI. ITU 1 HEKOTOPbIE APYTME NOMbITKM NPUMEHEHNS aHanu-
33 POLOCMOBHbIX MOXHO paccmaTpuBaTb Kak Npeanochbinikn  hopMUMPOBaHMs
reHeanornyeckoro MeTofa, KOTOpoe 3aKOHUMIOCh B Hayarne XX Beka BCKOpe nocne
POXZEHWNS TEHETUKM KaK Hayku. C 9TOro BPEMEHM reHeanornyeckuin MeTog, LUMPOKO
UCMNONb30Banu B reHeTHKe YeroBeka U MedULMHCKON reHeTuke. [lanbHelwlee ero yco-
BEPLLEHCTBOBAHME LUMO MO JIMHAW Kak COCTaBMNEHMs POAOCNOBHbIX, Tak U (0COBEHHO)
pa3paboTk1 METOLOB CTAaTMCTUYECKOrO aHanu3a gaHHbIX. MeTton Haxoamn BcE Gonee

5



LIMPOKOE MPUMEHEHME B KIMHUYECKON TEHETUKE W B TEHETWKE YeroBeka (M3yyeHve
MYTaLMOHHOTO NpoLiecca, CLenneHne reHoB 1 ap. ).

Bnepeble 3TOT MeTOd B MeauumHe Obi BBEAEH aHIMMACKMM  Y4YeHbIM-
SHUvknoneamcTom OpeHcncom ManbToHOM (puc. 1) ewe B npolunom Beke. Kpyr uHTe-
pecoB [anbToHa 6bin YpesBblYalHO LWMPOK: B MOMOAOCTV OH MHOTO MyTeLlecTBoBan,
3aHuMarncs aTHorpadmen 1 reorpadoueit YenoBeka; yBekasncs MeTeoposnoruen; nocne
OH M3y4an HacneaCTBEHHOCTb YenoBeka, TanaHT 1 cnocobHocTn, papaboTan mMeTo-
AWKy TeHeanornyeckoro aHanmnsa (M3yyeHus poAoCnoBHbIX); BMEpBbE MCMONb30Ban
MeToA uccrnegoBaHns 6nuaHeloB B Guonorv n B nevxonorv (“6nmsHeLoBbId aHa-
nu3"); BHEC HEMaNbIN BKMag B TEOPUIO CTAaTUCTUKK, B YACTHOCTU, NEPBLIM NPUMEHUST
CTATUCTUYECKUIA aHanm3 B GMOMOrMM YenoBeka u neyuxonorin; 6bin OaHUM M3 OCHOBO-
MONOXHMKOB 3KCTIEPUMEHTarbHOM MCUXONOTMK M NEPBLIM BBEN B Hee NpUMEHsieMble
TEenepb TaKk LWKMPOKO NMCUXOMOrMYECKME TECTbI 1 OMPOCHUKMK; paspaboTan aHTponomeT-
pUI0 - UCCNeoBaHNE YenoBeka nyTeM U3MEPEHUS ero BHELLHWUX aHaTOMWYECKUX npu-
3HaKOB, B 4aCTHOCTM, 3aHMMancs [OaKTUNOCKOMWEN - WMCCNeaOBaHWEM KOXHbIX
nanbLeBbIX Y30POB; OH Xe Oblf OCHOBOMOMOXHUKOM EBIEHUKN - YYEHNS 0B yNyuLIEHUN
HacnefCcTBEHHOCTM YenoBeka. B 1865r. oH onybnukoBan craTtbto “HacneacTBeHHbI
TanaHT W Xapakrep”, a 4eTbipbMs rogamu nodgHee (1869) dyHoameHTanbHy0 MOHO-
rpacmio “HacneacteeHHoCTh TanaHTa’. lNpexae BCero, 0TMETUM, YTO Yyxe B NepBoil
paboTe [anbToH AenaeT 04YeHb BaxxHOE 0600LLIEHNE: NCUXMYECKE CBOMCTBA YENoBEKa
HacneaylTCs B TOW e Mepe, B KOei HacneaylTCs CBOMCTBA (manyeckue. B To Bpe-
Msi 3TO NpaBuno ObINo elle Aanexko He o4eBMAHbIM. [lanee OH NULWET O PaBHOM BKNa-
A€ B HAaCneACTBEHHOCTb AETEN CO CTOPOHbI M OTLA M MaTepu; OnsTh e BONpOC 3TOT B
TO Bpems ObIn elle AMCKYCCUOHHBIM. W3yyas Guorpadpum TanaHTnmMBbIX NOAEN - OH
npocrneamnn PoACTBO OKOMO YETbIPEXCOT 3HAMEHUTLIX NKOAEN, - [anbToH onpoBepraet
OYeHb pacmpoCTpaHEHHOE B TO BPEMSI MHEHWE O TOM, YTO OfAapeHHbIE MOAN UMEOT
“cnaboe Teno”. OH oenaet BbIBOA, YTO “OOMbLUMHCTBO BOMbLLUMX NIOOEN - KPENKNE XKL~
BOTHbIe”. [aBHbI BbIBOA [anbToHa - HacneaoBaHwe cnocobHocTel 1 TanaxTa: “Pos-
HO MOMOBWHA M3 YKUCna Hambonee 3HAMEHWUTLIX NIOAEN, - MULLET OH, - UMEET OAHOro
UMM HECKOMbKWX Bbl4AOWMXCA POACTBEHHWKOB”. HacneacTBeHHbI, N0 MHEHMIO [anb-
TOHa, He TONBbKO CMOCOBHOCTM M TanaHT, HO M Apyrue Ncuxuyeckne n Gruonormyeckue
CBOWMCTBA: CKMOHHOCTb K MbSIHCTBY, K BpogskHuuecTBy, K Tybepkynesy, GonesHsam
cepaua 1 K I0NroneTuo, a Takke Moparb WU Penuris.

B 1898 ropy Hemeukuit uctopuk O. JlopeHy onybnukoan B y4ebHWK reHea-
norum, B KOTOPOM PaccMaTpyBaKOTCH 3aKOHOMEPHOCTU MPOUCXOXKOEHWS PasfMyHbIX
ceMeiHbix 3abonesaHni. B aTom yuebHWKe reHeanorus paccmaTpuBaeTCs He Kak
oTpacnb WCTOPUYECKMX 3HAHWA, @ KaKk CaMOCTOSTEMNbHas Hayka, AOCTaBMsoLast
0bunbHLIN MaTepuan Ana buonoruu, NCUMXonoruu, NCUXMaTpum U Ap., U UMEKLas
CBOM 3aja4u N0 YCTAHOBMEHMIO 3aKOHOMEPHOCTEN B CMeHe nokoneHuin. B 1912 rogy
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aMEpUKAHCKUIA EBreHMYECKA WHCTUTYT BbINYCTUR 06pasLbl NPSIMONMHERHBIX POJo-
CrMOBHbIX TabnuL, KOTOPbIE MPUMEHSIOTCS [0 HACTOSILLETO BPEMEHW, He MpeTeprneB
NPaKTUYECKN HUKAKIX U3MEHEHNI.

B 30-x rogax XX Beka B Hallen cTpaHe Haubonee MomHO W LUMPOKO METOZ,
aHanu3a pogoCroBHbIX MPUMEHEH B KIMHWYECKOW NpakTUKe 3aMeyvaTenbHbIM KINHN-
UMCTOM, TeHeTMKOM W Hesponorom, npodeccopom C.H.[daBupgeHkoBbiM (puc. 2),
ChOpMYNMPOBABLUMM OCHOBHbIE MOSTOXEHNS MO METOAWKE KOHCYNbTUPOBAHNS CEMeN C
HacnegcTBeHHbIMW 3aboneBaHuaMK HepeHOW cuctembl. C.H.[JaBuaeHKoB npuMeHsin
KNMHUKO-TEHeanornyeckuin MeTod Npu M3y4eHnn reHeTUYECKON reTEPOreHHOCTM U Knu-
HUYecKoro nonmmopdmama HepBHbIX 6onesHel. Mosxe Takue UCCnesoBaHust NpoBo-
QUNACb C MOMOLUbIO aHann3a cemeiHblX daHHblx (H.boukos, 1978). KnuHuko-
reHeanormyecknin MeToA CTan BCe LMPe BHEAPATLCS B FEHETUYECKYH NPOGUNaKTUKY
(npepynpexaeHve poxgeHns BonbHOro pebeHka), a Takke PaHHIO NPOMUNAKTUKY
KIMHUYECKIX NPOSIBNIEHWI HACNEACTBEHHbIX GonesHen.

PucyHok 1 - [Topmpem @. Manemona PucyHok 2 - [Mopmpem C.H. [JagudeHkosa

'eHeanormyeckuin MeTog — 3T0 METOA U3yYeHUst POLOCTOBHbIX, C MOMOLLbK
KOTOPOro MpOCMEXWBaeTCA pacnpeaeneHne GOnesHn UK Kakoro-nbo npusHaka B
CEMbE MIu pody C ykasaH1eM Tuna POACTBEHHbIX CBSI3el MeXay YrieHaMu pOAOoCoB-
HOI1. OTOT MeTOZ MOXHO CYMTaTb YHUBEPCANbHbIM, MOCKOMbKY OH MPUMEHSIETCS Kak
ANS PELLIEHNS KNUHUYECKX, Tak U TEOPETUYECKMX 3aay:

e 1PV YCTAHOBMNEHUWN HACNECTBEHHOO XapaKTepa NpusHaka;

e 1Py onpefeneHn TUNa HacneaoBaH!s Npu3Haka unu 3abornesaxus;
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A5 OLIEHKWN NEHETPaHTHOCTY reHa;

NpW aHanuae cLUenneHus reHoB U KapTUPOBaHUU XPOMOCOM,;
NpW U3YYEHWUM MHTEHCUBHOCTU MYTALMOHHOO NPOLECCa;
npu pacLnMgpoBKe MEXaHU3MOB B3aMMOLENCTBUS rEHOB.

'eHeanorMyeckuii aHann3 sIBMNsSeTCA caMbiM PacnpoCTPaHEHHbIM, Hanbonee
MPOCTbIM N OBHOBPEMEHHO BbICOKO MH(OPMATUBHEIM METOAOM, JOCTYMHbLIM KaXaOMY,
KTO MHTEpPeCcyeTCs CBOeN POAOCHOBHOM 1 UcTopuen caoeit cembn. OH He TpebyeT Hu-
Kakux MaTepuanbHbIX 3aTpaTr U annapatypbl. PogocnoBHas packpblBaeT MeauKo-
naTonornyeckuit PoH CEMbM, MO HEN MOXHO C ONPEAENeHHON TOYHOCTLIO CyAanTb O
TUNe HacnegoBaHWA NaTonoriK, O YNeHax CeMbM, HyXaatoLwmxcs B obcrenoBaHum u
HabnogeHnn Bpava. Bo Bpemsi cocTaBneHMs pogOCNOBHOM BO3HUKAET 3HAUUTENBHO
Oonee Tennbin U JOBEPUTENLHBLIA KOHTAKT ¢ BONMbHLIM U €ro POAHLIMMU, YEM MPOCTO
pasroBop 0 60ne3Hsx GrM3kuX. XOpOLO COCTaBNEHHas POAOCNOBHAs MOMOraeT npo-
THO3MPOBATb COCTOSIHME 3[40POBbS POACTBEHHMKOB BOMBHOTO, X AeTei n byayliero
NOTOMCTBA.

OTOT MeToA NO3BONSIET NONYYUTb OTBETHI HA MHOTME BOMPOCHI. B yacTHOCTH,
MOXHO NPOCneanTb, kakue 3aboneBaHus Hanbonee pacnpocTpaHeHbl B CEMbE, 1 KOro
3 €€ YNEeHOB HYXHO 0BcneaoBaTh Ha reHETUYECKYI0 NPEAPACMONOXEHHOCTb K onpe-
AeneHHon natonoriu. Mo pogoCnoBHOM MOXHO ONPeAenuTh TUN HacneaoBaHNs 3abo-
NeBaHUst U BbISICHUTb, KTO M3 YNEHOB CEMbW MMEET BbICOKMIA puUcK 3abonetb unu
poauTb NogobHoro 6onbHOro. 113 3TMX AaHHbIX BbITEKAET BbIOOP METOAA ANArHOCTUKM
1 NpoBeaeHNst NPOUNAKTUHECKUX MEPONPUSTUIA, OKa3aHUe CBOEBPEMEHHON Meaw-
LIHCKOW NOMOLLM.

Mcnonb3oBaHWe KNMHUKO-TEHEeanorM4yeckoro MeTopa npeanonaraet Tuia-
TENbHOE KNWHMYeckoe obcrnefoBaHNe MaKCUMarbHOrO KONMWYECTBA YNEHOB POAO-
CMOBHOW C LIENbIO BbISBNEHUS CTEPTLIX U aTUMUYHBIX NpU3HakoB 3abonesanus. Coop
aHaMHECTMYECKNX JaHHbIX MPOBOAAT NO onpeaeneHHoi cxeme. CeeaeHns o npobak-
A€, faHHble 0 cubcax v pogutensx npobaHaa, CBeAeHbS O POACTBEHHMKAX CO CTOPO-
Hbl MaTepu 1 CO CTOPOHbI OTLIA 3aN1CbIBAKTCS B MEANKO-TEHETUYECKYHO kapTy. O4eHb
Ba)XEH NPy 3TOM aKyLUEPCKMA aHaMHE3 XeHLUMH — Kak npoTekana u Ha Kakom (hoHe
HacTynuna 6epemMeHHOCTb, NOAPOBHOCTM O CMNOHTaHHbIX abopTax, MEPTBOPOXAEHNSIX,
HamMumMm 6ecnnogHbix BpakoB M paHHEN AETCKON CMEPTHOCTM. Heobxoammo yuuTbl-
BaTb TaKKe Hanuuue n xapaktep NpodeccuoHarnbHbIX BPeaHOCTEN, (hakTopoB, BNNS-
OWMX Ha naTonorvio nnoga (NpuMem NekapCTBEHHbIX npenapatos, 3aboneBaHus
Matepu u T.4.).

PopmocrnoBHas ceMbit MOXET ObiTb XOPOLLMM MOACNOPLEM A1 MOMOABIX €€
UNEHOB B PELLEHMM coumanbHO-NpoeccoHanbHbIX BONPOCcoB. «CosdaHue u Hakon-
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JIeHUe «ucmopull XU3HU» U «CeMeUHbIX XPOHUK» ecmb 3adaya He morbKo eymaHUu-
MapHO-Hay4Has, HO U obweKynbmypHasy, - cuutaeT netepbyprckui coumornor
A.H.Anekcees. Npuyem, Do6aBnseT yyeHbln: «Beskas «ucmopus KusHu», 0ns Kakol
b1 uenu oHa HU co3dasanack, AomKHa BKITIOYaMb 2eHeano2u4ecKyro UHhopMayuw —
cmorsb nodPobHYI0, Hackobko amo nod cury asmopy daHHolU ucmopuu. CemeliHble
XPOHUKU cmposmcsa Ha 4Yemkom onpedeneHuu cmeneHel podcmea, XernamesbHo
nocmpoeHue 2eHearnoauyecko2o dpesa, Ymo mpebyem MUHUMAITEHO20 0BYYEHUST».

Brnagummup Habokos B aBTobuorpacgmyeckom pomaHe «[lpyrue 6epera» nu-
wet: «BocemHaduamu nem nokuHye lNemepbype, 6bin cruwkom mMonod e Poccuu,
ymobbI nposisUMb Kakoe-nubo mobonimemeo K Moell podociosHoU; menepb A xa-
71610 06 3Mom — U3 Co0bpaXeHUl MeXHUYECKUX: npu omyemsusol UYHOU namsamu
Heom4yemnugocmb CeMeUHOU ompaxaemcs Ha PagHOBECUU CI108Y.

FeHeanorus B LUMPOKOM CMbICTE CMOBa — POLOCNOBHas. [eHeanornyeckmii
MEeTOZ — METOA POLOCIOBHbIX, TO €CTb NPOCNEXUBaHMe 6onesHu (Unn npusHaka) B
CeMbe UIu pogy C ykasaH1eM Tuna POACTBEHHbIX CBSI3el MeXay YneHaMmu pOAOoCroB-
HO1. B MeanLMHCKOI reHeTUKe 3TOT METOA Ha3blBAeTCs! KIMHUKO-TeHeanormyeckum,
MOCKOMNbKY peyb MAET O HAbMOAEHUM NaTONOrMYECKMX MPU3HAKOB C MOMOLLbK MPUE-
MOB KNMHWYeCKOro 06cnefoBaHus.

KnuHuko-reHeanornyeckmin aHann3 (MeTod POLOCHOBHOM) SBNSIETCS OHWM
U3 BaXHEWLUMX aCneKTOB MEAMKO-TEHETUYECKOro KOHCYNbTUMPOBAHWS, KOTOpOE OCy-
LecTBnseTcs B 4 atana.

MepBbIn 3Tan KOHCYMNbTUPOBAHUS HAYMHAETCS C U3yYeHns aHamHe3a bones-
HW, COCTaBMEHMs reHeanorMyeckon KapTbl M YTOMHEHMS KIWHWYECKOro AmarHosa, ¢
MOMOLLbIO NPOBEAEHUS LITOTEHETUYECKNX U BMOXMMUYECKUX 1CCreaoBaHuin. B Heko-
TOPbIX CRyYasx NPOBOASAT AONONHUTENbHOE 0BCreaoBaHne poauTenen, BKIYatLLee,
Kak npasuno, AepmaTornmguyeckoe, UMTOreHeTUYeCkne UccnesoBaHus (OLEeHKa Ka-
puoTuna poauteneir: 3abop nepudepuyeckoil KPOBM UM COCKOD CRM3NCTON pTa W
NOCMEAyLLNA CKPUHUHE XPOMOCOM, OLieHKa KapuoTuna nnoga C MCnonb30BaHUEM
aMHWOLEHTe3a 1 ApYrux METO40B NpeHaTanbHON AUarHOCTUKK).

BTopoit aTan KoHCYNbTMPOBaHWUS HAUMHAETCS C MOMEHTA YTOUYHEHNS! KIMHU-
YECKOro AMarHo3a HacrieaCTBEHHOro 3aboneBaHus, Korga Bpay MOXeET MpOrHosvpo-
BaTb BEPOSITHOCTb POXAEHMst GonbHOro pebeHka B cembe. Mpy aHanmae POAOCIOBHO
BO3MOXHbI CUTyaLu, TpebylolMe pasnuyHoOro Noaxofa, kak co CTOPOHbI Nevallero
Bpaya, MELWLMHCKOTO reHeTuKa, Tak W CO CTOPOHbI MEAMLMHCKOTO (KIMHUYECKOro)
neuxonora. JTO 3aBUCUT OT TSHKECTU HacNeACTBEHHOrO 3aboneBaHus (MOHOMEHHOTO,
XPOMOCOMHOrO, MyNbTU(AKTOpPUANbHOIO) U TUMA ero HacnefoBaHus (ayTOCOMHO-



[OMUHAHTHOTO, ayTOCOMHO-PELLECCHBHOIO, JOMUHAHTHOTO 1 PELLECCUBHOMO CLEMNMeH-
HOTO C MOSIOM, MUTOXOHLPUANEHOTO).

TpeTuit atan — ouuMarnbHoe 3aKioYeHne C PEKOMeHaUMsaIMU, B TOM Yucne
0 CTEMeHM pucka no noToMcTay. [eHETUUECKUIA PUCK OLIEHMBAIOT ABYMS MyTAMM: TEO-
peTuyeckne pacyeTbl, OCHOBAHHbLIE HA 3aKOHAX rEHETUKYW, U Ha OCHOBaHUM aMNMpUYe-
Ckux daHHbIX. CTeneHb pucka BblpaxaeTcs B NpoueHTax. B Hactoswee Bpewms
cuMTaetcs, Yto ecnm aToT npoueHT coctasnsieT 0-10% — 370 Hu3kuia puck, 11-20% —
cpeaHui, u bonee 21% — BbICOKMIA.

YeTBEPTbIN 3Tan BKIKOYaET pekoMeHaaLmMn MeANLIMHCKOTO reHeTKa, KoTopoe
AOMKHO BbITb 0OBEKTUBHBLIM, Tak Kak HeODOCHOBAHHbI GNaronpusTHLIA COBET MOXET
00epHYTLCA TSHKENON NCUXONOTMYECKON TPABMOI Nocne poxaeHus 6oneHoro pebeHka
B cembe. H.MN.BoukoB pekoMeHayeT NPOBOAMTbL 3aKIHUMTENbHLIN 3Tan Yepes 3-6 Me-
CALEB NOCIe YCTaHOBMEHWS AnarHo3a HacneaCcTBEHHOro 3abonesaHms.

Ucxoaa u3 npuoputeTHbix HaumoHanbHbIx npoektoB PP «3a0poBben» U
«Cembs», nepen CTyAeHTOM MeauuuHckoro BY3a croaT cnegylowme 3agaym:
1. Hayuutbcs cocTaBnsTh POAOCNOBHYHO, B TOM YUCIE, OCBOUT:
1.1. cbop cBeageHwMin 0 uneHax cembm npobaxaa,
1.2. npaBuna v NpUHUMNbI rpadnieckoro 13obpaxeHns reHeanornyeckoro ae-
peBa,
2. Hayuutcs npoBoaMTb aHann3 POQOCNOBHON, BblAeNsTb 0COOEHHOCTM POLOCHOB-
HoM,
HayunTtbCs OXapakTepu3oBaTh TN HAacneaoBaHus,
4. HayuuTbCs OLEHMBATL PUCK PA3BUTUS HACNEACTBEHHOM NaToNOMU NPy MOHOreH-
HOM 3ab0neBaHum:
4.1. C ayTOCOMHO-PELEeCCHBHbLIM TUNOM HacnegoBaHus,
4.2. C ayTOCOMHO-AOMMHAHTHLIM TUMOM HacnegoBaHus,
4.3. C peLeccuBHbIM CLENNEHHbIM C X-XpOMOCOMOM TUMOM HacneaoBaHms,
4.4, ¢ BOMWHAHTHBIM CLENMEHHBIM C X-XPOMOCOMOIA TUMOM HacneL0BaHus,
4.5. ¢ Y-cuenneHHbIM TUMNOM HacneaoBaHus,
4.6. C MMTOXOHOPWANLHLIM TUNOM HaCNeaoBaHus;
5. HayunTbCsi COCTaBNSATH FEHETUYECKWIA MPOTHO3 PA3BUTUS HACNELCTBEHHON NaTo-
noruw:
5.1. Npu KPOBHOPOLCTBEHHOM Gpake,
5.2. Npu1 XPOMOCOMHbIX 60ne3HsX,
5.3. npu mynbTUakTopuanbHbIX 3a60neBaHNSX;
6. OcBOWUTb MPUHLMMbI COCTABMNEHMS CXeMbl NPOUNAKTUYECKUX MEPONPUATUIA NS
npobaHaa C y4eToM AaHHbIX KIMHUKO-TEHeanornieckoro aHanmaa (NpeauKT1BHas
MeauumHa).

w
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C.H.OaeugenkoB (1960) nucan: «B nocmaroBke KAuHu4Yeckozo
duazHoza, mo ecmb B HenocpedcmBerHoll npakmudeckoll padome
Bpava zeneanczuveckoe uccaedoBarHue omHocumces k  dpesBoiyaiiHo
BaxkHbIM, a Hepedko U K pewmarouum MOMeHMmamM pacnosHaBaHus;
npubBeiuka norb3oBambcs OAS duazHOCMUKU MeEMOJOM 2eHearo2uu U
AudHozo  00cAedoBarus  podcmBerHukoB okasviBaemcs  HacmoAbko
CUABHBIM nodcnopbem B exedHeBroli padome, umo Beskomy umero-
weMy B amom xoms Obl HEOOABULOU ONbIM, KAXEMCES CMMPAHHBIM,
KAK MOXHO 0biro doBorbcmBoBambcs paccMomperueM 0OHUX 20AbIX
peHomunoB, cobepurerHo uzHopupys HacaedcmBeHHble ocodeHHoCMu,
Komopeble Obiau cBolicmBeHHbl amum ArOOIM (cembe) ewje 3adoAz0 Do

3adoreBaHus>.
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Fnaea 1. KnuHuko-reHeanoru4yeckmum merTop

~

/KAuHuKo—zeHeaAoauqecKud Memod — amo cnocod aHaAuza po-
docAoBHeix, nosBorsrouwuli npocaedume xapakmep nepedadu
KAK020-AUOO npusHaKa uAu Oore3Hu B cempe ¢ yyemom muna
podcmBennoix cBaseii Mexdy yaeHamu podocAoBHoii.

B MeduyuHckoll zeHemuke amom Memod HasviBaemcs KAUHU-
KO-2eHEAA02UYECKUM, NOCKOAbKY pedb udem o0 HadArdeHuuU

namoaozudeckux npusHako8 ¢ nomowspro npuemoB kAuHude-

QKOZO odcredoBanus podcmBerHukob. /

[laHHbIi METOA NPUMEHSIETCS, NPEUMYLLECTBEHHO, A1 aHanu3a NpuU3HaKkoB
unu 3aboneeaHuiA, onpeaensiemMbiX OOHUM reHOM (MPW MOHOMEHHbIX 3ab0neBaHuX).

OcHOBHbIe TUNbI HacneaoBaHuA:
ayTOCOMHO-LOMUHAHTHBIN,
aYTOCOMHO-PELECCMBHBIN,

JAOMUHAHTHbI CLENMEHHBIA ¢ X-XPOMOCOMO,
PeLEeCCHBHbINA CLEnneHHbIA ¢ X-XpOMOCOMON,
Y-CLEeNnneHHbIN (roniaHapuyeckui),
MUTOXOHAPUATbHbINA.

Sk wN =

BbIsiBNEHWe 3TWX TUMNOB HAcNea0BaHMs NPW3HaKoB UIn 3aboneBaHnil B xoae
aHannsa poAoCroBHbIX U COCTaBNAET 3ada4vy reHeanorn4eckoro metoda.

Hapsgy ¢ npusHakamu, onpegensieMbiMi OGHUM FeHOM, CEMEeNHOe Hakonne-
HWe KOTOpbIX OObI4HO COOTBETCTBYET OAHOMY W3 LUECTU BbILIEYKA3aHHbIX TUMOB
HacnegoBaHWs, CyLLECTBYIOT HACNEACTBEHHO ODYCMOBMEHHbIE MPU3HAKK, UMELLME
HenpepbIBHOE KONMWUYECTBEHHOE pacnpenerneHne. Takoe HacneaoBaHUe SBNSETCS pe-
3ynbTaToM B3aMMOLENCTBUS HECKOMbKMX TEHOB, M NO3TOMY MONYy4uno HasBaHue
MynbmugbakmopuansbHoeo. MynbTudakTopuansHoe HacrnefoBaHWe npeacTaBnser
coboit He 0co0blii B HAacNeaoBaHus, a cnocod B3auMoaencTBusa OTAeNbHbIX FEHOB U
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BHELUHWX (haKTOPOB, OMPEAENnsIOLMX KOHEYHbIN peHOTUN (DEHOTUM - COBOKYMHOCTb
BCEX NPU3HAKOB 1 CBONCTB YeroBeka, (hOpMUPYIOLLMXCS B MpoLecce B3auMoaencTBuS
reHOTUMNA 1 BHELWHEN cpeabl).

O6nacTv NPUMEHEHUS KNMHUKO-TeHeanornyeckoro Metoaa:

e YCTaHOBIEHWE HACMeCTBEHHOMO XapakTepa npuaHaka,
onpefernexue TMna HacnegoBaHus,
aHarnu3a cLenneHns reHoB 1 KapTMpOBaHWUE XPOMOCOM,
WU3y4YeHne MHTEHCUBHOCTI MYTALIMOHHOIO NpoLiecca,
pacwmngpoBka MEXaHU3MOB B3aMOAENCTBUS FeHOB,
MeaUKO-reHeTUYECKOE KOHCYbTUPOBaHME.

-~

Amanbl KAUHUKO-2EHEAA02UUECK020 Memooa:

~

- cdop cBedeHuii 0 ureHax cembu npodarda,
- epadpuveckoe usodpaxeHue podocroBHoi,

- aHAAu3 umMerouguxcs daHHblX u Boldaua coomBemcemByrowsezo

)

3AaKAHOYEeHUs.

1.1. CO6op cBepeHMM O UNieHax cemMmbu nNpobaHpa

C6op 1 aHann3 pogoCcroBHON SBMSETCS BaXHbIM 3Tanom B 00cnenoBaHum
BOnbHOro, MO3BOMSIOLLMM YCTaHOBUTb HACNEACTBEHHbI XapakTep 3aboneBaHus B
npakTKe Bpayemn BCex creumnanbHOCTEN.

C6op cBeaeHUin 0 CeMbe HAYMHAETCS C YENOBEKa, Ha3bIBAEMOro NpobaHaoM.
[nsa cbopa cBeaeHWin 1CNONb3yKT pasHble OPMbl aHKETMPOBAHWUS B COYETAHWUN C
obcnenoBaHmem uneHoB cembi. OCHOBHbIMK TpyOHOCTAMM mpu cbope matepuana
SIBNSETCA HEKOTopasi CyObLEKTMBHOCTL Mony4YaeMon MHAopMaLMK, HeLOCTAaTOYHOCTb
ee 06bema, a Takke BO3MOXHbIe UCKaeHWs. TPyAHOCTM Takoro poaa CBsdaHbl C He-
[OCTaTO4HOM MHAOPMUPOBAHHOCTBIO O 300POBbE BIIN3KNX M LanbHUX POLCTBEHHMKOB.
Yem Gonblue poACTBEHHMKOB ByaeT OmpoLleHo, TeM AOCTOBEpHee W nomHee GyayT
Momny4YeHHbIE CBEAEHMSI.

Bo mMHorux cnyyasix, HECMOTpPSt Ha psf creuunarnbHbIX NPUEMOB, He yaaeTcs
BbISICHUTb NOAPOBHOCTM 060 BCEX YNEHaX CEMbM, B CUMY OOBEKTUBHBIX (HEBEPHO MO-
CTaBMNEHHbI AMArHO3) N CyOBEKTUBHBIX MPUYMH, KOrAa CKPbIBAIOTCS HEKOTOpbLIE CBe-
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[EHUSI O CEMbE MyXa UNnu XeHbl 3-3a D0S3HM pacTopxeHus bpaka unm no Apyrum
NpUYMHaM, HanpuUMep, Koraa BO3HUKAET HEOCO3HAHHOE XEeNaHWe NepenoXuTb BUHY 3a
HacneacTBeHHoe 3aboneBaHue pebeHka (0COOEHHO TakuX, Kak HapyLUEHUE MCUXMKY,
WHTENNeKTa, BPOXAEHHbIE NOPOKM pa3BuTUs U T.4.). B CBA3M ¢ 3TUM XenaTenbHo oa-
HOBpPEMEHHO cobupaTb aHamMHe3 u3Hu 1 BonesHu y camoro npobaHaa w ero poa-
CTBEHHMKOB. Onpoc HeobXOAMMO MPOBOAWUTL C KaxabiM W3 CYnpyroB OTAENbHO,
cobntoaas koHhuaeHUMansHocTb 6eceabl, BO BpeMst beceabl He0bX0aMMO ObiTb BHU-
MaTenbHbIM 1 cobriogate YyBCTBO TakTa. Heobxogumo obpaTuTb BHMMaHWE Ha BCe
©onesHun 1 Nnobble NaTonorM4eckne CUMNTOMbI.

MeTop aHKeTMPOBaHUA MOXET ObITb MCMONb30BaH CaMOCTOATENBHO UMK A0-
nonHsaTe Metop Gecedbl. MHorga MCnonb3ylTcs BbIMUCKM M3 UCTOpUM GomnesHw,
CrnpaBKM NeYebHbIX YUPEXAEHUIA, pesyrbTaTbl aHANN30B, 3aKMHYEHNE KOHCYNbTAHTOB
uT.o.

MopsigoK nonyyeHus CBEAEHWA nmpu onpoce: 0BblMHO npobaHg M ero pog-
CTBEHHMWKM MOTYT 4aTb CBEAEHUSI O TPEX NOKONEHWSX - POAMTENM, AETU, BHYKW. XKena-
TENbHO MOMYYUTb CBELEHWS O MaKCMManbHOM KONMYeCTBE POACTBEHHWKOB, Kak Mo
«FOPU3OHTANM», TaK M MO «BEPTUKaNK». HaunHalT onpoc 00bIYHO C POACTBEHHMKOB
Mo MaTepUHCKOM NinHMKM: 6abyLika 1 Aeayluka no MaTepu, UX AETY MO NOPSiAKY poXxae-
HWS, C yKa3aH1eM BHYKOB, AeTelt kaxaoro pebeHka 6abywuku v aeaywku. Mpu aHkeTyn-
POBaHWUN CnedyeT YTOUHSTL CBEAEHUS! O BblkMAblLax, abopTax, MEPTBOPOXAEHHbIX,
BecnnopHbix Opakax u T.4. 3aTem, B TakOW Xe MOCnegoBaTeNbHOCTH, cobuparoTes
CBEAEHMsI 0 POACTBEHHMKAX OTLA npobaHAa.

anI aHKeTUpPOBaHMUU YTOYHAIOTCA crneaylowue cBefeHus:

o (hamunus, UMs, OTHECTBO YNEHOB POLOCMOBHON (NS XEHLUMH yKasblBa-
10T AEBUYBLIO haMmnnio),

e BO3pacT (AN XWBbIX YrIEHOB CEMbM HA MOMEHT COCTABMEHUS POAOCIOB-
HOIN YTOYHSIETCA TOf POXOEHWS, a ANs YyMepLUNX — BO3pacT, B KOTOPOM
HacTynuna cMepTb, MHOTAA YKa3bIBAKT JaTy POXAEHWS U AaTy CMepTH),

®  HALWOHANbHOCTb,

L] MEeCTO XUTenbCTBa CeMbU (,EU'IH yqua BO3MOXHbIX 3HOAEMUYHbIX CbaKTO-
poB);
° MECTO XUTesbCTBa NPeKoB,

e npodeccus;
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e Hamnuuyue XpoHWYeckux 3abonesaHuit y POLACTBEHHUKOB (41151 yMepLUMX
POACTBEHHWKOB YKa3blBAETCH MPUYMHA CMEPTU, B TOM YUCMNE W HACUITb-
CTBEHHasl)

e aapeca POACTBEHHMKOB C MOAPOOHBIMM  NAcropTHbIMU - [aHHBIMM.

Obbem obcnenoBaHusi, KOMMYECTBO POACTBEHHWUKOB W peructpauus nony-
YEHHOro mMaTepuana 3aBuUCAT OT LLeNnu COCTaBMEHNS pOLOCIOBHON. Hanpumep, Lene-
c006pasHo ykasblBaTb AEeBUYbI (DAMUIAV KEHLLMH U MECTO XMUTENbCTBA NPEAKOoB. ATO
00yCcroBneHo TeM, YTO NPOXMBaHWE Cemel poauteneit npobaHaa B reorpadmyecku
M30MMPOBAHHOM MECTHOCTM, B BNIN3KO PacnonoXEeHHbIX panioHaX, BbISBIIEHWE Cynpy-
roB, MMEKLLMX OAMHAKOBble (amunuu, Mo3BOASET MPEANONOXUTb CyLLECTBOBaHWE
00WMX NPeaKoB 1 Hanuume poAaCTBEHHbIX BpakoB B poaocnoBHon. CBeaeHns 06 aTHM-
YECKOM MPOUCXOXOEHUM CEMbM Takke UMEOT GOMbLUOE KIMHUYECKOe 3HayeHue, Tak
KaK Nnua pasnuyHbIX 3THUYECKUX rpynn (Hanpumep, espew, y3bekn, uHHbl 1 ap.)
MMEIOT NOBbILIEHHYH CKITOHHOCTb K ONpeAeneHHbIM HacneaCTBEHHbIM 3a60neBaHNsM.

MpaBunbHO 1 TOYHO COBpaHHbIE AaHHbIE MO3BONSIOT MONY4UTb HEOBXOAM-
MY MHGhOpPMALMIO NSt MOCTPOEHMS FeHearnornyeckoro Aepesa 1 YacTo CryxaT OCHO-
BOVA [IUArHOCTMK HacneaCTBEHHbIX 3a60neBaHui.

v Knunuyeckuli npumep Ne1. Ha npueme y Bpaya MyxunHa (npobaHa) ¢ okynocdapuHre-
anbHom cbopmom muonatn (peakas opma). Pogutenn npobaHga Hocunu ofHy camunuio (3arymeHo-
Bbl), Mpy 3TOM NpobaHA YTBEPKOAET, YTO OHM He SBMANTCA POACTBEHHWUKaMKU. HasBaHwe OepesHM,
OTKyAa OHM POAOM, SBNSETCSH NPON3BOAHBIM OT 3TOM Xe hamunun (3arymeHoska). C yyeTom obpasosa-
HWS AepeBHM BO Bpems CTOMbIMMHCKON arpapHoi pediopMbl, MOTMYHO MPEANONOXUTL Hanmume obLynx
npeakoB y pogutenen npobaHaa (6nn3kopoaCTBEHHBIN bpak).

MonesHo 3anucbiBaTb afpeca YNEeHOB CeMbM — 3TO OKa3blBAET HEOLEHUMYH
nomoLLp B c60pe AOMOMHUTENBHON MHPOPMALMK, @ TakxKe Npu NocneayoLWnX KOHTaK-
Tax C POACTBEHHUKAMM (MPU MEeAMKO-TeHETUYECKOM KOHCYNbTUPOBAHUM YIIEHOB POAO-
CMOBHOM).

Mpwn cbope aHamHe3a cneayeT yunTbIBaTb XapakTep NpotheccuoHanbHoM ges-
TENbHOCTW, BPEeAHble BO3AENCTBUS Y XEHLUMH (00 6epeMeHHOCTM Uin BO Bpemsi Bbl-
HalMBaHNs 6epeMEHHOCTM), MpUeM TepaTOreHHbIX NeKapCTBEHHbIX NpenapaTosB B
nepBblit TpUMECTp bepeMeHHOCTH, 3aboneBaHns B 3TOT Nepuos, KypeHue, npuem arn-
korons u T.n. Ocoboe BHUMaHWEe Heobxoaumo obpallaTb Ha poauTenen, UMeroLLUX
AeTei ¢ BPOXAEHHbIMU NOPOKaMM Pa3BuTHS.

Mpn cbope ceMenHOro aHamHesa xenaTenbHo Haubonee NOMHO COCTaBMATL
POAOCHOBHYIO MO BOCXOAALLEMY, HUCXOAALEMY M GOKOBbIM HanpaBneHusM W nosny-
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YUTb MHGOPMALMI0 O MAKCMMamnbHOM YuCre POACTBEHHUKOB HE MEHEe YeM B Tpex-
YeTbIpex NOKONEHMSIX.

Bpau gomkeH cobpatb CBEAEHMS HE TONMBbKO O KOHKPETHOM 3aboneBaHuu B
CeMbe, HO 1 060 BCex BONesHsX YNeHoB ceMbu. BaxHO yCTaHOBWTD (Nydlue Npu nny-
HOM OCMOTpE) CyLLECTBOBaHME Y POACTBEHHWUKOB MPU3HAKOB MCKOMOTO 3abonesaHus,
KOTOPbIE MPOSIBASOTCS HE B MOMHOM CNEKTPE (KNMHUYECKUA NONMMOPEU3M).

il Knuruyeckuli npumep No2. PoACTBEHHWKM MO MATEPUHCKON NMHUW Manbynka, CTpa-
AaBLLEro neroyHom hopmoin MyKoBUCLMAO3a, CTPagani XenvHokamMmeHHoM BonesHbio YaLle, Yem B cpes-
Hem B nonynauuu. Y AsotopofHoro Gpata matepu Gpak 6bin 6ecnnoaHbiM. Y Aefa no MaTepuHCKoi
nuHWKM Bbina TeTs, ymepluas B AETCKOM BO3pacTe OT «3aboneBaHns nerkux». Takum obpa3om, pasHble
3aboneBaHmus «CkNaabIBATCAY B €AMHYI0 KapTUHY PasnuyHbIX MPOSBMNEHNA MyKOBMCLMA03a.

3BecTHO BbipaxeHue: «CKombKko cemel, cmoribko u matHy. OnbIT npakTu-
yeckol paboTbl yOEKOaeT, YTo HEPEOKO B CEMbSIX UMEOTCS (hakTbl COKpbITUS 3abone-
BaHWI, NPELOCTaBNEHNS NOXHOW MHAOPMaLmM 0B OTLIOBCTBE M T.N.

il Knunuyeckuii npumep Ne3. Bo Bpems koHcynbTaumun peberka 6bin TwiatensHo cobpaH
HacneaCcTBEHHbI aHaMHE3 Mo NuHUM 0Boux poguTenei. BbISCHEHO, YTO B TEYEHWE HECKONbKUX NeT y
napbl He ObINo AeTelt U3-3a HapyLLEHUs criepMaToreHesa y MyxuuHbl. HEOAHOKPaTHO NPOBOAMMOCH SKC-
TpakopnopanbHoe onnofoTeopeHne. OfHako nocne Toro kak oTew ¢ pebeHKOM BbilLnM U3 kabuHeTa, MaTb
coobwuna, 4To ANs NOCMEAHEro onnofoTBopeHust bpanack JoHopckas cnepma. Mepen nocnegHen npo-
Lielypoii B CriepmMorpaMme Myxa npakTuiecku He 6bino cnepMaTo30uaoB. M xeHLUMHa yroBopuna Bpava
B3ATb [JOHOPCKYIKO CnepmMy 1 He coobLatb 06 3TOM MyXy, Tak Kak OH 04YeHb xoTen umeTb peberka u 6o-
Ne3HEHHO nepexmBan caoe becnnoaue.

PopocnoBHas OCHOBbLIBAETCS Ha YyBCTBE AOBEPUTENIbHOTO OTHOLIEHWS K
Bpayy, COMOCTaBMEHNN JaHHbBIX NEPEKPECTHbIX OMPOCOB 1 OCMOTPOB POACTBEHHNKOB.
LlenecoobpasHo (nocne 06s3aTenbHOro CornacoBaHWs ¢ KOHCYNbTUPYIOWMMCS) Npu-
rnawexve ans cobecenoBaHns 1 KIIMHWYECKOTO OCMOTPa €ro POACTBEHHWKOB, Ha3Ha-
YeHMEe UM JONOSTHUTENBHOTO KIMHWKO-MHCTPYMEHTaNbHOrO 06CnefoBaHns, u3yyeHue
cotorpacpuit UNEHOB CEMbW, @ MpU HEOOXOOMMOCTU — MEAMLMHCKMX [OKYMEHTOB,
NOATBEPXAAIOLLMX HanMune Mbo OTCyTCTBUE TOTO MM MHOTO 3aboneBaHus.
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iy Knunuyeckuli npumep Ne4. Y nauueHTa C pefkum HacnefcTBEHHbIM 3abornesaHuem
POANUTENM NPOXMBANM B pa3HbIX AEPEBHSX, HO BBIICHEHO, YTO AEPEBHM BbiNK pacnonoXeHsl Ha NPOTMBO-
MoNoXHbIX Deperax MamneHbKoV peyyLLKn. Bpaku Mexay XuTensamu aTux fepeBeHb bbinu pacnpocTpaHe-
Hbl. MMpn n3yyeHnn otorpaduin U3 cemeitHoro anbboma obpalyeHO BHUMaHWE, YTO 4acTo [axe «He
POACTBEHHUKN» UMENMW PEHOTUM, CXOXKWIA C NpoBaHmoM.

CnegnyeT 0BbACHWTL YneHam ceMbK, YTO BCe cOOp CBEAEHW OCYLLECTBNSET-
€S B MHTEPECAX KOHCYnbTUpytowerocs (npobaHaa). Beab Tonbko B criyuae 4octosep-
HO coBpaHHOM POAOCMOBHOM CreuManucT MOXeT OnpeaennTb TN HacnefoBaHus
BonesHn 1, TeM cambIM, YTOUHUTD KIMHUYECKWN 4NarHO3, BbISIBUTL TEX YNIEHOB CEMbMY,
KOTOPbIE HYXOAKTCSH B MEAUKO-TEHETUYECKOM KOHCYMNbTUPOBAHWM, ONpeaenuTh reHe-
TUYECKMI NPOrHO3 Anst 6OMLHOro, ero POACTBEHHUKOB M OyayLIEro NoKoneHus, a Tak-
Xe paspaboTatb NnaH neveHns, peabunuTauMm U NpPOUNAKTUKM, Y4MTbIBas
WHAMBUAYarbHbIE U cemeiHble 0COOEHHOCTN TeveHus 3abonesanus. Bonpockl o co-
CTOSIHUM BCEX YNEHOB POAOCIOBHOM HEOBXOANMMO 3aaaBaTh N0 €AMHON CXeMe, NOCTO-
SIHHO NOBTOPASA WX, YTOObI OMpaLUMBaEMbIii CMOT BCTIOMHWTL A€Tanu 3abonesaHns y
POACTBEHHMKOB.

CBefieHs 0 COCTOSIHIM 300POBbS POACTBEHHUKOB, MONyYeHHble OT NpobaHaa,
He BCerfa HOCAT 0ObEeKTUBHbIN XapakTep. B ofiHMX cryyasx, 370 0ObACHAETCS TeM,
4TO MpoBaHg (MO TEM WM WHBIM MPUYMHAM) CTPEMUTLCS CKPbITb HACMELCTBEHHbIN
XapakTep 3aboneBaHus, B Apyrux - HEBO3MOXHOCTbHO NpoGaHAa pacno3HaTh TOMbKO
HauMHatoLLMeCs Npu3HaKkX 6ONesH1, MUKPOMPU3HAKNA 1 MUKpOAHOManui nMbo MOHO-
CUNTOMHblE 1 CTEPTble (hOpMbl HACNEeACTBEHHOrO 3ab0NeBaHusi, KOTopble B COCTOS-
HUM [OWNarHOCTMPOBaTb UL Bpay, UMEHLLMIA COOTBETCTBYIOLLYIO NOATOTOBKY, MpU
FINYHOM KOHTAKTE UNK Npu NPOBEEHUN JOMOHUTENbHBIX METOAOB ANArHOCTUKM.

Knunuyeckuili npumep Ne5. Ha gucnaHcepHom HabrniogeHun y Bpaya coctosna nauu-
eHTKa 57 NneT, CTpafaBLLas HeCOBEpLUEHHbIM OCTeoreHe30M. [posBneHns AaHHoro 3abonesanus bbinu
BbISIBIEHbI TaKKe y ee A04YepU M BHYYKM. HECMOTpS Ha O4EBWAHOCTb HACMEACTBEHHOMO XapakTepa 3abo-
neBaHus Npy NepBOM OCMOTPE MaTb W [OYb OTPULANV Hanuyme POACTBEHHWKOB C NOA0GHLIMW Nposiene-
HuamK. TTpu NOBTOPHOM OCMOTpe M cOope HacrneACTBEHHOrO aHamHesa, Mocne YkasaHus Ha Hanuuue
MPWU3HaKOB HACNeACTBEHHOro 3aboneBaHNs y A0YEPU M BHYUKW, KEHLLWHbI NPU3HANKCh, YTO Takum obpa-
30M «3aLUMLLAIOT» CBOMX OIN3KNX.

i Knunuyeckuti npumep Ne6. TaumeHT ¢ BnepBble BbISBNEHHON ANCTPODNYECKOIA MUO-
TOHWEN (60ﬂe3HbIO Pocconumo-LUTaitHepa -KyplumaHHa-baTtTeHa), Ans KOTOPOW XapakTepeH ayTOCOMHO-
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BOMMHAHTHbIA TN HacnegoBaHWs, NpW MEPBUYHON KOHCYMbTaLMU YTBEPXGan, YTO «HACNeLcTBEeHHbIX
BonesHelt B ceMbe HeT». [leiCTBUTENBHO, MPW OMPOCe He HalAeHO ykasaHWA Ha MpU3HaKM HEepBHO-
MbILLIEYHO NaToONoMW Y ApYruX YneHoB cembu. Ero otew, 70 net, npoxusan B AepeBHe, CNpaBnsancsa ¢
00bI4HbIM 06bEMOM paboTbl, B TOM yucne, pydun aposa. Ho npu 04HOM HEBPOMOTMYECKOM OCMOTpE OTLa
npobaHaa 6binn BbisBNEHbI HErpyBO BbIPaXKEHHbIE NMPU3HAKA MUMONATUYECKOrO U MUOTOHUYECKOTO CUH-
apomoB. Y 80% popcteeHHUKOB npobaHaa BbisBNEHa «BO3pacTHas» katapakta ¢ AebloTom B Bo3pacTe
40 - 45 neT, KapAMOMMONATUS KHESICHOTO reHesa» (TO eCTb MOHOCMMNTOMHbIE BapuaHTbl AUCTpOdUYe-
CKOW MUOTOHUM).

Cbop cBegeHuit 0 yneHax cembi (POJOCNOBHAS) - 3TO NEPBbIA BaXHbIN
pasfen metoga reHeanori. OAHO3HAYHOCTb U CTABUMBHOCTL 3anncK SBNSETCS He-
06Xx0aNMbIM (haKTOPOM BO3MOXHOCTW FEHETUYECKOTO aHanu3a B KaXaon KOHKPETHOM
cembe.

Mo pesynbTaTam aHKETUPOBAHWS YNIEHOB POAOCIIOBHOM CTPOUTCS reHeanoru-
yeckas kapTa (nereHaa), B KOTOPOW OTpaxatoTcst Bce cobpaHHble u 0bpaboTaHHble
CBEAEHMs O podHbIX BpaTbsix 1 cecTpax (cmbcax) npobaHaa, AeTsx npobaHaa u ero
cMbCoB, a TaKke YeHOB POAOCHOBHOM NO BEPTUKANW 1 ropu3oHTanu. Mo 3aBepLueHnm
cbopa cBegeHun u ohopMNEHUM NereHapbl MPUCTYNAKT K rpaduyeckomy m3obpaxe-
HWUIO POLOCNOBHOM. [1N1s 3TOM Lenu pa3paboTaHa CUcTeMa YCroBHbIX 0603HAYEHNI.

1.2. MocTpoeHue rpacdhmUecKon 4YacTM PpOJOCIIOBHOM

padbuyeckoe oToOpaKeHWe reHeanorMyeckoro aHaMHe3a HasblBaeTCs 2eHe-
anoauyeckum O0epegom. Jnuo, obpaTuBLLeecs 3a KOHCYNbTaLMEN, Ha3biBAeTCs Mpo-
BaHaoM (kak mpaBuno, 3T0 BGONbHOA MMM HOCWTEMb HACMEACTBEHHOrO NpK3HaKa,
nepBbIi NOMaBLUMACA B None 3peHus Bpaya, uccnegosarens). [letn ogHoi poauTens-
CKOW napbl - 6paTbs U CecTpbl — HasbiBalOTCS cubcamu. CembENn, B Y3KOM CMbICTe,
Ha3bIBAKOT CYNPYXECKYI0 Napy U UX JeTe, HO NHoraa u 6onee WUPOKNA KPYr KPOBHBIX
POLCTBEHHIKOB, XOTS B MOCIIEAHEM CIy4ae NnyYlle UCromnb30BaTh TEPMUH POA.

OBbIyHO pogocrnoBHas cobupaeTcs No OOHOMY WK NO HECKOMbKAM MpU3Ha-
kam. Y1CTO TEXHMYECKM OHA He MOXET BbITb COCTaBIEHA MO BCEM W3BECTHLIM MPK3HA-
kam (3abornesaHuaM), fa B 3TOM M HET HapobHocTW. Bpau Bcerga uHTepecyetcs
KaKUM-TO KOHKPETHbIM 3ab0neBaHneM, NPU3HAKOM MO0 AOMOMHUTENBHO HECKOMBKMU
npu3Hakamm, CONyTCTBYIOLMMM OCHOBHOMY. B 3aBUCMMOCTM OT Lienu 1ccnesoBaHuns
POJOCIOBHA MOXET ObITb MOSIHOM MM OrpaHNYeHHON. XKenaTenbHO CTPEMUTLCS K
Hambornee NOnHOMY COCTaBNEHWIO POAOCMOBHbIX MO BOCXOAALLEMY, HUCXOAALLEMY U
OOKOBbIM HanpaBmneHusm. 3ajava aTta He Takas Nérkasi, kak MOXeT rokasaTbCs Ha
nep.bIn B3rnsag. Yem Gornblue NOKOMeHuMi BOBMEKaeTcs B POLOCHOBHY, TEM OHa 06-
LupHee. 1O BNEYET 3a COOOM HETOYHOCTb NOMYYaEMbIX CBEAEHWA W, CriefoBaTeNb-
HO, HETOYHOCTb POLOCIIOBHOM B LIEMOM.
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[ns cocTaBneHnsi cxembl POAJOCITIOBHON HEOOXOAMMO 3HaHWe crneuuanbHOM
cumBonvKkM (puc. 3). Bnepsble cuctema 0603HaueHUs poAoCHOBHbIX Gbina npeano-
xeHa .HOcTtom B 1931r.

Mpu ochopmneHnn rpacnyeckon YacT POLOCIOBHON MOXET BbITb NCMOMb30-
BaHO AiBa npuema:

MpW COCTaBNEHUN HUCXOASILLErO POAOCHOBUS HAYMHAKT C CaMOro OTAa-
NEHHOTO U3 U3BECTHbIX NMPEAKOB 1 MOCTEMEHHO NEepexoasT K ero noTom-
KaMm:

MpU COCTaBMEHUN BOCXOLALLEro POA0CHoBUS 0BBEKTOM WCCneaoBaHus
aBnseTca nmuo (npobaHa), 0 npeakax KOToporo cobupatoTcs cefeHus
(c npobaHga Ha4YMHaoT CoCTaBNEHME rpadhnieckon YacT POLOCTOBHOM,
3aTeM yxe uayT N0 BOCXOAALMM CTYNEHAM WK KOreHaM, TO eCTb K OT-
Ly, fedy, npageny 1 T.4.); Takon npuemM Mcnonb3yeTcs, Korga y uccne-
[oBaTens eweé Mano CBedeHWM AN KIWHUKO-reHearnornyeckoro
aHanuaa, korga oH (Bpady WUnW uccrenoBaTesib) NocnefoBaTensHo UOET
OT M3BECTHOrO K HEN3BECTHOMY.

N30bpaxeHne pogoCnoBHOM B KMMHMYECKON NPaKTUKE Yalle 0hopMAskT C
CaMOro CTapLUEero nokoneHus (puc. 4). XoTs MHOrie aBTOPbI PEKOMEHAYIOT HAauMHaTb
oT npobaHga (cM. Bbilwe). [onyckatoTcst pasnuyHble cnocobbl rpaduyeckoro u3obpa-
XEHWS1 POAOCNOBHbIX: PACMONOXEHWE MO OKPYXKHOCTW ONPEeAEeneHHOro paguyca wunm
BEPTUKaNbHO-TOPU3OHTANbHOE N300paxKeHue.

Mpu noctpoeHun rpacdmyeckon YactTu poAoCrnoBHOW HeobXxoaumo co-
onioaathb cneayowmne NPUHLUNGI:

n3obpaxeHne LOMKHO pacronaratbCa Tak, YTOObl Kax[oe NOKomneHue
HaxoaMnoch Ha CBOEN ropuaoHTanu (6onbLume poAOCHOBHbIE COCTaBNS-
t0TCA MO KPYyry);

nMLa OfIHOrO MOKONEHMs!, COCTOSILLME B POACTBE WM HET, pacnonaratoT-
CSl Ha OJHOW ropu3oHTaNW UMK OgHOM paguyce (cubebl pacnonarakTcs
cneBa Hanpago);

npy 06beaVHEHUN NMHUM MATEPK U OTLA MOTYT U306paxaTbest HUXe Nn-
HUM POACTBEHHMKOB (ECMM OHW 3[0POBbI U HE BNMSIKOT Ha AaHHOe 3abo-
reBaHue, MoryT BOOGLLE HE PErMCTPUPOBATLCS B POAOCTOBHBIX);

CyNpyrv POACTBEHHMKOB NMpobaHAa MOryT M306paxaThCs HUKe NNHAM
POACTBEHHWKOB (ECTIM OHYW 3[0POBbI 1 He BNUSIOT HA AaHHoe 3abonesa-
HUe, TO MOTyT BOOGLLE HE PErMCTPUPOBATLCA B POAOCTIOBHbIX);
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e B Cnyyae, Korga B CEMbE HECKOMbKO HACMeACTBEHHbIX 3ab0reBaHuid, He
CBSi3aHHbIX Mexay coboil, kenaTenbHO OCTAaHOBUTL CBOWM BbIGOP Ha 0A-
HOM.

MoxHO ucnonb3oBath Niobble 4ONONHUTENbHbIE 0603HaYEHNs (Hanpumep,
LUTPUXOBKY, 0603HavatoLLen onpeaeneHHoe 3abonesaHune), HoO X Hago OOBACHUTHL B
CCbIMNKax K poAOCIOBHON (nerexa).

MpaBuna coctaBneHus rpadmyeckon YacT poJOCNOBHOM:

e nokoneHust 0603HavatoTcs pumckummn Lucppamm (I, 11, Il v 7.4.) no BepTukany,
Ha4uHas Co CTapLUEro NOKONEHNs:;

®  ufnieHbl NOKONeHUs HymepytoTes apabekumm umdppamu (1, 2, 3 m T.4.) No ropu-
30HTanw, cresa Hanpaeo;

e  KaXnblA YneH POAOCNOBHOM UMEET CBOI LGP, HEODXOAUMBIA B AanbHER-
LueM Ans cocTaBneHus nerenapl, Hanpumep ls, lls, Hls (unu 16, 113, 1115);

® ufieHbl CemMbW NMYHO 0BCneaoBaHHble, B POAOCHOBHOM 0603HaYatoTCa BOC-
KnuuaTenbHbIM 3HakoM (1);

®  Kanabli YneH POAOCIOBHOM JOSMKEH pacnonaraTbCs B CBOEM NOKONEHUM;

®  PacCTOsHWe Mexay NOKONEHUMM LOMKHO BbITb OAMHAKOBO;

e  BCE YNeHbl POAOCNOBHON JOMKHbI pacnonaratbCs CTPOro Mo MOKOMEHUAM B
OfVH pAfd;

e [IMHUN NepeceyeHmnst 4OMKHbI 0603HaYaTLCS YETKO;

e  CxemaTtuyeckoe 13obpaxeHne poaocnoBHONM HaumHaeTcs ¢ npobaHaa, KoTo-
PbI NOMEYaEeTCs CTPESKON;

e B DOpake MyxxunHa n300paxaeTcs CreBa, XeHLMHaA CnpaBa;

e  OT HWX NPOBOLATCS BEPTUKANbHbIE NIMHAN BBEPX [0 NEPECEYEHMUs C NUHUEN,
COELMHSIOLLEN CUMBONbI CyNPYroB (POAMTENEN aTUX AeTeln);

e et oblwmx pogutenen (cubcebl) pasmeLLaloTcs Ha OAHOM FOpPU30HTaNIbHOM
YPOBHE;

o cubebl (bpaTbs, cecTpol npobaHaa) pasmeLLaTcs B pOLOCNOBHOM B NOPsSiAKe
POXAEHUS CNeBa Hanpago, HauMHas Co CTaplLuero pebeHka.

Ecrnu pogocnoBHas CMWKOM 0BLUMPHAs, TO BCE MOKOMIEHWS MOXHO M306pa-
3UTb HE TOpPU3OHTaNbHbIMK psigamm (puc. 4,a), a No okpyxHocTyn (puc. 4,6). B rpadu-
4eCKOM YacTy 0TMEYaTCs TONbKO 3a60neBaHMs, ABMAKOLWMECS CAMOCTOATENbHBIMU C
TOYKN 3peHNs reHeTukn. OCOBEHHOCTM TEYEHWUs! BbIHOCATCA B OMMUCATENbHYID YacTb
POJOCNOBHOM (nereHay). BHU3y cxembl pOAOCNOBHON AaeTcsa paclmndgpoBka CUMBO-
10B 11 jaTa COCTaBMEHNS CXEMb.
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! Knuruyeckuii npumep Ne7. [1sa Gpata cTpapganu runeptoHuyeckoil GonesHoto. Ctap-
Wi 6paT 3abonen B Bo3pacTe 22 neT, 0TMeYarn HeyCTOAYNBOCTb apTepUanbHOro AaBneHns ¢ nogbema-
MW [0 BbICOKUX Lmchp. MykumHa nomyyan runoTeH3nBHyo Tepanuio AByMS npenapaTtamu, B 40 neTHem
BO3pacTe MepeHec WHCYNbT, B 46 NeT - OCTpbIi MHAAPKT MMoKapaa, B 53 roga - yMep OT NOBTOPHOMO
WHCynbTa. Y Mnagiwero 6pata runepToHuyeckas 6onesHb Obina auarHocTMpoBaHa B 56 net, oTMevanuch
NOAbEMbI aPTEPMANBHOTO AaBMNEHMS [0 yMepeHHbIX Ludp. OH ymep B Bo3pacte 98 neT OT MHEBMOHMM.
O6a bparta 6yayT Mapk1poBaHbl OOHUM LIBETOM, KaK CTpaAaBLUMe rnepToHuYeckoil 6onesHbio. VHCynb-
Thl ¥ MHEPAPKT MMOKapaa B JaHHOM Clyqae SBMSKOTCS OCNOXHEHUSIMU OCHOBHOTO 3abonesaHus (runepTo-
Huyeckoil 6onesHu) 1 OTPaXaloT CTeNeHb TSKECTW OCHOBHOIO 3aboneBaHus.

Knunuyeckuii npumep Ne8. Ha npueme y Bpaya nogpocTok ¢ MuonaTuei bekkepa (X-
CLLeI'IJ'IEHHbIM PeLEecCUBHbIA TN HacnefoBaHus). Ero maTb yTBEPXAAET, YTO B CEMbE «BCE 3[OPOBbIY.
Mpu cbope aHamHe3a YTOYHEHO, YTO Y MaTepU eCTb (HEHOTUNMYECKM 300POBbIE CECTPa M MNEMSIHHULA.
BabyLka npobaHaa no MaTepUHCKON MMHWM U LIECTb ee CecTep 3A0POBbI. Y cTapLuen cecTpbl 6abyLuku
[ABe 300POBbIX A0YEPU, CTapLLas U3 KOTOPbIX MMEET TaKkKe [BYX 300POBbIX A0YEPEN, @ MnaLLast 340po-
BYI0 104b U CbiHa. ATOMY TporopoaHomMy Bpaty npobaHaa 6 net. Co cnos ero 6abyLuku, M3BECTHO, YTO B
nocrneaHee BPEMs Y HEro «yTuHas MOXOLKa», OH CTarn MoX0 NOAHMMATLCS N0 NECTHULE, TO €CTb UMEHT-
CS1 KMMHUYECKUE NPU3HaKN HEPBHO-MbILEYHOro 3aboneBaHus. Bce 310 1 BbINO OTpaxeHo BpayoM B fe-
reHge K pOJOCIOBHOW, Tak Kak C YY4eTOM TUMa HacrnedoBaHWS CKMafblBanoch BrieyatneHne o Aebrote
muonatum bekkepa y peberka.

CobniogeHue Bbllle U3NOXEHHbIX NpaBun obecrneynBaeT NpaBuibHY0 Tpak-
TOBKY reHeanornyeckoro apesa (POA0CNOBHOM) MtobbiM cneynanuctom. Ecnm ceege-
HWN O KakOM-IMBO POLACTBEHHMKE HET UMW HEJOCTATOYHO, TO OTOBPaXalTCS TOMbKO
13BECTHble hakTbl NGO B NEreHay BHOCUTCS 3aniCb «CBEAEHUIA He AOCTAaTO4HOY, a
Ha rpacnyeckom n3o6pakeHn POAOCIOBHON CTABUTCS 3HAK BOMPOCA PSAOM C une-
HOM CEMbM, CBELEHNS O KOTOPOM HY)XAAIOTCS B YTOUHEHUN.

Mocne cbopa cemMenHOro aHamHe3a, rpadryeckoro M30opakeHNs POJOCOB-
HOWM W COCTaBNEHMNS NEreHabl NPUCTYNatoT K NPOBEAEHMI0 reHeanormyeckoro aHanmsa.

1.3. AHanuM3 poaoCroOBHOM

[eHeTNYeCKkas HaCTOPOXEHHOCTb Bpaya Heobxoauma npu niobeix 3abonesa-
HWsX, Tem Bonee npn opMax ¢ BOIMOXHOW, UCXOASA W3 KIMHUYECKUX 1 Buronornye-
CKNX OCODEHHOCTEN, reHEeTNYECKON OCHOBOWA.
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OcobeHHOCTKH, no3BonsawwwMe npeanonaratb HacneacTBeHHbIA Xapak-
Tep 3aboneBaHus:

1. omcymcmeue onpedeneHHo20 BHEWHEe20 3MUO0I02UYeCcKo20 hakmopa —
BaXHbI, HO He abCOMIOTHBIN NPU3HAK HACNEACTBEHHbIX 3aboneBaHni, Npu KOTOPbIX
0ObIY4HO HET NPSIMON CBSA3N C 3K30reHHbIMM (haKTopamm («BPeaHOCTSMUY), OAHAKO
OTCYTCTBME BO3MOXHOCTW NPOCNeANTL ONPeaeneHHbIN 3TUONoryeckuin daktop 3abo-
NeBaHWs BO3MOXHO W NPK HEreHeTnYecknx 3aboneBaHnsx (MeaneHHble HeNpouHAGek-
LMK, paccesiHHbIN CKNepo3 ¥ Ap.); B TO e BPeMs, HacneCTBEHHas NaTonorus MHoraa
MaHWUeCTUpyeT nocrne MHAEKLMIA, TPaBM, UHTOKCUKALIMIA;

2. nposieneHue (0ebrom) HacnedcmseHHbIx 3abonesaHull 8 onpedeneHHOM
gospacme — npeHatanbHo (bonesHb [ayHa), B paHHeM getcTse (ammoTtpodus Bepa-
Hura — [odmaHa), B toHocTU (Muonatus dpba), B 3penom Bospacte (6onesHb XaH-
TUHITOHA), B noxunom (6onesHb apkuHcoHa, 6onesHb AnbureidMepa) u T.4.; 3Ta
0COBEHHOCTb MOXET UrpaTb OMpedefieHHyl0 Pofb B AMArHOCTUKE HacneaCTBEHHbIX
3aboneBaHuit, XOTA 1 He peLLatoLLyto (MpeHaTanbHO MOryT NpOsSBRATLCS U AMbpuona-
TYECKME YPOACTBA, B MOXWMNOM BO3pacte — NOCTUH(EKLUMOHHbIA NAPKUHCOHU3M,
CocyaucTas AeMeHLMsA U T.4.);

3. npoepeccupyrowee meyeHue TUNMYHO NSt GONBLUMHCTBA HAcreaCcTBeH-
HbIX 3a060MeBaHMA, HO MPU HUX BO3MOXHbI CTabUNM3aLMS U yryulleHne (0COOEHHO
npy agekBaTHOI Tepanuu); B TO e BPEMS, NPOrPeCccUpyioLLEee TeyeHe MoryT UMETb U
HEKOTOpble HeHacneCTBEHHbIE 3ab0MneBaHms;

4. pacnpocmpaHeHHOCMb (HakonsneHue) 3abonegaHusi 8 ceMbe — 3TO OYeHb
BaXHbI KpUTEpUid, TPEOYIOLWWI YTOUHEHNS KNUHUYECKMX W CYBKMMHNYECKUX (Hanpu-
Mep, nabopaTtopHbIX, MONEKYNAPHO-TEHETUYECKIX) NPU3HAKOB HACNEeCTBEHHOMO 3a-
BonesaHus y 60MbHOMO M BCEX €ro POLACTBEHHWKOB, C KOTOPbIMU BO3MOXEH KOHTaKT
(BKMtoYas 3anpockl MO NOYTE), TO €CTb HaNMYMe aHarnoruyHbIX UK CXOaHbIX 3abone-
BaHWU1 y BCEX M3BECTHbIX YNIEHOB CEMbM MUHUMYM 2—3 NOKONEHWUI; BaXHO NPOBECTM
LieneHanpaBnerHbIn 0CMOTP W AoobcrnefoBaHue MakcMarnbHO BO3MOXHOMO yucna
POACTBEHHWUKOB (HE3aBWUCKUMO OT TOrO, CHUTAIOT NN OHU cebsi GOMbHLIMK MK 300pO-
BbIMM); He0BXOAMMO (PUKCMPOBATb B NEreHae He TOMbKO SBHble (hopMbl BONE3HN, HO U
CTepTble NpU3HakW (au3paduyeckuii cTatyc Unu CTUrMbl ucambpuoreHesa npu cu-
pUHromuenuu, nonas crona - npu 6onesHu Gpuapeixa n ap.); cneayeT BbISCHATL CO-
CTOSIHWe 3[0POBbS POACTBEHHWKOB, MPOXMBAIOLLMX B OTAANEHHbIX MECTHOCTSX MyTEM
3anpocoB B NeyebHble yYpexaeHns, U COMnoCTaBMATb BCE MOMyYeHHble JaHHble, a
TaKkKe MEeULIMHCKYI0 JOKYMEHTaLMIO, CEMEeNHble poTorpadum u T. A.

3TN 0COBEHHOCTU He CryxaT abCcomoTHbIM AOKa3aTeNbCTBOM HacneCTBeH-

HOW NpupoAdbl 3aboneBaHusl, HO UX CredyeT Y4YMTbiBaTb B KIMHWYECKOM MpaKTUKe.

InddepeHunanbHas aMarHocTuka HacneacTBEHHbIX 3a00neBaHNA OCHOBbLIBAETCS Ha
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KOMMIIEKCHOA OLIEHKE MEPEYNCIIEHHBIX KPUTEPUEB, BbISICHEHUM 3aKOHOMEPHOCTEN
HacnegoBaHKs, @ BO MHOTUX CIy4asX Takxe W Ha JaHHbIX JOMOMHUTENbHBIX UCCReao-
BaHWN.

[pn NPUMEHEHUN KIMMHUKO-FeHearnornyeckoro MeToga B pPOLOCIIOBHOM BaXHO
oTMevaTb 06CneaoBaHHbIX Ha HaMM4YME NaTOMOrMYECKOro NpusHaka unm 3abonesaHns
(3TO MOXHO MPUPaBHATL TaKke K NONYYEHMO CBEAEHUI U3 0BBEKTUBHOMO UCTOYHMKA,
Hanpumep u3 uctopum 6onesHn) n HeobcnegoBaHHbIX, CBEAEHNS O KOTOPbIX novepn-
HyTbl M3 0TBETOB NPobaHaa WK POACTBEHHMKOB, @ Takke 13 aHKeT. [pybas ownbka —
WCKYCCTBEHHOE YKOpPOYEHWe 3BeHbEB POLOCIOBHOM M3-3a TpyAHOCTEN 0bcnenoBaHms
nmy Il m Il cteneHun pogcTBa, 0COGEHHO eCv He yKa3sblBAeTCs, Y KOro U3 YNeHOB po-
[OCNOBHON AENCTBUTENBHO He OblN0 POACTBEHHWKOB, @ Y KOro MpOCTO He CoBpaHbl
CBELEHMS.

[MonyyeHne cBedeHMM O POACTBEHHWKAX — 3adaya Henpoctas. Bo-nepsbix,
He BCE MaLyeHTbl 3HAOT 0 GONEe3HsX POACTBEHHWKOB, BO-BTOPbIX, HEPEAKO OHU CKPbI-
BalOT CEMeliHble Cryyan M3-3a NOXHOrO CTbida UK, HaobOopOT, «OTKPLIBAIOTY UX Y
POACTBEHHWUKOB Cyrpyra, CTapasiCb «CBanuTb BWHY» 33 BO3HUKHOBEHWE GONesHu y
pebéHka Ha cynpyra. [MoBTOPSIEMOCTb AW NPONyCky 3ab0neBaHMA B NOKOMEHUSIX,
COOTHOLLEHMs Yncna GonbHbIX W 300POBbIX POACTBEHHMKOB, GOMBHbLIX MYXCKOrO 1
XEHCKOr0 Nnona HepeaKo no3BoNSKT CyAUTb O TUNe U pucke HacnegoBaHus. Ho Gonee
[OCTOBEPHO 3TO YCTaHABNMBAKOTCA NpU NPOBELEHWM aHann3a poA0CNOBHON. B otin-
4ne OT NEPBUYHBIX SNEMEHTOB CEMENHOMO aHanu3a, KoTopble NPUMEHSITCS NpW Jio-
Bom nepBMYHOM OCMOTpe 6OMbHOMO, NPy NOAPOBHOM  KIMHUKO-reHeanornyeckom
obcnenoBaHuM pedb MAET yxe O LieneHanpaBneHHoM rmybokom obcrenoBaHnm une-
HOB CEMbM.

AHaAu3 podocroBroii Bkarouaem B ceds ycmaroBreHue muna
HacAedcmBerHol nepedayu 3adoreBaHus, onpedereHue pucka

poxdeHus 6 cempbe doAbHO20 pedeHka u Boidauy npozHosa

AHanu3 poaocnoBHON BKNOYaeT B cebs cneayowwme atanbl:

e YCTaHOBNEHWe, SBNSETCS NI [JaHHbI NPU3HaK HACNELCTBEHHbIM, TO eCTb
ABNSAETCS MU [aHHbIA NPU3HAK €ONHUYHBIM WM B CEMbE UMEETCS He-
CKOMbKO CryyaeB 3aboneBaHusi (CeMeilHbIi XxapaKTep - eCnv Npu3Hak B
POLOCIIOBHOI BCTPEYAETCS HECKONMbKO pa3 B PasHbiX MOKONEHUsX, TO
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MOXHO npeanonaratb, YTO 3TOT NMPU3HAK MMEeeT HacneaCTBEHHY Mnpn-

poay);

e onpefeneHne TUNa HacnefoBaHWs MpU3Haka — NS 3TOro TiLaTenbHO
aHanu3MpyloT POAOCIOoBHY, obpallasi BHUMaHWe Ha criegylowme Mo-

MEHTbI:

O

O

BCTPeYaeTCs NN 13y4aemblii MPU3HaK BO BCEX NOKOMEHNSIX;
MHOM€ N1 YneHbl POAOCOBHOM 06NaAatoT STUM NPU3HAKOM;
0AMHAKOBA N YacToTa Y Nt 06oMX nonos;

Y NWL, KaKOro Moria OH BCTPEYaeTCs Yallle;

nMuam Kakoro nomna nepepaetcst NpusHak ot 60MbHOro oTya M
GonbHon maTepu;

€CTb N1 B POAOCIIOBHOI CEMbM, e Y 060MX 300POBbIX poanTe-
neit poxganucs 6onbHble aeTu;

eCTb I B POAOCIIOBHOM CeMby, rae y 0601x BombHbIX poauTe-
nei poxaan1ch 3a0poBbIe AeTH;

Kakasi YacTb MOTOMCTBA MMEET HacredyeMblil Npu3HaKk B CEMb-
ax, rae GoneH ofyH U3 poauTeneil.

Mepepaya npusHaka (aHoManun pa3BuTUs, 3aboneBaHNUs) MOXeT ObITb

CBsA3aHa.

1 ¢ MOHO2eHHbIM 3abonegaHuem, TO ECTb, NnogYNHAKLMMCA OOHOMY K3
LLeCTN TUNOB HacneaoBaHUA:

a.
6.

a.
e.

ayTOCOMHO-PELECCHBHbI TUM HACNEL0BaHMS;
ayTOCOMHO-OMUHAHTHbIN TUN HAcNeaoBaHus:;

peLecCuBHbLIM CLleI'IJ'IeHHbIﬁ c X-XpOMOCOMOVI TN Hacnegosa-
HUA;

AOMUHAHTHBIM CLEMMEHHBIN ¢ X-XPOMOCOMOW TWUN HacnenoBa-
HUS;

Y-CcuenneHHbIi TMN HacnegoBaHus.

MI/ITOXOH,ElpIAaJ'IbeIIZ TN HacneanoBaHUA,

2 C XPOMOCOMHbIM 3a60/1668aHUEM;
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3 ¢ mynbmubakmopuanbHbIM 3aboneeaHueM,;

4 ¢ HapyweHueM eHympuympobHO20 pa3gumusi nof AeicTeueM Hebnaro-
NPUSTHBIX (OAKTOPOB (BPOXAEHHBIE MOPOKM Pa3BUTKS).

MoMOLLb KNMWMHMKO-reHeanornyeckoro MeToga B AMArHOCTUKE HacneacTBEH-
HOW naTonorum ouyesugHa. Tak, ecnv B POJOCNOBHOM OBHapyeHa HacneacTBEHHOE
3aboneBaHne 1 NPOBELEHHbIN aHANN3 NOKa3biBAaeT BO3MOXHOCTb nepeaayn eé npo-
BaHay, TO 3TO NO3BOMSET Bpayvy AaXe NpW CTEPTON KMWMHUYECKOM CUMMTOMATHKE Y
npobaHga (4To M SBUIOCH NPUYMHON NPOBELEHNS NOAPOBHOro reHeanornieckoro 0b-
CneaoBaHmMsl) NOCTaBUTb AMArHo3 AaHHON HacneaCcTBEHHOM GonesHu.
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MnaBa. 2. OueHKa reHeTU4YeCcCKoOro pmcka

FeHemuueckuil puck — amo BeposmHocme nosbrerus onpede-
AeHHoU HacAedemBerHol namonozuu y odpamubusezocs 3a KoH-

cyrbmayueil uAu Y e2o nomomkoB.

[eHeTUYECKUIA pUCK OnpeaensieTcst MyTeM PacyeToB, OCHOBAHHbIX Ha reHeTU-
YeCKMX 3aKOHOMEPHOCTSAX, UMW C MOMOLLBIO SMMUPUYECKUX AaHHbIX. BO3MOXHOCTb
paccuMTaTh reHeTUYECKUIl PUCK 3aBUCUT, B OCHOBHOM, OT TOYHOCTM AMArHo3a 1 nor-
HOTbI reHeanornyecknx AaHHbIX. POAOCNOBHAA AOMKHA BKMKoYaTh WHAOPMALMIO He
MEHee YeM O TPex MNOKOMeHUsiX. Bonbluoe 3HayeHWe MMEET BbISIBNIEHUE KPOBHOMO
POACTBA MEXAY KOHCYNbTUPYIOLLMMUCS Cynpyramu; U3y4eHUe COCTOSHWS 3[40POBbS
MOHO3WrOTHbIX OMM3HELIOB, €Cnn Takie eCTb B POAOCMOBHOI; 0BcrenoBaHue, Kak
BOnbHbIX, Tak W 30OPOBbIX YNIEHOB CEMb; CBEAEHNS O BbIKMAbILLIAX, MEPTBOPOXAEHU-
fx.

MpaBunbHbIA cOOP U aHanmKU3 POLOCIOBHOW AtOT BO3MOXHOCTb MPOBECTM
KOHCYNbTaLMIO Aaxe B TEX Cryyasix, KOraa AnarHo3 TOYHO YCTaHOBUTL He yaaeTcs.

FeHeTnyeckuin puck Ao 5 % OLEHNBAETCS KaK HU3KWIA 1 HE CYUTAETCs NpoTU-
BOMOKa3aHUEM K AETOPOXAEHNIO B JaHHOW cembe. Puck ot 6 go 20 % npuHATO cun-
TaTb CPEAHMM; B 9TOM Cryyae peKOMEeHZauuu OTHOCUTENBHO MNaHMPOBaHUS
AanbHenWwmnx bepeMeHHOCTEN 3aBMCAT He TOMBKO OT BEMWYMHBI pUCKa, HO U OT TsKe-
CTU MEOULMHCKMX U COLManbHbIX NOCMEeACTBUA KOHKPETHOrO HacneaCTBEeHHOro 3abo-
NeBaHns, a Takke OT BO3MOXHOCTU NpeHaTanbHOM AMarHoCTUKU. Ecnn reHeTuyeckuin
puck npeBbiwaeT 20 %, TO B OTCYTCTBME METOLOB NpeHaTanbHOM AMarHOCTUKM COOT-
BETCTBYIOLUEN NaTONOrMM AanbHenlee AeTOPOKAEHNE B AAHHOW CEMbE HE PEKOMEH-
pyeTcs.

MepBas 3agaya npu aHanu3e pogoCcroBHOM — YCTAHOBMEHWE HACMEACTBEH-
HOro XxapakTepa npu3Haka. Ecnv B pogocnoBHoi BCTPEYaeTCs OAWH 1 TOT e NpuaHak
(nnn 6onesHb) HECKONBKO pas, TO MOXHO AymaTb O HacneacTBeHHon npupoge. OgHa-
KO Hago, NPEeXae BCEro, UCKMYNTL BO3MOXHOCTL (beHoKonuW. Hanpumep, ecnm nato-
FeHHbIA  (DaKTOp [OEWCTBOBAN HA KEHLWHY BO BPEMS BblHALUIMBAHUS BCEX
BepemMeHHOCTEN, TO Y TaKOW XEHLMHBI MOrYT POAMTLCS HECKONBKO AETEN C OAMHAKO-
BbIMV BPOXAEHHBIMW NOpoKamu pa3suTus. C apyroit CTOPOHbI, OAHM U Te ke npodec-
CWOHanbHble BPEOHOCTM WM BHELHME (haKTOpbl MOMYT BbI3blBaTb  CXOAHbIE
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3aboneBaHns y YNEeHOB OAHOM cembi. ECnn MCKMoYaeTea AeNCTBIUE CXOAHbIX BHELU-
HWX (DaKTOPOB (a ANs pa3HbIX MOKONEHW OHO WCKMtoYaeTcs ¢ Bonblueit BEpOsSTHO-
CTbH0), TO FTOBOPSIT O HACNEACTBEHHOM XapakTepe 6onesHu.

Mocne Toro kak ByaeTt obHapyXeH HaCNeACTBEHHbIN xapakTep npusHaka (6o-
ne3Hu), HeobX0AMMO YCTaHOBUTb TUM HACNEA0BAHMS W PUCK EF0 NEpeaayn NoTOMCTBY.

OnpegeneHve Tuna HacneaoBaHWS B KOHKPETHOWM POAOCMOBHOM — Bcerga
CepbesHas reHeTnyeckas 3agaya, XOTs Ha NepBbli B3NS OHA MOXET MOKasaThCs
[O0BOMBHO NErKo. [iNs peLleHmns reHeTUYecknx 3afay no aHannay pogoCcoBHbIX Bpay
LOMKEH UMETL CreLmnanbHyto NoAroToBKy. IMeHHO noatomy, korga Heobxoaum yrny6-
NEHHbIN KIMHUKO-TEHearnornyeckuin aHanms, KNMHUYECKU NCUXonor (Kak 1 Bpay nio-
Boi Opyron cneuywanbHOCTW) HanmpaBnseT CeMbld B MEeOMKO-TeHETUYECKYH
KOHCYNbTaLMI0 K Bpayy-reHeTuky. Bmecte ¢ TeM kaxgomy Bpady Hago 3HaTb OCHOB-
Hble KpUTEPWM Pa3HbIX TUMOB HACNEe[0BaHMS, KOTOPbIE MPUBOLASTCA HUXE.

2.1. OueHkKa pucka MOHOreHHoro sabonesaHusn
Mpu3HaKM ayTOCOMHO-AOMMHAHTHOTO TMNA HacnegoBaHuA (puc. 5, 6):

e 3abonesaHue perynsapHo nepefaeTcsi U3 MOKOMEHMs B MOKONEHME, T.e.
NPOCNEXMBAETCS B POAOCIOBHOM MO BEPTMKANM M OTMEYAETCS Mnopaxe-
HWe MHOTWX MOKOMEHW (KpOMe Cry4aeB MyTaLum de novo);

e 3aboneBaHne C OAVMHAKOBOI YaCTOTON U TSKECTbIO BCTPEYaeTcs Kak y

MYXXUMH, TaK U Y XKEHLLH;

nepeaaya naTonorum ot 60MbHbIX POAUTENEN K AETSAM;

pons bonbHbIx geTen coctaBnsiet 50%, ecnv 6oneH oguH U3 poauTenei;

300pOBLIE YNEHbI CEMbM, KaK NPaBUITO, UIMEHT 300POBbIX MOTOMKOB;

oTel, ¥ MaTb OAMHAKOBO NEPEAarT MyTaHTHbIA FeH A0YEepPsM U CbIHOBb-
aM;

BO3MOXHa nepeaada 60MesHM oT 0TLA K CbiHY.

e  CpefHWi BO3PaCT OTLIOB B CMOpaguyeckux cryvasx (Mytauuu de novo)
MOBBILLEH;

e yem Oonblle penpogyKTUBHAA NMPUCNOCOBNEHHOCTL NMOPaXEHHOrO NuLa,
TEM MEHbLLEe BEPOSITHOCTb AaHHOMO Cnyyast ObiTb pe3ynbTaToM HOBOM
MyTaLum.
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PucyHok 5 — Cxema nepedayu aymocomMHO-00MUHaHMHO20 NPU3HaKa.

B cpenHem nonoswHa geteii ByayT MMeTb reHoTUn, B koTOpom OyAeT npucyT-
CTBOBaTb OAMH AOMWHAHTHBIN FEH, TO eCTb BEPOSITHOCTb ayTOCOMHO-AOMUHAHTHOIO
3abonesaHus y notomctea byaet coctaBnsTb 50%.

AYTOCOMHO-JOMUHAHTHbIE (DEHOTMIMbI YACTO:

e aCCOLMMPYIOTCS C BPOXAEHHBbIMM MOPOKaMU PasBUTUS WM ManbIMi
aHoManusaMu pasBuTUS;

e ABMAKTCA NMENOTPONHBIMU (T.€. OAUH FeH KOAMPYET HECKOMbKO NpU3Ha-
KOB);

®  KIMHWYeCKku BapuaberbHbl;

®  1IMEIOT MeHee TSKENoe TeyeHue, YeM 3abonesaHns ¢ PeLeccBHbIM TH-
MOM HacrefoBaHus;

®  VIMET BO3pacT-3aBuCUMbIil AeBIOT.

AyToCOMHbIe reHbl 0603HavaroTcs naTuHckumu byksamu (A, B, C n 1.4.), npu
9TOM JOMWHAHTHBbIV reH 0603HaYaeTcs 3arnaBHOM BYKBOW, PELIECCUBHBIN - MPOMUCHOM.

Mpu BOMWHAHTHOM HacnegoBaHUM NpuaHak (OonesHb) MPOSBRSETCS, Kak B
romMo3urotHom (AA), Tak U B reTepo3vroTHOM COCTOsHUK (Aa).
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POAMTENH 3A0p0E3A MATE SoneHo 0Tey
(reHoTwn aa) (reHoTHn Aa)

rameTel
a A a
NOTOMCTBO aa
Aa
BankHOA ChiH GonEHOM ChIH
JE0nEHaA 4oYe f6oneHaA gods
pHCK 1.1 (50%)

PucyHok 6 — OueHka pucka nepedayu aymocoMHO-OOMUHaHMHO20 Npu3Haka.

~7

\
X @ Mpumepbl 3a6onesaHull ¢ aymocOMHO-0OMUHaHMHLIM MUNOM  Hacnedo8aHus:
epoxdeHHas BPOXOEHHas MUOTOHUS 1 Tuna (MMOTOHWS TomceHa), aucTpoduyeckast MUOTOHUS 1 TUna
(mmotoHns  Kypwmana-batreHa-Pocconumo),  axoHaponnasvs,  HECOBEpLUEHHbIi  OCTEOreHes,
naronaTiyeckas MUOKMOHYC-anunencus (cuHapom lepnnHa-AHua), HeiipodmbpomaTos 1 Tuna (bonesHb
PeknuHrxayaeHa), Ty6eposHblit cknepos (6onesHb bypHesunns-Mpuxrna), boneaHb XaHTUHITOHa 1 Ap..

[lomrHaHTHO Hacnegyemble 3aboneBaHnsi xapakTepuayoTcs nonMMopguns-
MOM KITMHUYECKWX NPOSIBMEHUIA HE TOMbKO B Pa3HbIX CEMbSIX, HO U CPeau YNEHOB 0f-
HoW ceMbi. Hanpumep, npn HeipodpmbpomaTtose 1 Tuna (GonesHu PeknuHrxayseHa) y
0fHUX 6OMBHBLIX B CEMbE MOTYT ObITb MHOXECTBEHHbIE HEMPOUOPOMBI, @ Y APYTUX —
MWL €AUHWNYHbIE KOXHble NPOsiIBNEHUs (NTHa LBeTa «kode ¢ Monokomy»). OcobeH-
HOCTb psiAa OOMWHAHTHbIX BonesHeln — BbiCOKas BapWabenbHOCTb CPOKOB Havana
BonesHun faxe B npegenax OgHoW cembi. HarnsgHelM npuMepoM criyxut 6onesHb
XaHTuHrToHa. PacnpegeneHue 6onbHbIX N0 BO3pacTy Havana 6onesHn onucbiBaeTcs
HOpMasbHbLIM PacnpeaeneHnem co cpeaHnM 3HadeHnem 38—40 nert.

Mpu TKENbIX HACNEACTBEHHbIX 3ab0NeBaHMSX C ayTOCOMHO-AOMUHAHTHBIM
TUMOM HacneaoBaHus, korga y 60MbHbIX OrpaHN4EHbl BO3MOXHOCTY MMETb NOTOMCTBO
(CHWxXEHHas epTUNBHOCTL), POSOCIIOBHBIE HE ABMAKTCA TUMUYHBIMM, TaK Xe Kak U B
TEX CNyyasix, Korga MyTauns BO3HUKAET BMEPBbIE B 3apOAbILLIEBbIX KNeTkax (cnopaau-
yeckue crnyyan).
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Mpu3Hakm ayTocOMHO-peLieCCUBHOrO TMNa HacneaoBanusa (puc. 7, 8):

e poauTenu npobaHaa 340poBbl, HO aHanornyHoe 3aboneBaHue MOXET
0BHapyXMBaTbCA Y POAHbIX, ABOKPOLAHLIX MAM TPOPOAHbLIX C1BCOB
npobaHaa; ropu3oHTanbHbIN XapakTep panpeaenieHns B pogoCcioBHOM -
nopaxeHue POACTBEHHWKA Ha HOKOBOM BETOUKE reHeanornyeckoro ae-
peBa;

e 3abonesaHue OTCYTCTBYET y AETEN, UMELMX OgHOro obLLero poauTe-
ns;

e 00a nona nopaxarTcs C ONHAKOBOWM YAaCTOTOMN U TSHKECTLIO;

e HacrnegoBaHue oT 060MX (HEHOTUNMYECKN 3[0POBbIX POAUTENEN, Kax-
ObliA U3 HAX HOCUTENb MYTAHTHOTO annens (annernb - OAHa 13 napbl U
Cepum anbTepHaTUBHLIX HOPM reHa, MMEtoLLas OfAMHAKOBYIO Niokanuaa-
LMK0 B XPOMOCOME; 3[40POBbI HOCUTENb PELIECCHBHOMO FeHa - reTepo-
auroTa);

e [OTOMKM POAMTENEN, HOCUTENEN MyTaHTHOro annens, B 25% 340poBbI
(roMO3MroTbl N0 AOMUHAHTHOMY reHy), B 50% - 300poBble HOCUTENM
MYTaHTHOrO annens (reteposnrotbl) U B 25% - 60MbHbI (rOMO3UrOThI MO
PELieCCUBHOMY reHy); Takum 06pa3om, 2/3 BCeX KMMHUYECKU HOpMasb-
HbIX NOTOMKOB SIBMSOTCA HOCUTENAMM NATONOrNYECKOrO annens.

e pW Hanuuun y poputeneit npobaHaa KPOBHOPOACTBEHHOrO Bpaka OT-
MeyaeTcs yBenuyeHue yncna 6onbHbIX B POAOCHOBHOM;

e [N AaHHOrO TWNa HAaCNeAOBaHMS XapaKTepHO NposiBreHne 3abonesa-
HWS TOSbKO B FOMO3UIOTHOM COCTOSIHUM.

[ns nposienexus npusHaka (6onesHun) opraHmam JOmkeH ObiTb FOMO3MIOTOM
Mo peLeccuBHOMY NpuaHaky (aa). MeTepoauroTbl (Aa) M roMO3UroThbl N0 JOMUHAHTHOMY
npu3Haky (AA) — 380pOBbI.

Bpakn, B KOTOpbIX 00a poauTens reTeposuroTHbl MO ayTOCOMHO-
peLeccuBHOMY 3aboneBaHnto (Npu3Haky), BCTpeyatoTcs Hanbonee vacto. Cerperauus
NOTOMCTBA COOTBETCTBYET MEHAENEBCKOMY COOTHOLLEHMIO 1 (300p0BbIN): 2 (reTeposu-
roTbl): 1 (GonbHoM). Puck poxaeHus 6onbHOro pebéHka B TakoMm Bpake cocTaBnsiet
25%.
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PucyHok 7 — Cxema nepedayu aymoCcoMHO-PeUeccUsHo20 NpusHaka.

AyTOCOMHO-peLEeCCHBHbIE (PEHOTUMbI HaCTO:

e accoummpylTcst ¢ AeDULMTOM MMM aKTUBHOCTbIO SH3UMOB W MOITOMY
Ha3bIBAIOTCS BPOXAEHHbIMU OlWMOKamMu meTabonuama unu Hacnep-
CTBEHHbIMK Gone3HsIMu 06MeHa BELLLECTB;

e  KNMHMYECKM 3ab0neBaHMs NpoTeKaloT bonee TSHKENO, YEM AOMUHAHT-
Hble 3aboneBaHus;

e  (beHOTMNMYECKM MeHee BapuabernbHbl, YeM AOMUHAHTHble 3abonesa-

HUS;

e B HaCTOsALLEe BPEMS Pacro3HaloTCs Nerye, YeM JOMUHAHTHbIE COCTOS-
HUS;

e B MeHbllei CTeneHn, YemM JOMUHAHTHbIE COCTOSIHUS, 3aBUCAT OT BO3-
pacTa.

~7

\
\/\@ (7
X Mpumeps1  3a6oneeaHuli ¢ aymoCOMHO-PEUECCUSHbIM MUNOM  HacredoeaHusi:

cnunHanbHble amuotpodum Beppahura-Toddmana n Kyrenbbepra-BenaHgep, renatoneHtukynspHas fe-
reHepauus (bonesHb BunbcoHa-KoHoBanoBa), eHUNKETOHypWsi, MYKOBMCLMAO03, afpeHOreHnTanbHbIi
CMHAPOM, ranakto3emusi, HeKoTopble (hOpMbl HECOBEPLLEHHOTO OCTEOreHesa, MyKomonmmcaxapuposbl,
6onesHb [owe u ap.
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pOAMTENH 300p0BaRA MaTh- 3A0POBLIA OTEY-
HOCHMTENBHULA HOCHMTEND MyTaL|Hk

MYTALMA (reHoTrn Aa)
(reHoTun Aa)
rameTsl
A d A a
NOTOMCTBO /
AA Aa Aa aa
340P0BLIA ChiH 340P0BLIA HOCMTEND BonNeHOA ChIH
/3ADpoEaA A04b ChIH / A046 f6oneHaA A04b
prcK 121 T5% - 300poBkl, B ToM 4Yucne 50%

3A0POBLIE HOCHTEN MYTALMK
25% - BonsHele

PI/ICVHOK 8 - OueHka pucka nepeda'-lu aymOCOMHO-peyeccugHo20 npusHaka.

ManogeTHOCTb COBPEMEHHbIX CEMEN 3aTPYAHSET YCTaHOBMEHWE ayTOCOMHO-
PELIECCMBHOTO TWMa HacnefoBaHust 6ONe3Hu, HO aTOMy crocoGCTByOT fBa 06CTOs-
TenbCTBa:

e  poxpaeHue pebEHka B KPOBHOPOACTBEHHOM Gpake,

e BbisBNEHMe Broxummyeckoro aedpekta y oboux poguTeneir, ecnu npu
3aboneBaHnn U3BECTEH NEPBUYHBIA BUOXUMUYECKUI LEeHEKT.

Bpaku, korga oba poauTens roMosvroTHbI, O4eHb peaki. ECTeCTBEHHO, YTO
BCE [eTW B 3TUX CeMbsix OyayT romosurotamu, a Nnotomy BonbHbIMK. B Tex cembsix, B
KoTOpbIX Y B0NbHBIX poauTenen (HanpuMep, anbbUHOCOB) POXAANMCH 300POBbIE Ae-
T, TaKoe HECOOTBETCTBME OOBSACHAETCS MyTaLMAMM B pasHbIX reHax, W Takue AeTu
SIBNSIOTCA ABONHBIMU TETEPO3NTOTaMU, UX HA3bIBAKOT KOMMAYHA-TETEPO3NTOTaMM

Bpakw reteposnrot (340poBbix) ¢ roMo3urotamu (60rbHbIMI) BCTPEYAKOTCS, B
OCHOBHOM, CPeau KpOBHOPOACTBEHHbIX 6pakoB. bpaku mexay 6nm3kuMn poaCcTBEHHM-
KaMu 13gaBHa CHMTAKOTCS HEXenaTernbHbIMU 1 BO MHOMX CTpaHax 3anpeLueHbl 3aKo-
HOM 1 0BblMasmm obulectBa. OTO M3BECTHO, OJHAKO [gaxe Mexgy OTuoM W
[04€EPbI0 UMK POAHBIM BGpaToM W CeCTpoit MHLECTHbIE CBSA3WN BCTPEYAKTCH HaMHOrO
yalLe, YeM NPUHATO cunTaTh. bpak xe Mexay Asaen U NneMsHHULEN, ABOPOAHBIMM
UK TPOKOPOAHBIMM BPATOM W CECTPOI AOBOSIBHO YaCTbl, XOTA W ABNAKTCA NpeaMeToM
coumanbHbIX 1 PenurmosHbx orpaHnyeHnii B Espone, CeBepHoit AMepuke 1 apyrux
PErMoHax ¢ XpUCTUAHCKUMU TPaaULMAMM, @ BO MHOTUX TPALWULMOHHO MCMOBEAYIOLNX
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MYCYNbMaHCTBO a3uaTcKuX Nonynsuusx MM Booblie OTAaeTcs npeanouteHue. B
Hallen cTpaHe aTW Tpaguuum Bee ewle aatT cebs 3HaTb B pecnybnukax CpepgHei
Asum 1 AsepbaimxaHe.

KpoBHble POACTBEHHWKIM — 3TO POLACTBEHHMKM, KOTOPbIE UMEIOT, MO KpanHen
Mepe, OAHOrO, Yalle ABYyX, a MHorga v Gonbluee yncno obLwmx npeakos. Hanpumep, y
[BOIOPOAHbIX BpaTa 1 cecTpbl O4HM 1 Te xe dedyllka u 6abywka. A Bbie yxe yno-
MWHarOCh, YTO KaxAablii YEMOBEK SIBNSIETCS HOCUTENEM, Mo KpaiiHen Mepe, OAHOro-
ABYX MYTaHTHbIX PeLecCcUBHbIX reHOB. [103TOMy TOT MaTONOrMYECKUI TeH, KOTOpbIN
Bbin y aepywku unu 6abyLuku, BNonHe Mor nepeaaTbest 060MM X BHYKaM, KOTOpbIe,
CnepoBaTenbHO, B 3TOM cryyae OyayT HOCUTENSMU OQHOMO W TOrO e MyTaHTHOro
reHa, nonyyeHHoro u3 obLyero UCToyHKKa. MoaToMy y AeTen OT Takux CynpyKECKUX
nap ropasgo valle o6HapyXuBaloTCS pasnuyHble peLeccuBHble 3abonesaHus, a be-
PEMEHHOCTU Yallie 3aKaHYMBaKTCH CaMONPON3BONbHBIMI abopTamu 1 MePTBOPOXae-
HUSMU, YeM B HEPOLCTBEHHbIX Bpakax. C [pyroi CTOPOHbI, B OTATOLIEHHbIX CEMbSX
OTMeYeHa YeTKas 3aBUCHMOCTb MEXY YacTOTON BCTPEYAEMOCTU PELECCUBHbLIX  3a-
foneBaHWn 1 KPOBHOPOACTBEHHbIX OPaKoB - YeM pexe BCTpevaeTcs 3abonesaHue,
TEM BbILLE LUAHC, 4TO poauTenu 6OMbHbIX JEeTen OKa3blBAOTCA KPOBHLIMU POACTBEH-
HWKamu. U elle ogHa 3aBUCMMOCTb: YeM Bnvxe CTeneHb POACTBa MexXay Cynpyramu,
TEM BbILLE PUCK HACNeJ0BaHNS reHeTYeckux 3aboneBaHni 4ns X NOTOMCTBa.

Mpu3Hakn X-cuenneHHoro AOMWHAHTHOrO TUNAa HacneaoBaHua (puc. 9):

e 6OMNEIOT KaK MyXUMHbI, TaK U XEHLUMHBI, OOHAKO 60MbHbIX KEHLUMH B ABa
pa3a 6onbLue, YeM BONbHbIX MyX4WH;

e 3abonesaHue NPOCNEXMBAETCS B KaXAOM NOKONEHUM;

e ecnn boneH otel, TO BCe ero govepn byayT 6ONMbHbIMK, @ BCE CbIHOBbS
300POBbLIMY;

e ecnu BonbHa MaThb, TO BEPOSITHOCTb POXAEHNS GonbHOro pebeHka paBHa
50% He3aBuUCKUMO OT Nona;

e  GonbHbIMK LeTn BygyT TONbko B cryyae, ecnu 60neH oauH u3 poauTe-
neu;

ey MyX4uH 3aboneBaHue NpoTekaeT 6onee TAKENO, YEM Y KEHLLMH.

OcobeHHoCTW HacrnegoBaHus aTx GonesHeit 06yCnoBNeHbI TEM, YTO Y XEH-

LWWH ABe X-XPOMOCOMbI, @ Yy MyX4MH OAHa. YKeHLimHa, yHacnegoBas OT OAHOMO W3

poauTerneit NaTonormyecknin annenb, ABNSETCS reTepo3uroToi, a My>4mHa — reMusiu-
TOTOW.
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PucyHok 9 — Cxema nepedayu npusHaka ¢ X-cuennieHHbiM GOMUHaHMHbIM munoM HacnedosaHus: A —
HacnefoBaHWe Npu3Haka no NHUM MaTepu. b — HacneLoBaHMe MO NUHK OTLA.
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pOAMTENH fonsHan MaTk 3A0POBLIA OTel,

{reHoTrn 23X [reHoTrn XY)
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LnA Manedmnkoe — 50%

PucyHok 10 — OueHka pucka nepedayu npusHaka ¢ X-cuensieHHbiM AoOMUHaHMHbIM muUnoM Hacredosa-
HUSI NO JIUHUU Mamepu.

POAKTENH 3JA0POBEA MaTb ‘( DoNLHOA oTeL,
(reHoTHN XX [rEHOTHMA Y]
rameTel
x X ¥

NOTOMCTEQ o P

HoneHaA 300POELIA

nods ChIH
MK LNA fJesovek - 100%

4NA Mane-KKoe — 0%

PucyHok 11 — Ouerka pucka nepedayu npusHaka ¢ X-cuenneHHbiM 0OMUHaHmMHbIM munoM Hacnedoga-
HUS N0 NIUHUU omya.
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eHbl, NOKaNM30BaHHbIE Ha MOMOBbLIX XPOMOCOMaX (TO €CTb CLENnneHHble ¢
HAMKM), 0603HAYAKOTCA Kak CMMBON (TOuKa, WTpMX) unu OykBa B BMAE BEPXHErO
(HagcTpoueuHoro) 3Haka (X! unm XA). Mpn X-cLenneHHoM, JOMUHAHTHOM TUMe Hacne-
[0BaHWs BHe 3aBMUCMMOCTM OT Mofa, LOCTAaTOYHO reTepo3nroTHOrO COCTOSIHMSA (puc.
10, 11).

B cembsix, roe BonbHa mMaTh, AEBOYKW 1 Manbunku ByayT 60neTb ¢ paBHON Ya-
CTOTOM, KaK Npy ayTOCOMHO-AOMMHAHTHOM Tune HacrnegoBaHus. B cembe, rge 6oneH
oTel, BCe AEeBOYKM BOMbHbI (OHW MOMyYMnM OT OTLA EAMHCTBEHHYIO X-XPOMOCOMY C
NaTomnorMyeckMM reHoOM), a MarnbuMku 30O0poBbl (0T OTW@ OHW  HacnegyloTt VY-
XpOMOCOMY).

B cpegHeMm, XeHLWWHbI (OHWM reTepo3nroTHbI) BONET MEeHee TSKENO, YeMm
MY>4MHbI (OHU remmanroTHbI). BonesHb Gonee BapuabenbHa No KIMHUYECKUM NPOSiB-
NEHNAM Y TeTEpO3UrOTHBIX KEHLLUMH. Ecrin 6onesHb Tskénas u AetanbHa y reMusurot
(CMHOPOM HepepxaHUst NUrMEHTa, POTO-NMLE-NanbLEBON CMHAPOM, CUHAPOM [OnbT-
La—IopnunHa), To Bce Manbymki yMupatoT. BonbHbIMM BbIBaKOT TOMBKO AEBOYKM.

~7

X@ lpumepni 3abonesaHull ¢ doMuHaHMHbIM X-CUensieHHbIM MunoM HacnedogaHusi: Tv-
nochachaTeMUIECcKnit paxuT (PE3NCTEHTHBINA K BUTaMuUHY D), CMHOPOM «HepepXaHus NUrMeHTay, ovaro-
Bas runepnnasus Koxwu, opodauuopuruTanbHbliil CUMHAPOM W FMNEpaMMOHWEMUS, BbI3bIBAEMbIE
AeULMTOM OpPHUTUHTPaHCkabamunasbl, CMHAPOM PeTTa.

Mpu3Haku X-cuenneHHOro peLecCUBHOrO TMNa HacnegoBaHus (puc. 12):

e 3abonesaHye Yalle BCTPEYAETCA Y ML, MYXCKOro Nona;

e [1eBOYKM DBonerlT pedko (B Cryvae, ecnv MaTb reTepo3nroTHa, a oTey
BoneH);

e 0T 3[0pOBbLIX poauTenen MoryT poautecs 6OnbHble AETW (ECnM MaTb
reTeposnroTHa);

e  0OMnbHble MyX4MHbI HE MepepatoT 3aboneBaHne CBOUM ChbIHOBBbAM, HO
WX LOYEPU CTAHOBSATCA rETEPO3UTOTHBIMW HOCUTENSIMM BONE3HY;

e [eTi BONbHbIX MYXHYMH 1 30OPOBLIX XEHLWMH O0ObIMHO 340POBbI, HO Y
Ao4epeit MoryT 6biTb GOMbHBIE CbIHOBBS.

Mpu 3TOM TUNe HacrnegoBaHWsa cregyeT yunTbiBaTh, YTO X U Y XpOMOCOMbI He
rOMOSOrYHbI. [103TOMY XEHLMHBLI MOTYT ObiTb Kak reTeTor3oTamm, Tak 1 roMo3uro-
Tamu (puc. 13). Mpu peako BeTpevarowmxes 6onesHsx ¢ 3TUM TUMOM HacneaoBaHMs
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KEHLLMHbBI NPaKTUYECKM BCEraa reteposwroTHbl, TO €CTb OHWU (DEHOTUMNYECKM HOp-
ManbHbl (30OPOBbI) U ABNSAKTCA HOCUTENbHULAMMW. BONbHBIMK BbIBAIOT TOMBKO MyX-
4mHbl. B yHacnepmoBaHHbIX crydasix Y 6OMbHbIX MamnbuMkoB MOrYT 6biTb GOnbHbIE
Bpatbs M asam No Matepn. HoBble MyTaLmmn SBASOTCA CMIOPAAUYECKUMU UK N30MK-
poBaHHbIMKM criyyasimu. CecTpbl 60MbHbIX GpaTbeB MpU yHACNEe[OoBaHHbIX Chy4asx
nmetoT 50% BepOSTHOCTb BbITb TOXE HOCUTENbHULAMMW NATONOTMYECKOro annens.

Cectpbl-HocuTenbHMUbI nepeaatoT reH 50% cbiHoBel (oHK BonbHble) n 50%
poyepeit (OHM HocuTENbHNLbI). 300POBbIE MYXYWHbI He nepepaioT 6onesHn. Ecnm
penpoaykuMs npu AaHHON OonesHu He HapyleHa (reMogunus, HeaoCTaTOMHOCTb
rnoKo30-6-chocchataernaporeHassl), To 40N yHacnefoBaHHbIX criyyaes bonee 2/3.

BonbHble MyX4MHbl NepeaaloT NaTonorMyeckuin annenb BCeM CBOMM A0ue-
PAM 1 HUKOMY M3 CbIHOBEN. Bce dheHOTMNMYECKM HopMarbHble Jo4epH BOMbHBLIX MyX-
UMH SBNAKTCS HOCUTENbHULUAMW. B 6pake XeHLUMHbI-HOCUTENbHULBI C BONbHbIM
MyxumnHoi 50% foyepen BonbHbl, 50% HocuTenn, 50% cbiHoBei GonbHebl, 50% 3p0-
poBble. MHoraa reTeposnroTHble XEHLMHbI MOryT BbiTb 6OMbHBIMM B CBA3W C reTepo-
XpOMaTWHW3aLMe XpOMOCOMbI C HOPMasbHbIM annenemM CnyyaitHo BO BCEX MMM MOYTH
BO BCEX KNeTKax.

~7

&) u
X Mpumepb! 3a6onesanuii ¢ peyeccusHbIM X-CUeneHHbIM MUNoM Hacnedo8aHus:: Mbl-

weyHas auctpodms [ioweHa, MHorve opmbl remodunum, cuHapom CemaHoBoi (Mukpouedanus, cna-
cTuyeckas aunnervs), 6onesHs $abpu u ap.

b Knuruyeckuii npumep Ne9. Temocunns A - TsKenoe HacnefcTBeHHoe 3aboneBaHue,
oGycnosneHHoe aeduumutom aktopa VIII cBepTbiBaHMS KpoBu. [puunHOi 6ONe3Hu SBRSETC reHHas
myTauus. Betpeyaetcs ¢ yactoton 1 criyyain Ha 2500 HOBOPOXAEHHbIX ManbYuKoB. TUN HacneLoBaHWs -
X-CLenneHHbIA peLeccuBHbIR. Hocutensmn reHa reMouniui SBRSIOTCS KEHLLMHBI, GONEIOT MyXYMHBI.
OnucaHHble B NUTepaType Cryyan reMounuu Y KeHWWH SBASKOTCH  PesynbTaToM KPOBHOPOACTBEH-
Hbix OpakoB. PoxaeHne 60MbHON [EBOYKM BO3MOXHO npu Bpake MyxuuHbl, GOMbHOTO remocunment, ¢
XEHLLMHO-HOCUTENEM MYyTaHTHOTO reHa.

Hacrnegnuk pycckoro npectona uapesiy Anekceit Pomanos (1904-1917) no nuHum martepu —
uMnepaTpuLpbl AnekcaHapbl - yHacnemoBan reMounmnio, HOCUTENbHULAMM KOTOPON Obln HEKoTopbIe
J0YEPN W BHYYKWM aHIMMIACKOI koponesbl Buktopuu. emocbunmio cBouM noTomkam nepegfanu BTopas
Joub koponesbl — npuHuecca Anuca (1843-1878), B 3amyxecTBe Benukas repuornHs ecceHckas u
lMpupeitHckas n mnagwas gods — beatpuca (1857-1944), B 3amyxecTBe repuoruis batTeHBeprckas.
Joub npuHueccsl beatpucsl — koponesa McnaHckas Buktopus-Esrenuns (1887-1969) nepenana remo-
OUNNI0 CBOWM CbIHOBbSM NpuHLam AnbgoHco (1907-1938) n MoHcano (1914-1934). Cectpa umnepatpy-
ubl Anekcanapbl ®efopoBHbI, TETS LecapeBnya — npuHuecca MpaH (1866-1953), B 3amyxecTse
npuHuecca lMpycckas, nepefana reMounmio CBOMM [ABYM CblHOBbSAM — npuHLam Banbaemapy (1889-
1945) n eHpuxy (1900-1904), 4To NOCAYXUMO NPUYMHON CMEPTYW NMPUHLIA B BO3PACTE YETLIPEX NNeT.
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PucyHok 12 — Cxema nepedaqu npusHaka ¢ X-CUenneHHbIM PeyeccusHbIM munom Hacne0osaHus:
A - HacrnegoBaHwe npusHaka no NUHUK Matepu. b — HacneaoBaxWe no NnHK oTua.

40
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PucyHok 13 — OueHka pucka nepedayu npusHaka ¢ X-cUenneHHbIM peyeccugHbIM munom HacrnedoeaHus.
A - HacnenoBaHue Npu3Haka Mo NMHUKM MaTepu. b — HacneaoBaHWe No NHKK oTUa.
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Mpu3Haku Y-cuenneHHoro (ronaHapMyeckoro) TuNa HacneaoBaHus (puc.
14-15):

e 6ONerT TOMbKO MyXUMHBI;
e GONbHbIE OTLbI NEPENAtT NPU3HaK BCEM CBOUM CbIHOBbSIM;
e [04epy 6OMbHbIX OTLOB 30POBbI 11 UMEIOT 3[0POBOE NOTOMCTBO
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PucyHok 14 - lMpumep Y-cuenneHHo20 (2o0naHApuyeckoeo) HacnedosaHuss Mymauyuu.

[inuTenbHoe BpeMms yyeHble nonaranu, YTo Y-XpoMocoMa COAEPXKMUT TOMbKO
reTepoxpomaTiHoBble yvacTku (6e3 reHoB). HoBelwwe wcCneaoBaHMS NO3BOMMIM
0BHapyXuTb 1 NOKanu3oBaTb B Y-XPOMOCOME pSif FEHOB, AETEPMUHUPYIOLLMX Pa3Bu-
T e CEMEHHMKOB, OTBEYAIOLLMX 3a CriepMaToreHes ((haktop a3oocrnepmui), KOHTPOmnu-
PYIOLLMX WHTEHCMBHOCTb pOCTa Tena, 'KOHeyHocTed U 3yDBoB, OnpemensioLnx
OBOMOCEHME YLUIHOW PaKOBUHbI.

B oTnuume ot octanbHbIXx XpOMOCOM Y-XpOMOCOMa nepefaeTcs TONMbKo Mo
MYXCKOW NUHAN - OT OTLA K CbIHY, U, TaK KaK UIMEETCS B TEHOME MYXUMH B €NHCTBEH-
HOM KOMUW, HW C YEM HE PEKOMOMHMPYET (3a MCKMtoYeHeM HeBOMbLUMX y4acTKoB Ha
KOHLIaX XpOMOCOMbI, YTO He BAMSIET Ha aHann3 HepekomBuHMpyloLwen yacTu). Bee
N3MEHEHUS reHETYECKOro TeKcTa Y-XpOMOCOMbI CBSi3aHbI C HAKOMMEHWEM MyTaLuii 3
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nokornexns B nokonenue. OTCyTCTBME peKOMOUHALMM NPUBOAMT K TOMY, YTO, pa3 no-
SBMBLUMCb, MyTaLMW COXPAHAIOTCA Ha MPOTSHKEHUM ThICAY NMOKONEHWUA, MapKupys TeM
camblM Y-XpOMOCOMY BCEX MOTOMKOB TOro uHamemaa, B [HK koToporo ata mytaums
nossunacb. COBPEMEHHbIE MYXYMHbI, WMElLMe OfWHaKOBble MyTaumum B Y-
XPOMOCOME, BOCXOAAT K 06LyeMy npeaky No MyXCkoi nHuMM. O4eBMAHO, YTO POAHbIE
BpaTbs NOMy4alT OT OTLA TEKCTbI Y-XPOMOCOMbI C OAMHAKOBBIMM MyTaLMsAMK, TO eCTb
OHU OTHOCATCS K OBHOM NHWW Y -XPOMOCOM.

3A0pOEaA MaTE ‘/ BoNBHOR oTey
QAWTENK .
poa (reHoTHn XX (reHoTHn X"
rameTkl
H X v
NOTOMCTEO .
HX oy
300poEanA A0 BONEHOA ChIH
PHCK nna feeoder - 0%

anA Mane4ukoe — 100%

PucyHok 15 — Cxema nepedayu u oyeHka pucka npusHaka ¢ Y-cuenneHHbIM munom HacnedosaHus.

Mpu oueHKke npusHaka (3abonesaHns) ¢ Y-CLENNEHHBIM TUMOM HaCNeAoBaHus
BaXHO Y4MTbIBATb, YTO Y-XPOMOMCOMA MMeEeTCst TONbKO Y MyxumH. CregoBaTenbHo,
KEHLUMHBI NPU3HAK HacneaoBaTh He MOTYT, Tak Kak He UMEtT Y-XpOMOCOMBI.

~7

X @ Mpumepbi 3a6onesaHuil ¢ Y-cuenneHHbIM (201aHOPUYECKUM) MUNOM Haciedo8aHuUsi: B
nocnegHue rofpbl B Y-XpomMocome 0GHapykeHbl reHbl, 0TBEYaIOLLME 33 Pa3BUTIE CEMEHHUKOB, CriepmaTo-
reHes, KOHTPONMPYIOLLME POCT Tena, KOHEYHOCTEN M 3yBOB, KOHTPONMPYHOLLME OBOMOCEHME YILHOM paKo-
BMHbI, HEKOTOPbIE (hOPMbI CUHAAKTUMMM.
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anI3HaKVI MWUTOXOHApPWaNbHOro TUNa HacneaoBaHUA:

e reHbl, CoepXaLLMecs B MUTOXOHAPKAmNbHO XPOMOCOME, HacmeayTcs
TOMBKO MO XXEHCKON MUHNK;

e CTPAAAlOT Kak MarbyuKku, Tak U IEBOYKY;
BonbHble OTLbI He NepeaatoT NpU3HaK CBOUM AETAM.

[Mpn MUTOXOHAPUANLHON HACNEACTBEHHOCTY Nepefaya npuaHaka ocyLLecTBns-
€TCs N0 MaTEPUHCKON NUHUM Yepes LuTonnasmaTnieckne aktopbl - MUTOXOHAPUN.
Bce petv nonydaiot mutoxonapuanbHyto (mtOHK) Tonbko o1 matepu (ocobeHHoCT
ooreHesa W cnepmaroreHesa). MospexaeHne mutoxoHapuansHon OHK conposoxaa-
€TCS NaTomnor1en NPakTUYECKM y BCeX MOTOMKOB NOPaXeHHOM MaTepw (puc. 16).
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PucyHok 16 — lMpumep mumoxoHdpuansHo2o muna HacnedosaHusi Mymayuu.
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B mutoxoHgpuansHoin [JHK oGHapyxeHbl reHbl, 0TBEYatowme 3a hopMUpOBaHME
MOYENOIIOBON CUCTEMBI, ONUCaHbI MyTaLWK, BedyLLmMe K aTpoduu 3puTenbHbIX HEPBOB
(aTpodhust Nlebepa), MUTOXOHAPANBHBIM MAONATUSAM, QUCTPOPUYECKON MUOTOHMM.

MwuToxoHapuarbHble aHUedano- u MuonaTti MoryT BbiTb CBA3aHbI, N0 MEHbLUEN
Mepe, ¢ 50 TOYKOBbIMW MyTaLMAMK W APYTUMIA pasHOOBpasHbIMI NepecTpoikamm Mu-
ToxoHgpuanbHoi [1HK. Mogo6Hble 3aboneBaHns HepeaKko UMEKT NPUYMHON HeaoCTa-
TOK LMTOXpOM-C-0OKCKaasbl ((pepMeHTa, OCyLLEeCTBASIOLLEro NepeHoc ANEKTPOHOB Ha
Kucnopog) 1 youxmHoHa - yHMBEpCanbHOro NEPEHOCUMKa ANEKTPOHOB.

MWTOXOHOPUM HaXOASATCA BO BCEX COMATUYECKMX KneTkax (KaK JKEHLUWH, Tak U
Myx4nH). OfHaKo B CBS3W C OCOBEHHOCTSIMM CNEpMaToreHe3a M 00reHesa, MUTOXOH-
ApuKn (a COOTBETCTBEHHO W MUTOXOHApUManbHas [HK) nonagatoT TONMbKO B XEHCKME
rameTbl. CnepoBaTtenbHo, NepeaaBatb NpPU3Hak MOTYT TOMbKO MaTepy, HO nepeaaroT
OHW ero BCEM CBOMM AETSAM.

POAMTENH 300p0BaA MaTk O( BoneHOA oTel,
{reHoTHn X34 {reHoTHN XY
mtHK mtHK

rameThbl W+ mt,ELHK

X Y
Ky
ChiH, MMeWKMA miaHK
MaTepm

NoOTOMCTBO K

Aode, MMetolWwas mtaHK
MaTEpH

MCK ecnd BonkHa maTte 100%
ecnu BoneH oTel - 0%

PucyHok 17 — Cxema nepedayu npusHaka U OUeHKa pucka npusHaka ¢ MUMOXOHOpUasbHbIM MuUNom
HacnedogaHusl.

~7

X@ MpumepbI 3a6oneBaHNi ¢ MUTOXOHAPUANbLHbIM TUNOM HacNefoBaHUA: HACNEACTBEHHASs
aTpodvst AUCKOB 3puTenbHbIX HepBoB Jlebepa, cuHapombl NAPR (HeBponaTusi, aTakcusi, MUrMEHTHBIN
petuHnt), MERRF (MuoknoHyc-anunencus, "pBaHble" kpacHble BonokHa), MELAS (MuToxoHopuanbHas
SHUehanommonaTms, nakTaT-aumao3, MHCYIbTONoA00HbIE 3NM30/b)
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Kpome Tuna HacnegoBaHusi npu OLEHKE pucka MOHOreHHoro 3aboneBaHus
YYNTBIBAETCA IKCNPECCUBHOCMb 2€Ha (CTEMEHb BbIPAXXEHHOCTW (PEHOTUMMYECKOrO
NPOSIBNEHUS) U €70 NEeHeMpPaHMHOCMb (4acToTa (PEHOTUMMYECKOrO NPOSIBIIEHNS TeHa;
OTHOLIEHME yncrna ocoben, MMEKLWMX NPU3HAK K YnChy OCOBEN, UMEKOLMX AaHHbIA
reH). [pyu HW3KOW NEHETPAHTHOCTM W BapuabenbHON SKCPECCUBHOCTU reHa MOXET
CO3AaBaThCA NIOXHOE BrieyatrnieHne O CrnopagnyeckoM crydae, mbo o Apyrom Tune
HacnegoBaHus.

Knunuyeckuli npumep Ne10. Mpu gucTpocuyeckoin MmotoHnm 1 Tuna (6onesHb
Pocconumo- LIJTeMHepTa KypLumaHa-baTTeHa) neHeTpaHTHOCTb (HacToTa NPOsBNEHNs reHa B Npu3Hake) y
MyxunH coctanseT 100%, y xeHLmH - 64%. Takum 06pasom, 41 MarnbyikoB, POXAEHHbIX OT 340POBON
Matepu (roMo3urota no HopMarnbHOMY annento) 1 6oNbLHOro oTUa (reTeposuroThl MO MyTaHTHOMY anne-
o) puck pa3suTus 3abonesaHus coctasnset 50% , a ans ux cectep 32% (50 x 0,64 = 32).

i Knunuyeckuli npumep Ne11. Y nauueHTKW C Knaccu4eckum BapuaHToMm TyGeposHoro
cmepoaa (6onesnn BypHesunns-MpuHrna), Ans KOTOPOrO XapakTepeH ayTOCOMHO-AOMMHAHTHbIA TWM
HacnegosaHus (puc. 18), cemeiHbIl aHamHe3, Ha nepsblit B3MAA, Obin He oTarowieH. OgHako npw
OCMOTPE POACTBEHHMKOB Oblin BbISBNEHL!I MANOCUMMTOMHbIA (HOPMbI, MPOSBASIHOLMECS KOKHBIMW MPO-
SBNEHNAMM (TMNONUIMEHTUPOBAaHHbIE NATHA), FONOBHBIMM BonsAMK (MK AONONHUTENBHOM 06CNeA0BaHM
Ha MPT ronoBHoro Moara BbIsiBEHbI KOPKOBbIE M NOAKOPKOBbIE TyBepchbl) v T.4.

@a GonbHown oTey

\ (reTeposurora),

UMEOLWMI 0ANH

" Dd ” NaToNOruYyeckum
AOMMHAHTHbIN reH TS

3A0pOBas MaTh
(romosurora)

@y 0/ cnepMaTosonabl

S S
¥ DJ g ¥ DJ ¥

it y
L— spoposble — L GonbHble
AeTH (roMO3UroThl) AeTH (reTeposUroTsl),

UMeloWwme oanH
NaToNoruyeckun
AOMHHAHTHbIN reH TS

2 u3 4-x peten (50%) 2 13 4-x(50%)

PucyHok 18 — lNpumep HacnedogaHusi myb6epo3Hozo cknepola (bonesHu bypHesunns-lpuHana).
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2.2. OueHKa CTeneHuM pucKa MnpM KPOBHOPOACTBEHHOM
6pake

BonbLuoe npakTM4eckoe 3Ha4eHne UMEET KOHCYNbTUpOBaHNe GpakoB Mexay
POACTBEHHMKAMM, MEOLLMMM OBLLMX NPEAKOB B TPEX MM YETHIPEX NPEALLECTBYHOLMX
nokoneHusix. B Takux Gpakax 3HaUMTENbHO Yalle POXAAITCA LETW C ayTOCOMHO-
peLeccuBHbIMK 3ab0neBaHusMN. ITO OOBACHAETCS TEM, YTO POACTBEHHWKM MOTYT
ObITb reTEPO3NTOTHBIMM HOCUTENSIMM OLHOTO W TOTO X€e PELLECCUBHONO reHa, NosyyeH-
HOro UMK oT obulero npeaka. BeposiTHOCTL Takoro cobbiTist TEM BbIle, Yem Brimke
poacTBO cynpyroB. Mepoii poACTBa Cynpyros, MMEHLLEN BaXHOE 3HaYeHNe Ans OLeH-
KW FEeHETUYECKOrO puCka, SBNSIETCS KO3hMULMEHT MHOpUANHTa.

UHopuduHz - dAuskopodcmBerHoe ckpewjuBaHue.
UHyecm - noayyeHue nomomembBa om podumeneii, cocmosaugux

dpyz ¢ dpyzom B kpoBrHom podcmée.

KoaddpmumeHt nH6pmnaunra (F) MoxHO onpenenutb kak BEPOSTHOCTb TOrO,
4TO y NOTOMCTBA AaHHOro Gpaka B onmpeaeneHHoM nokyce OyayT ABa WAEHTUYHbIX
reHa, nonyveHbix ot obuero npeaka (puc. 19). Hanbonee yacto ans pacyeta senu-
4uHbl F ncnoneayetcs oopmyna Paita

F=x(1/2) ™,

re NOLCYUTBLIBAETCA N - YACIO CTYMeHei Nepeaaym reHa ot Kaxaoro obLiero npeaka
K peGeHKy Yepes Kaxaoro U3 poauTenei, a 3aTem Bce NyTu nepeaadn CyMMUPYIOTCS.

OueHka pucka npu KPOBHOPOACTBEHHOM Opake 3aBUCUT OT HaNM4KUs Unm OT-
CYTCTBMS B POAOCMOBHOW ayTOCOMHO-PeLecCuBHbIX 3aboneBaHuin. B nepsom crnyyae
YeTKO YCTaHaBNWBAETCS HACNEACTBEHHAs OTArOLLEHHOCTb AaHHON CEMbI OnpeaeneH-
HbIM 3a00neBaHMEM, M PUCK PACCUMTLIBAETCA KOHKPETHO AN 3Toro 3abonesaHus.
OpHako B BONbLUMHCTBE Cy4YaeB B CeMbe HET ykasaHui Ha Kakue-nubo 3abonesaHus.
Torga ans oUeHKM pucka poxaeHust pebeHka ¢ peLeccrBHbIM 3abonesaHeM ucnorb-
3yeTcs nonyamnupuyeckas popmyna:

P="%Fxn

F- koachcpuumeHT nHGpuanHra,
N - CPeAHee YNCIO TEeHOB, KOAMPYIOLMX 3a60MneBaHms, B reTePO3NroTHOM COCTOSIHIM Y KaXao-
ro YenoBeka B NONyNALMUM.
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F=2 x (1/2)%1=0,0156

PucyHok 19 - lNpumep pacuema koaghgpuyueHma uHbpuduHea.

BennunHa n, kaK yCTaHOBNEHO B psiAe FeHETUYECKUX WCCMenoBaHWiA, npu-
MEPHO paBHa 1-2 Ansi PELIECCUBHbIX T€HOB, NMPUBOASILLMX K TSHKENbIM UHBANMAN3NPY-
toLMM 3aboneBaHusM 1 3-4 ans netanbHbIX reHoB.

Takum 06pa3om, hopmyna reHeTUYECKoro pucka:
P="%Fx2=F (ans Tsxenbix tHBanuanavpytLmx 3abonesannm)
P="%Fx4=2F (gnaneTtanbHbIX reHOB)

v Knunuyeckuli npumep Ne12. Ha npuem obpaTunack cynpyxeckas napa Ans OLeHKu
pucka Hacne,qCTBeHHom natonorui. Cynpyrv sBnstoTcs ABOIOPOAHbIMK Gpatom u cecTpol. Hacnep-
CTBEHHbBIA aHAaMHE3, CO CNOB CynpyroB, He oTsroweH. XeHa GepemenHa, non Oyayuwero pebeHka He n3-
BecTeH. B aToit cuTyaumm coctaensieM pOLOCHOBHYIO, BbICHMTbIBaEM KOA(MULUMEHT MHOPMUAMHTA no
chopmyne Paitta (puc. 20). Mo nuHnm 6abyLukm — 6 cTyneHei, CTONBKO e no NuHumM aepa (puc. 7). Nanee
paccyMTbLIBAEM PUCK MHBANMAN3NPYHOLLEN HacneACTBEHHO natonorum P = F = (,625.
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F=3(1/2) M= 2x (1/2)81 =
= 2/32 1116 = 0,625

P=F =116 = 0,625 unn 62,5%

Pucyrok 20 - lpumep pacyema pucka 3abonegaHusi ¢ aymoCoMHO-PeUECCUSHbIM MUNOM Hacnedo8aHust
y pebeHKka ¢ HEOMA2OWEHHbIM Hacne0CMBeHHbIM aHaMHe30M, POXOeHH020 8 6rU3KOPOOCMEEHHOM
6bpaxe.

Heobxo4yMo NOMHWUTb, YTO BCE NPUBEAEHHbIE PaCcyeThl OTPaXaroT yBennye-
HWe o6LLEenonynALMOHHOIO pUCka 3a CYET KPOBHOTO POACTBa CynpyroB. MoaTomy pac-
CUYMTaHHble BENWYMHbI pUCKA [AN19 MTOrOBOW OLEHKU AOMKHbI CYyMMMPOBATLCSH C
obuienonynsuMoHHbIM (POHOBbLIM pUCKOM (B cpeaHem 5%).

Hanpumep, B cutyauu, koraa 6pak KpOBHOPOACTBEHHbIN 1 B POAOCIOBHOIA
BbISIBNEHO pPeLieccuBHOe 3ab0neBaHIe, CyMMapHblil PUCK CKIaabIBaeTCs U3:
e pucka Ans AaHHOro 3aboneBaHus;
e pucka Ans ApYriX PeLeCCUBHbIX 3a00NeBaHni;
e pucka nepuHaTanbHo CMEpPTHOCTY;
e 06LienonynsLUMOHHOMO pucka.

Ecnu B pOﬂOCJ‘IOBHOVI BbISIBIEHO KaKOE-TO MOHOTEHHOe O 3aboneBaHue, TO
PUCK pacCynTbiBaeTCA B COOTBETCTBUM C 3aKOHaMK MeHgens.

i Knuruyeckuii npumep Ne13. Ha npueme cynpyry, SBNSIOLLMECS ABOOPOAHBIMU CHOCa-
Mu. /3BecTHo, 4TO y 0bLLero aena bbino 3aboneBaHne ¢ ayTOCOMHO-PELIECCHBHBIM TUNOM HacnenoBa-
Hus. HyxHo paccuuTtaTb reHeTudeckuin puck ans Gyaywiero peberka (puc. 21). Vicxogum u3 Toro, yto
BEPOSATHOCTb Nepefadn KOHKPEeTHoro reHa faetam coctasnset 50%. Puck HOCUTENbCTBA Y Kaxaoro 3
cynpyroB - % unn 25%. PoxaeHne GonbHoro pebeHka BO3MOXHO, TONbko ecnv oba pogutens GyayT
retepoaurotamu (1/4 x 1/4=1/16). Puck poxaeHns roMmo3uroTbl MO PeLEecCUMBHOMY reHy coctasnset 1/4,
crnegoBaTernbHO, pUck poxaeHus pebeHka, yHacnenoBasLLero 3aboneBaHve oT feaa, coctasnsieT 0,0156.
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Puck ogHOBpeMEHHOT0 HOCUTENBCTBA Y
obownx cynpyros 1/4x1/4=1/16

Puck poxaeHns 6onbHoro pebexka 1/1 6x
1/4 = 1/64 = 0,0156 unm 1,56%

PucyHok 21 — lNpumep pacyema pucka 3abonesaHusi ¢ aQymoCOMHO-PeUECCUsHbIM munom Hacne0o8aHus
y pebeHka ¢ 0msi2ouWeHHbIM HacedCMBeHHbIM aHaMHEe30M, POXOeHHO20 6 6u3kopodcmeeHHOM bpake.

CeHemuvecKulil uMnpumMuHz — cneyugpuyeckas namsamo podu-

MEADCKO20 NPOUCKOXKIEHUS XPOMOCOM.

bonbLLoit UHTEPEC MccredoBaTeNen B NocneaHee BPEMS Bbi3blBAET (heHOo-
MEH 2eHEMUYECK020 UMNPUMUH2a, Ui cneLmgnyeckon namati pOAMTENLCKOro nNpo-
NCXOXKOEHNS  XpOMOCOM.  [1og  reHEeTMYeCKUM  UMMPUHTUHIOM — MOHUMAtOT
ANUreHeTUYECKMA npoLece, AnddepeHLmanbHo MapkUpYHOLWMA MaTePUHCKME U OT-
LIOBCKIME XPOMOCOMbI M MPUBOLALMIA K pa3HOMY (DEHOTUMMYECKOMY MPOSIBIIEHUO MY-
TauWi, y HacneaoBaHHbIX MOTOMCTBOM OT MaTepn unu otua. OBbIYHO y OpraHM3MoB
umeetcs BuannenbHas KCPeccus rTeHOB, U NUWb B y4acTkax reHoMa, NoABEpPKeH-
HbIX UMMPUHTUHTY, 3KCMPECCUPYETCS TOMbKO OAWH OTLOBCKUIA WM MaTEpUHCKWA an-
nenb, T.e. HabnNAAETCA MOHOANENbHASA KCMPECCUS UMNPUHTUPOBAHHbIX FEHOB.

iy Knunuyeckuili npumep Ne14. 3ameyeHo, YTO NPKU HEKOTOPbLIX MOHOTEHHbIX 3abonesa-
HWSIX, HE CLIENMEHHbIX C NOJIOM, CTENEHb TSHKECTM 3aBUCUT OT TOTO, KEM NepeaaHa Mytaums. Tak, Hanpu-
Mep, NPy ANCTPOUYECKON MUOTOHIUK 3ab0oNeBaHNe NPOTEKaeT Tskenee, U ebT pa3BUBaETCs paHbLue
NPy HaCNea0BaHMM MO XEHCKOWM NMUHUK, NPy BONe3Hn XaHTUHITOHA — NPW HAacnefoBaHUM MO FIMHAN OTLa;
npu HacnegoBaHMM caxapHoro auabeta | TMna no NMMHUK oTLA pUCK B 5 pa3 BbiLLe, YEM MO NIMHWUM MATepH.
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i Knunuyeckuli npumep Ne15. Knaccuyeckum npyMEpoM reHOMHOrO UMMPUTUHIA SBNS-
toTcs cuHapombl [Mpagepa-Bunnu u AHrenbmana, MMetoLLVe feneLyo OAHOro W TOro e yyacTka 15 xpo-
MOCOMBbI, HO B 3aBMCMMOCTM OT TOTO, Y KOro MpousoLuna MyTauus (oTua unu mMaTepu) passuBaeTcs TOT
NN WHOM CYHEpOM. B HacTosiLLee Bpems yCTaHOBNEHO, YTO pa3BuTie cuHapoma lNpagepa - Bunnm ces-
3aHO C MOBPEXOEHUEM KPUTMYECKOTO paiioHa xpomocoMbl 15 (cermenTa q11.2- q13). Mpwn atom oka3a-
NOCb, 4TO NOBPEXAEHWE 3TOr0 Xe y4acTka Xpomocombl 15 HabmiopaeTcs u npu apyrom 3abonesaHun -
CMHOPOMe AHrenbMaHa, KNuHUYeckas kapTiHa KOTOpOro CyLYeCTBEHHO OTNMYaeTcs oT cuHapoma lNpage-
pa - Bunnun n xapaktepusyeTcs paHHuM (B Bo3pacTe 6-12 mec.) 3amefneH1eM NCMXOMOTOPHOMO pa3Bu-
M8, Mukpouedanven, HapyweHuem peun (B 100% crnyyaeB), aTakcuel, HEKOHTPOINMPYEMbIM
HaCUIbCTBEHHbIM CMEXOM, YacTbIMU 3NMNenTUOPMHBIMU MpUnazgkamu, CneLuduyeckiM BbipaXEHNEM
nmua. Takum 0Bpa3om, HECMOTPS Ha noBpexaeHue npu cuHapomax lNpagepa - Bunnm v AHrenbmana
O[IHOTO M TOrO e NoKyca XpoMocoMbl 15, KnHUYeckue nposiBneHus obenx GonesHel pesko NPoTUBOMO-
noxHbl. OBbACHEHWE PEHOTUNMYECKMX Pa3NUYMIA NONYYEHO NULb B nocnednue roasl. Okasanock, 4To
pa3BuUTUE 3TUX 3a00NEBaHMI CBA3AHO C HOBLIMU FEHETUYECKUMU SIBNIEHUSMI - TEHOMHBIM UMMPUHTUHIOM
11 O[HOPOANTENBCKOM (YHUNAPEHTANbHON) AMCOMUEIA.

2.3. OueHKa puUcCKa XpomMocoMHOro sabonesaHusn

B oTnnume oT MOHOreHHbIX 6one3Hein, XPOMOCOMHbIE aHOMaruu, B LiENoM,
He BbI3bIBaOT GONbLUMX TPYAHOCTEN AMNst KOHCYNbTUPOBAHMUS.

Mpo6nembl onpeaeneHusi NOBTOPHOTO PUCKa MPU XPOMOCOMHbIX aHO-
Manusx:
e MPOrHO3 NOBTOPEHMS aH3YNNoUaWKM, Koraa Yy poauTeneil HopmasbHble
KapuoTHmbl;
e MPOrHo3 npy 0BHapY)XeHUM MO3anLM3Ma Y OQHOO U3 poauTENeN;
e MPOrHO3 Mpy CeMEitHbIX hOpMax CTPYKTYPHbIX aHOMasi XPOMOCOM.

B nepsom cnyyae puck ans cubeos npobaHaa OLEHVBAETCS NO aMMMpuUYe-
CKAM JaHHbIM ONS KXOOro TMna aHoManuu ¢ y4eToM Bospacta matepu. Crimwkom
Mano M3BECTHO O (DEPTUNBHOCTM U BEPOSITHOCTM 0Bpa3oBaHWs TEX UK WHBIX rameT y
OpraH13MOB C aH3YMIOUAUAMY, YTOBEI MOXHO ObINO NPEAnoXUTL Kakyto-nMbo pavmo-
HanbHY0 OCHOBY AN nofcyeTa BepOATHOCTEW. Hanpumep, aMnuMpuyeckuM nyTem
YCTAHOBNEHO, YTO HEKOTOpble (hakTOpbl MpegpacnonaralT K aHaynnouanam. Oxu
BKIIOYAIOT, KpOME BO3pacTa MaTepu, 4eNCTBIE MOHUMPYIOLLEN paguaumum v, BO3MOX-
HO, HekoTopble BUAbl MHeKUMA. OAHAKO HW OAMH U3 3TUX MEXaHM3MOB LOCTATOYHO
XOPOLLO He 0OBACHEH.
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Mpu 0BHApYXeHUM MO3aNLM3Ma Y OAHOTO U3 POAUTENEN, C HAMMYMEM TpU-
COMHOrO KOHa, PUCK Ansi CUBCOB paccuMTLIBAETCS N0 hopmyre:

P=X/(2X) xK;

P - BenuunHa pucka;
X - BONS TPUCOMHBIX KNETOK;
K - koadhduumeHT anumnHaLmm HecbanaHcUpoBaHHON 3UrOTbI.

BennuuHy K ycTaHaBn1BatoT Ha OCHOBaHWM COOTHOLLIEHWS YacTOTbl AAHHOW TPUCOMIUM CPERM
CMOHTaHHbIX abOPTYCOB 1 HOBOPOXAEHHBIX. [N1s Tpucomun 21 oHa paeHa 2, a ans Tpucommm 13 n 18 -
yxe 4.

Mpu cemeiHbIx opmax CTPYKTYPHBIX aHOManuin XpOMOCOM MOXHO Teope-
TUYECKM paccuMTaTb MPOLEHTHOE COOTHOLUEHWE Pas3nMyYHbIX TUMOB 06pasyloLmxcs
rameT ¥ 3uroT. OgHaKo 4ns OLEHKM pucKa 3T pacyeTbl MPaKTUYECKU Masio NPUroaHb!.
B [OeWcTBUTENBHOCTY, MOPaXEHHOW OKa3blBAETCH 3HAYNTENbHO MeHbllas 4acTb
NOTOMCTBA, YeM TEOPETUYECKM OXMaaemas. AT0 0OBACHAETCA NPe3nroTHON CenekLy-
eit HecbanaHCMPOBaHHbIX raMeT (MX CHUXXEHHOM CMOCOBHOCTLIO K OMIOAOTBOPEHMIO), a
TaKKe PaHHEeN dNUMUHALMEN HecbanaHCUPOBaHHLIX 3UroT B amMbpuoreHese. Moatomy
U Npu ceMenHbIX opMax CTPYKTYPHbIX aHOMamnuin XpOMOCOM PUCK OLEHUBAETCS MO
SMMUPUYECKUM [aHHbIM.

B psge cnyyaes B ycpegHEHHbIE SMNMPUYECKUE AaHHbIE BHOCUTCS pacyeT-
Has nonpaska Ha BENWYMHY NEPECTPOEHHOMO y4acTka XpPOMOCOMbI. Kak npaBuno, puck
BbILUE NPU HOCUTENBCTBE COANaHCUPOBAHHOWM NEPECTPOMKN Yy MaTepy, Yem y oTua.
[ins pacnpocTpaHeHHbIX TPAHCNOKaLMA SMMMPUYECKUIA PUCK PaBEH MPUBMMU3NTENEHO
11%, korga HocuTenem SIBNSETCA MaTb, W OKorno 2%, Korda HOCUTENeM SBRseTcs
oTel. B KkpalHe pegkux criyyasx C TpaHCRoKauueid Tuna LIEHTPUYECKOrO CUSHUS
Mexay ABYMS FOMOMOTMYHBIMI XPOMOCOMamu BCe rameTbl 6yayT umetb nnubo n3bbl-
TOK, IMBO HeXBaTKy XPOMOCOMHOrO Matepuana. MoaTomMy TeopeTUyeckuin n daktuye-
CKMIA pUCK 47151 NOTOMCTBA HocuTens nogobHoi TpaHcnokaummn paseH 100%.

2.4. OueHka pucka mynbTudcdakropumanoHoro 3abonesa-
HuA

MynbTudhaktopuansHble 3abonesaHus (mnm BonesHu
npeapacronoXeHHOCTH) 3aHUMaloT Befyluee MeCTO B HacnefCTBEHHOW MaTonoruu
yeroBeka.
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/My/\bmuqoaxmopua/\wme 3a0oneBaHus — amo  epynna
3adoneBaHull, He cB93aHHbIX 000COOAEHHO HU € MYMAHMHBIMU
2eHAMU, HU C  XPOMOCOMHbIMU  AHOMAAUSMU, HU  C
noBpexdarouumu BosdeiicmbBusmu cpedvl, Ho BosHukarowux 6
pesyremame  B3aumodelicmbusi  MHoxecmBa  npuuuH, Kak
2eHemMuYecKUX, MaK u 00ycAoBaeHHbix cpedoii, Hu o0dHa u3

KOMopbIX cama no cede He ¢pamanvHa, o0dHako BHocum

/

Hekomopbiii Bkaad B8 HadAr0daeMmblii dedpekm.

\_

L

\
X @ Mpumepbi MynbmughakmopuanbHbix 3a6onesaHull: rMnepToHYeckasi 6onesHb, caxapHbiit
puabert, atepocknepos, s3BeHHas GonesHb xenyaka, WM30MPEHUs, NuMencus, CMHApPOM Aeduuuta
BHUMaHWA C rMNepakTMBHOCTBLIO, Aenpeccus, apdekTUBHbIN NCux03, BpoHxuanbHas actMa, ncopuas,
rmaykoma, a Takke nogaenstoyee 60MbLINHCTBO BPOXAEHHbIX OPOKOB Pa3BUTHS.

i Knunuyeckuii npumep Ne16. CHxenue 1Q (koachuumeHTa MHTENNEKTYaNbHOrO pas-
BUTUS1) B HEKOTOPbIX CIy4asix YMCTBEHHOI OTCTaNOCTL HE SIBMSIETCS Pe3ynbTaToM BO3ENCTBUS KaKoro-To
O[HOrO — FEHEeTMYECKOro UMK BHELIHECPEAOBOro — (hakTopa, NoBpexaaloLero Moar. Takux (akTopos,
yCUnMBAIOLLMX UK ocriabnstoLmx obLumii ek, MoXET ObITb MHOTO.

BbloenstoT MOHOreHHyl0 HacnefCTBEHHYK MPeapacnonoXeHHOCTb, KoTopast
CBSi3aHa C MyTaLuen OQHOr0 KOHKPETHOTO reHa, HO Ans ee peanusauun Heobxoanmo
BO3[eNCTBME BHELUHECPEA0BOrO (pakTopa (kak NpaBwro, He OAHOrO), 0BLIYHO YETKO
naeHTuuumpyemoro. o OTHOLWEHMO K JaHHOMY 3aboneBaHnio Takom hakTop pac-
CMaTpUBAETCS KaK CreLnduIeckuit.

3HaHne MynbTUdhakTopuanbHbIx 3a60NEBaHW 1 puUCKa UX pasBUTUS YPE3BbI-
YaHO BaXXHO, MOCKOMbLKY 3TO AAeT BO3MOXHOCTb NMoucka 3pdeKTUBHOrO NaToreHeTu-
4eCKoro JleyeHns MHorux 3abonesaHuit 4emnoBeka. Tak, akcnepTbl B obnactu
ncuxoHeBponorun cuutaioT, yto k 2020 rogy aenpeccus BbIZET Ha NepBoe MecTo
Cpean camblx PacnpoCcTpaHEHHbIX 3abonesaHuin Mupa, 0BorHaB CErogHsWHNMX Nuge-
POB — MHMEKLMOHHBIE U CepaevHO-cocyamucTble 6onesHn. Takne HeyTewnTenbHble
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nporHosbl genaet BO3. Yxe ceituac 6onee nonoBuHbI BCeX CamoybUNCTB Ha naHeTe
COBEpLLAKOT NoaM, Haxoasawwmecs B genpeccun. Kak Gopoteesa ¢ Hegyrom XXI Beka,
JYMaloT MHOTUE CreLmanucTsl, B TOM ynucne u renetvkn. B 2004 rogy EBpocotos Bbl-
Aenun 7,3 MUNnoHa eBpo Ha NpoekT nog HassaHnem NEWMOOD: B 13 nabopatopu-
SIX 4ECATU CTPaH B TeYEHMe NATW NEeT UccneaoBanach reHeTuka Aenpeccuyt ¢ Lenbio
CO3AaHNs HOBbIX METOLOB W MPenapaTtoB Ans €€ NeYeHNs U ANarHoCTUKK.

')
S

o Knuruyeckuii npumep Ne17. TloTeHUManbHO neTanbHOE OCMOXHEHWE aHeCTe3wn -
3110Ka4eCTBEHHAs TMNEPTEPMUS - PA3BUBAETCS NPY BBEAEHWM TPUITEPHbBIX AHECTETUKOB (CrieLnrYECKIi
(hakTop); B TO XE BPEMS, NPU NPOBEAEHUN aHECTE3UN NOTEHLMANbHO 6e30NacHbIMM aHeCTETUKaMM [aH-
HO€ OCNOXHEHME He Pa3B1BaETC.

AHanuanpys GonesHu n aedekTbl 3TOM KaTeropuu, Bpay ONMpaeTcs Ha M-
NUPUYECKME OLIEHKM CTENEHEN pucka, MOMyYeHHbIE NP aHanuae NpeawecTBOBABLUMX
aHarnoruyHbIx crny4aes. Hampumep, y 300pOBLIX poanTenen ectb pebeHOK ¢ BPOXIEH-
HOM pacLyenuHoi BepxHen rybbl 1 Heba. PoguTenein MOXHO npegynpeauTb, YTO B
aHanornyHbIX Cryyasx 3TUM Heayrom CTpajalT npumepHo 4% pofHbix BpaTbes u
cecTep, v TakoBa OydeT cTeneHb puUcka 3TOW CYMPYXeCKOoi napbl Npy NOBTOPHOM Ae-
TOpoXaeHUN. VIMeTCs CTaTCTUYeCKMe AaHHble, NO3BOMNSLME OLEHUTb PUCK MpH
fonee OTAANEHHOM POACTBE, a TakKe PWUCK BO3HWKHOBEHWS OPYrvX NaTororum —
Hanpumep, pacLiennHbl NO3BOHOYHMKA, HEKOTOPbIX BPOX/IEHHLIX MOPOKOB cepaua u
3aePXKN YMCTBEHHOTO pa3BUTHS.

Puck 3aboneBaHust Ons pOACTBEHHWKOB npobaHaa npu BonesHsx ¢
HacneACTBeHHbIM NpedpacnonoxeHnem paseH 5-10% B OTNWMYME OT MOHOFEHHbIX
BonesHen (Mpn  KOTOPbIX OLUEHKa pucka YHacrnegoeaTb 3aborneBaHve  Ans
POLCTBEHHWKOB OCHOBaHa Ha 3akoHax MeHgens u coctasnset 25% wunn 50%).
[leNCTBUTENbHO, BNMSHME Pa3NMYHbIX (DAaKTOPOB B PasHbIX CEMbSX MPOWCXOAMT Mo-
pasHomy. [loaTomy npu OUeHKe pucka passuTus 3aboneBaHus, HeobXxoaumo
Y4MTbIBaTb Kak CTeneHb POACTBA, Tak M HanMuMe aHanoryHoro 3aboneBaHus y
PO/CTBEHHIKOB, TSKECTb KIMHUYECKMX NPOSIBNEHUIA, a Takke BO3pacT ¥ non B0MnbHOro
npobaHga.

Mpupoga MynbTUAKTOPUAnbHOrO  (MONUIEHHOT0) TWNA  HacneaoBaHUS
npocTa M CMOXHa OLHOBPEMEHHO - Kaxabli pebeHOK OfHY MOMOBWHY CBOWX FEHOB
nonyyaeT OT OTLA, a APYryl - OT MaTepu, U CubCbl B CPeaHEM MAEHTWUYHbI MO
NOMOBMHE CBOWX FEHOB, YHACNeOOBaHHbIX OT poauTeneit. Kaxabli BHYK B CpegHeM
Hacnepyet 25% reHoB OT kaxgoro u3 4 ero npapoauTenei (2 nenos u 2 6abok).
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Tabrnuya 1. CmeneHb podcmea u donsi 06wjux 2eHOE8 y POOCMEEeHHUKO8

PopcTBeHHbIe OTHOLIEHUS Hons o6wmx
CreneHb poacTBa reHoB
| Pogutenn — fetu 1/2 (50%)
Bpatbs, cecTpbl
1 Henywika, 6abyLuka — BHyku 114 (25%)
[sa8, 7eT — NNEMSIHHIKM
Il [BotopopHble bpaTtbs, CeCTpbl 1/8 (12,5%)
v TpotogHble bpaTtbs, CecTpbl 1132 (3,125%)

Ecnn 6b1 He BbIno KpoccuHroBepa (KPOCCUMHTOBEP - OBMEH WMAEHTUYHBIMM
y4acTkamu  Mexgy — xpomaTtugami  TOMOMOMMYHbIX  XPOMOCOM,  PerynsipHo
HabnogaowWMincs B Merno3e) HACMeACTBEHHbI MaTepuan nepegasancs  Obl
Bonblummmu 6rokammu, COOTBETCTBYHOLMMM LieNbIM XPOMOCOMaM, TO OTKMOHEHUS OT
cpeaHero cooTHoWeHKst Obimy Obl gocTatouHo Gonbwmmu. Torga MOXHO Obio Obl
OXWaaTb, YTO BHELUHEE CXOACTBO MEXY AEAOM W BHYKOM yKasblBaeT W Ha MOXOXue
MCUXONOrMYECKME Ka4ecTBa Ui Ha OAMHAKOBOE NpeapacrnonoXeHne k DonesHu.

OTHoweHe «poauTenb - pebeHok» K «cube - cMbey SBNSKTCS aneMeHTaMm
POACTBA, W3 KOTOPbIX BbIBOAATCH BCE [pyriie POACTBEHHble OTHOLWEHMS. [MoaTtomy
OBLYHOCTb EHOB, YHACNEA0BaHHbIX AETbMM OT POAUTENENA, Takas Xe, kak OT cnbcoB
poautenei, n coctasnset 0,5 x 0,5 =0,25.

[g09 v NNemMsHHUK UMEIOT, creaoBaTenbHo, B cpeaHem 0,25 obwmx reHos,
NONYyYEHHbIX OT MPAMbIX NPeaKoB. [BoOPoAHble cBChI SBNAIOTCS AETbMM CUOCOB, 1
noatomy oHu umetot 0,5%0,5%0,5=0,125 0bwwimx yHacnenoBaHHbIX reHoB (tabn. 1).

Puck BO3HMKHOBEHUSI MyNbTU(haKTOpHanbHOro 3a6onesaHus y npobaH-
Aa 33BUCUT OT:

1. cmeneHu podcmea npobaHda ¢ 607bHbIM POOCMBEHHUKOM:

e YeM BbILE CTEMEHb POACTBA C BOMbHLIM, TEM BbilLe pUcK 3abonesaHns Ans
npobaHga;

®  pUCK NOBbIWAETCS, ecnu 3aboneBaHne HacneayeTcs kak no NMHUM oTua, Tak
W MO NMHWUW MaTepw;

yucna 60nbHbIX POOCMBEHHUKO8:

e yeM Bonblle B ceMbe BOMbHbIX POACTBEHHMKOB, TEM Bbile PUCK 3abonesa-
Hng,

55




puck 3aboneBaHust TEM BblLLE, YEM PEXe B MOMYNALMM BCTPEYAETCS JaHHOEe
3aboneBaHue,

msxxecmu 60/1€3HU (nopoka passumusi):
YeM TsKenee npoTekaeT 3abonesaHne y POACTBEHHUKOB NpobaHaa (Mnw rpy-
Bee NposIBNAETCS NOPOK Pa3BUTUS), TEM BbILLE PUCK 3a00NEBaHNS;

nona:
BbILLE pUCK Anst NpoBaHza, ecrin oH OTHOCUTCS K Boree nopaxaemomy nony;
PUCK BbiLLe, ecri GoneH POLACTBEHHUK MEHEE NOpPaXaemoro nona (Tak kak B
[aHHOM cryyae Gomnee naToreHHasi KOMMNO3ULMs FeHOB);

Hacnedyemocmu 3abosnesaHus:

YeM BbllUE HacneayemocTb 3aboneBaHns (4em Gonblue reHoB obycrnaenvea-
toT 3ab0neBaHune), TEM BbILLE €70 PUCK.
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Fnasa 3. FleHeTMYecKun NPorHo3

-

eHemuyeckuil npozHo3 - amo npedckasarue BeposmHocmu \
nepedavu KoHKpemHoiM uHduBudyymom HacaedcmBeHHoix 3a00-
AeBanuii nomomemBy 6o Bpems zeHemudeckoii KoHcyAbmayuu,

Kak npabunro, Ha ocHoBe aHaAuza podocAoBHol u daHHbIX yumo-

2eHeMUYECKOU U MOAEKYASPHO ~2eHEMUHECKOU DUAZHOCMUKU.

)

CocTaBneHue reHeTM4YeCcKoro NPOrHo3a BKNOYaeT Tpu atana.

1 atan - OnpegeneHne cTeneHn reHeTMYECKOro pucka. [1og reHeT4eckum
puckoM noHumaetcs BepositHocTb (0T 0 go 100%) BO3HMKHOBEHWS ONpeaeneHHoM
aHomanuu y camoro naumeHta (npobaHga) unm ero poaCTBEHHMKOB.

OBwwmin puck NpOSIBNEHMS TeHeTMYEeCK 00YCNOBEHHON aHOManun Ans nonyns-
uuit eponenues coctaBnseT 3-5% (reHeTuvecknin rpys), NOITOMY PUCK, KOTOPbIN He
npesblwaeT 5%, pacLeHNBaAETCs Kak HUKWN.

2 atan - OueHKa TAXECTM MEAULIMHCKMX U COLManbHbIX NOCHeACTBUM
npeanonaraemon aHomanuun. CteneHb reHeTUYECKOrO pucka Jarneko He Bcerga co-
OTBETCTBYET CTEMEHU TSHKECTW OXwaaemoi matonoruu. Hanpumep, nonupaktunus
(ayTOCOMHO-AOMWHAHTHBIA TN HACNeLOBaHMsl, BbICOKAsi CTENEHb FEHETUYECKOTO PUC-
ka - He MmeHee 50%) MoxeT ObiTb NErko ycTpaHeHa COOTBETCTBYHOLLEN KOpPUrMpYo-
Leit onepaumen, N YernoBeK MOXET BECTM HOPMarbHbIN 06pa3s Xu3HuW, B TO BPEMS Kak
(PEHNIKETOHYPUS, PUCK BO3HUKHOBEHMS KOTOPOMN Y AETEN reTepo3nroTHbIX poauTenen
coctaBnsetr 25%, - 310 Tshkenoe 3aboneBaHue, NNOX0 NOAJALLEecs neyeHno. Bo
BTOPOM CIlyyae CTeneHb CTpagaHus ¢ MEQMLMHCKON TOYKW 3PEHUS 1 COLMarbHbIX No-
CrneacTBUiA Ans BOMBHOIO 1 €ro CEMbM PacLEHUBAETCA KaK Taxenas.

3 atan - OueHka nepcnekTUBbl NPUMeHeHUs U 3hPeKTUBHOCTL METOAOB
npeHaTanbLHON AUarHOCTUKM. [lOCTVXEHNS B 3TO 06MaCTV NO3BONAKT NMaHNPOBATb
LETOPOXAEHME B CEMbSIX C BbICOKMM PUCKOM Pa3BUTUS TSHKeNon natonoriu (bonesHb
[ayHa, mykononucaxapugos, remocunisi, MykoBACUMA03 W Ap.), Tak kak aTu 3abone-
BaHWS MOTYT ObITb BbISBMEHLI METOAAMM NPEHATaNbHOM AUArHOCTUKM.
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CmeneHu zeHemuYyeckozo pucka:
°
°

cBoiwe 20% - Boicokuil.

00 10% - Hu3kuii (noBoiweHHbll B Aezkoill cmeneHu),

00 20% - cpedHuii (noBolueHHoiii 8 cpedHeii cmeneHu),

Tabnuua 2. IMnupuyeckue oUeHKU pucka npu HEeKOMOpPbIX MybMuUbaKmMopuanbHbIX
3abonesaHull 0ns podcmeeHHUKo8 npobaHda | cmeneHu podcmea.

3aboneBaHue
AH3HUedanus

| Puck pa3BuTyus 3a6oneBaHms
2-5% nocne nepBoro 601bHOO

10% nocne Byx BomnbHbIX
15% nocne Tpex 60MbHbIX

PaciuenvHa ry6bl n Heba

4% nns neteil u cubcos

BpoxaeHHbIn BbiBuX 6eapa
e [lpobaHp xeHckoro nona
e [pobaHa myxckoro nona

1% GpaTtbeB,5% ans cectep
5% 6patbes, 7% ans cectep

MunopocTteHos
o [IpobaHg myxckoro nona
o [IpobaHg xeHckoro nona

4% nns Bpatbes, 3% a4na cectep
6% ons ceiHoBen, 2% NS fLovepen
9% ons Bpatbes, 4% ans cectep
20% ans coiHoBen, 7% ans goyepen

A3BeHHas BonesHb:

Kenynka 7-9%
[lBeHaaLaTunepcTHOM K1LWKK (B3pocnas popma) 9%
CaxapHblit guaber:

e  Puck ans cubeos npobaHaa, ecnu:

e Poputenu 3noposbl 5-10%

o BoneH oauH 13 popuTeneii 10-20%

e  bBonbHbl 06a pogutens 20-40%

e Puck ans geteit npobaHaos, ecnu: .

e OpwH n3 poputenen 6oneH 10 °/°

e (O6a poautensi 6onbHbI 20%
Vwemnyeckas GonesHb cepaua 8% ans myx4uH, 3% Ans KEeHWWH
'MnepToHnyeckas GonesHb 10%
LLnsodperms 12,5-20%
Muonus BbICOKOW CTeneHu 10-15%
Onurocdpenunss y npobaHaa (HenaeHTMULMpoBaH-
Hasl), ecnu:

e  Popgutenu 300poBbl 13-15%

e OauH u3 poauTenei Gonex 33-42%

82-94%

o Ob6a poautens 6osibHbI
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OnbIT paboTbl MEOUKO-TEHETUYECKUX KOHCYNbTALMIA NokasbiBaeT, 4To 60sb-
Wwoe 4ucno obpalleHnit MHAMBMAYYMOB W CEMeEN CBA3aHO C BOMPOCOM MpOrHo3a
NOTOMCTBA, C OLEHKOW rEHETUYECKOro pucka. Kak roBopuiioch paHee, reHeTUYECKUI
PUCK, He npeBblwatowwmin 5%, pacueHnBaeTcs kak H3kui, A0 20% - Kak NOBbILLEHHbIN
1 6onee 20% - Kak BbICOKUNA.

Megauko-reHeTuyeckoe KOHCYyNnbTUpOBaHMe NPOrHo3a NnoTomMcTBa MOXHO
pa3genuTb Ha ABe 6onbLume rpynnbl:

®  NPOCNEKMUBHOE KOHCY/IbMUPO8aHUE - 3T0 Hanbonee apdeKTUBHbIN
BMA NPOGUNaKTUKL HacneaCTBEHHbIX BonesHer, Koraa puck poxae-
HWa 6onbHOro pebeHka onpegensieTcs ewe Ao HacTynneHus bepe-
MEHHOCTU WNW Ha paHHWX ee 3Tanax (B 9TOM cnyyae Cynpyru,
HanpaBneHHble Ha KOHCYNbTaLWo, He UMetoT BonbHOro pebeHka, Ho
CyLLeCTBYeT OnpeaeneHHbI PUCK poXaeHUs Takoro pebeHka, OCHO-
BaHHbIN Ha AaHHbIX reHeanorMyeckoro MCCneaoBaHMs, aHamHesa
UNN TEYEHUN AaHHON BEPEMEHHOCTH);

e PEMPOCNEKMUBHOE KOHCYNbMUpPOBaHUE - 3TO KOHCYMbTMPOBaHWe
OTHOCMTENbHO 340P0BbS OyAYLUMX AeTelt NOCNe POXAEHNS B CEMbe
BonbHoro pebeHka.

Meayko-reHeTUYeCKast KOHCYMbTaLms COCTOUT U3 YeTbIpex 3TanoB: OuagHos,
npoeHo3, 8bi80d, cosem. Mpn 3TOM HEOOXOOMMO OTKPOBEHHOE M A0BpOXenaTensHoe
obLLeHne BpaYa-reHeTuka ¢ ceMben 60nbHOro. CocTaBnss 3akmtoyYeHne, Bpay yunTbl-
BaeT TSHKECTb CEMEHON NaTONoruu, BENUYMHY pucka poxaeHust 6onbHoro pebeHka u
MOparibHO-3TUYECKYID CTOPOHY BOMPOCA. 3aKMioOUMTENbHBIA 3Tan KOHCYNbTUPOBaHMS
(coBeT Bpaya-reHeTMKa) TpebyeT camoro BHAMATENLHOTO OTHOLLEHUS. Kak oTMeyvatoT
HEeKOTOpbIE aBTOpbI, MHOMMe 06CreayeMble He rOTOBbl K BOCMPUSITUIO FEHETUYECKON
nHdopmaumn. Bee nuua, obpallarowmecs B KOHCYNbTaLMio, XOTAT UMETL pebeHka
XOYT OT KOHCYNbTAHTOB NONOXMTENBHOrO 0TBETa. Hepeako ux 3anpochbl HepeanbHbl,
MOCKOMbKY OHU HE 3HAKT O BO3MOXHOCTSIX KOHCYfbTaHTa-TeHETHKa N OXWUAAKT OT HEro
NPaKTU4ECKON MOMOLLM.

Bpau Bcerga OOmKeH yuuTbiBaTb MOTWBbI, KOTOPbIMW MOTYT PYKOBOACTBO-
BaTbCs NKOAM (3MOLMOHANbHbIE, COLManbHO-3KOHOMUYECKUE W [p.), OLEHMBATb WH-
TENnekTyanbHbln W oBpa3oBaTenbHbli  YpOBEeHb  YernoBeka  (npobaHpa),
NCUXONOMMYECKUA KNUMAT B CeMbe. TONMbKO MpU 3TOM YCMOBUM OH MOXET [LeACTBU-
TENbHO MOMOYb Cynpyram B aHanuae cutyauun. Cembsi CaMOCTOSTENBHO NPUHUMAET
OKOHYaTenbHoe peLueHre. B kaxaom KOHKPETHOM Crydae npu Hanuuum Gonee ogHOro
thakTopa pucka Bce bannbl fobasnstoTes.
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Tabnuua 3. OueHka pasnuyHbIx omseouaouiux hakmopos

Otarowatowme aktopsbl bannbl
Bospacr 36-40 net 2
Bospact 6onee 40 net 4
KomneHcMpoBaHHble peBMaTUYECKME NOPOKM cepaLa 2
BocnanutenbHble 3aboneBaHus MaTku U NpuaaTtkos, ubpommoma matku, | 2

KNUCTa ANYHUKa

CnoHTaHHbIN abopT

2 (3a kaxgbln)

PoxpeHust pebeHka ¢ nopokamu passuTus

4

KpoBHOpoaCTBEHHbIN Bpak

Yrposa npepbisaHus 0o 10 Hegenb 6epemeHHOCTM

MHorokpaTHasi yrpo3a npepbiBaHns BepemeHHOCTH, 4TO Havanacb 7010
Hefenb recrauuv

HeBblHalLmBaHne Ao 35 Hepgenu recTauum

HeBblHawwneaHue 36-37 Hegenb rectauum

lNepeHaluBaHme

MHorosoaue

Manosogue

Ta3oBoe npeanexaxue

WIWN (NN

OcHoBbiBasiCb Ha GannbHOM OLEHKE OTAroLaloWMx akTopoB, ecTb peanb-
Hasl BO3MOXHOCTb BbIYMCIUTL CTEMEHb PUCKA POXAEHMs pebeHka ¢ Mopokamn passu-
TSI paBunbHOE 1 CBOEBPEMEHHOE Bbl4ENEHME rpynnbl puUcka C MOCNeaytoLlen ee
KOHCYNbTaLueil NO3BONSET YMEHBLUMTD YNCTIO POXAEHUS AETEN C NOPOKAMM PA3BUTHS.
Ha cerogHs TOMbKO He3HaunTenbHoe yncno cemeit (He 6onee 10%), KOTOPbLIM HyXeH
COBET Bpaya-TeHETHKA, obpallaeTcs 3a Takoi CreLnaninanpoBaHHoi nomoLlbio. Mpu
atom Gonee 50% HanpaBneHHbIX Ha KOHCYNbTaLMO YENOBEK UMEIOT HENPaBUIbHbIE
nokasaHus 4ns ee npoBedeHus. ITO HECOOTBETCTBME MeXAy BENUYMHON MOTEHLM-
anbHOr0 KOHCYNbTUPOBaHWS M OOpaLleHNeEM 3a HUM CBS3aHO C ABYMS 06CTOATENb-

CTBaMW:

e  HeAoCTaTtOYHbIM YpOBHEM MEOWNKO-rEHETUYECKNX 3HaHWI y Bpaqe|7| n

HaceneHus:;
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e HeAOCTaTO4HbIM MOHMMaHWEM OpraHu3aTopamn 34paBOOXPaHEHUA
3Ha4YeHne MeONKO-reHETUYECKOro KOHCYNbTUPOBAHUA KaK MeToda
HpOd)MﬂaKTVIKVI HacneaCcTBEHHbIX 6onesHen.

BO3MOXHOCT COBPEMEHHOW FEHETUKM B paclUMdpOBKE reHOMa YEenoBeka,
UOEHTUGMKALMM BCEX ET0 FEHOB W TECTUPOBAHWW FEHOB MPeapacnoNOXeHHOCTH pac-
TYT N0 3KcnoHeHTe. OYeBMOHO, YTO B pesynbTaTe BCEX 9TUX aHanW3oB NPOMCXOQuT
HakonneHwe 6a3bl [JHK-gaHHbIX Kak WHAMBUAYaNbHON, Tak U ceMenHon. HeT comHe-
HWS B TOM, 4TO cemeiHble 6a3bl [JHK-gaHHbIX 6ygyT NOCTOSHHO COBEpPLUEHCTBOBATLCA
U3 NOKOMEHMs B MOKOSIEHWE W, B KOHEYHOM CYETe, NPEeBpaTaTCA B UHOUBUOYasbHbIE
6a3bi [JHK-0aHHbIX.

Mcnonb3ys KnuHWKO-reHeanornyeckuii MeToa, Bpad nioboin cneumansHocTi B
NPOCTbIX CUTyaUMsIX MOXET BbISBUTb PUCK pasBuTUs 3abOneBaHW Yy nauueHTa,
NPULIEALEro 3a KOHCyNbTaunen 1 OBBACHUTb MOMYYEHHY OLEHKYy MpOrHo3a
NOTOMCTBA, BblAaTb 3aKntoyeHne u pekoMeHaaumn. Ha ocHoBe aHanmaa pogocrioBHOM
TaK Xe€ MOXHO BbIZENWTb POACTBEHHWKOB npobaHda, Hyxaarowmuxcs B nevebHo-
npocunaktuyeckux MeponpuaTusx. Ocoboe BHMMaHMe cnegyeT obpaTuTb Ha
npouNakT1Ky, KoTopas [OMKHA MPOBOAWTBCA Y I, ewée He UMerLmx
KIMHUYECKMX NPOSIBNIEHNA OONE3HM, HO «YrpoXaeMbix» MO AaHHOMY 3aborneBaHuto.
MpodunakTuyeckme mepbl HEOOXOANMO MPUMEHSTb K 30OPOBbIM POACTBEHHMKAM |
cteneHn pogctBa. C  yyeTOM [aHHbIX, COAEPXALWXCH B  reHeariornyeckon
uHGhopmaumu, MoxeT ObiTb pa3pabotaH nnaH nevebHo-  NPOUNAKTUYECKUX
MeponpuATUIA 4N KaXOOro YneHa CeMbl, KOTOpble NO3BOMSIOT OTHamWUTb WUIu
npegoTBpaTuTL paseuTME 3ab0NeBaHMs, a TakKe YMEHbLWUTb BbIPAKEHHOCTb €ro
NPOSIBNEHUIA.

BbisiBUTb «yrpoXaembix» MO PasfnyHbIM HACMEACTBEHHBIM N MyNbTU(AKTO-
puanbHbIM 3ab0oneBaHnsM NN, MOXHO MpW MPOBEAEHUN NPOUNAKTUYECKX OCMOT-
POB, NPW NONYNALMOHHBIX UCCNIEA0BaHUSX B PE3yNbTaTe TOTanbHOMO W CENEKTUBHOMO
CKPUHWHra. HO TOMbKO MCMOMnb3oBaHWe KIMHWUKO-TEHeanornyeckoro MetToaa Bpadamm
pasHbIX CreuManbHOCTEN MO3BONSET pelmnTb 3Ty 3agady Haubonee 3hEKTUBHO.
LlenecoobpasHo B 3aBUCUMOCTM OT BMAA HACNEACTBEHHOI NaTONOrM1 OTHOCUTL fH0-
A€l K OnpeaeneHHbIM rpynnam pucka (N0 MOHOTEHHBIM M XPOMOCOMHbIM BOnesHsM,
3aboneBaHns ¢ HaCNEeACTBEHHON NPEAPaCcNoNOXEHHOCTbHO).

B aTux crnyyasx MCMonb3ylTcs crieunanbHble MatemaTiyeckue opmynbi,
OCHOBaHHble Ha Teopin BEPOSITHOCTH. [laHHble hopMynbl Npu pacyeTe o6LLEro pucka
NPUHUMAKT BO BHUMaHWe anpuopHble (akTopbl (MEHAEneBckie 3aKOHOMEPHOCTY
npeanonaraeMoro TUna HacneaoBaHUs U CPABHUTENbHYI0 YACTOTY BO3MOXHbIX reHe-
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TUYECKUX BapuaHTOB 6ONe3Hu), a Takke (PaKTUYECKOe Hammume Y KOHCYmbTUPYeMoro
nmua 60nbHbIX UK 300POBbIX POACTBEHHUKOB (YTO ONPeAenseT anocTepuopHyo Be-
POSTHOCTb paccmaTpuBaemon runotessl). INpu HenssecTHOM Tune Bpaka poxaeHne
Kaxgoro nocrneaytowiero pebeHka (3g0poBoro unm 60MbHOT0) CYLLECTBEHHO AOMOMHS-
€T VMEILLYKCSH TeHETUYECKYI0 WH(OPMALMIO 1 BUOOMSMEHSIET BENINYMHY anocTepu-
OpHOMN BEPOSATHOCTM.

Mpn MynbTUDaKTOpHanbHbIX 3ab60neBaHnsX ¢ NONUrEHHO-AETEPMUHMPYEMOV
HacneaCTBEHHON NpeapacnofiOKEHHOCTLI0 CYMMAPHbIA FeHeTUYECKUA PUCK 3aBUCHT
oT GonbLoro yucna akTopoB 1 OMPeAenseTcs ¢ NOMOLBI cnelnanbHbIX Tabnuuy
SMMUPUYECKOTO pUCKa.

C reHeTNYeCcKon TOUKM 3pPEHUS MOXHO NPeHebpeyb PUCKOM, HE BbIXOAALLMM 3a
npenenbl NOBbILLIEHHOTO B NETKOi CTEMEHU, U He CYMTaTb ero MpOoTUBOMOKA3aHUEM K
[ETOPOXKOEHUIO AaXe TOrda, korga HeT BO3MOXHOCTW MpeHaTanbHOM AMArHOCTUKM
npeanonaraemoii aHomanuu. B nio6om cnyyae cembsi AOMKHA 3HATb O CTEMNEHM reHe-
TUYECKOrO piCKa NS PELLEHIs BOMPOCa O NaHMPOBaHUM GePEMEHHOCTM Ui ee npe-
pbIBaHUN. Bpay-reHeTIk Nullb Oka3blBaeT NOMOLLb B MPUHATUM TaKOro peLleHus.

Mpu GonesHsx UnK HapyLLeHusiX, 06YCNOBMEHHBIX (hakTopamn cpeabl (K Takum
(haKkTopam OTHOCATCS BUPYCHbIE MHAPEKLMN ¥ MaTepu BO Bpemsi BepeMeHHOCTH, 3no-
ynoTpebneHne ankoronem, HapkoTMKaMW WK NeKkapCTBEHHbIMW NpenapaTtamu, a Tak-
K€ POAOBbIE TPABMbI), CTEMEHb PUCKA 3ABMCUT OT TOr0, COXPAHUTCS NN BO3LENCTBIE
KOHKPETHOro chaktopa npu nocnegytoLien 6epeMeHHOCTH, a Takke OT YyBCTBUTENbHO-
CTM Nnoga k aTomy cbaktopy. B kaxgom cnyyae BpOXOEHHOrO MOpoOKa pasBuTHS UK
BonesHu rnaeHas 3ajava KOHCymnbTaHTa — onpeaenuTb, 0bycnoBneHa N naTonorus
reHeTUYECKUMN HapyLeHNsMI unu BHelwHen cpegon. OaHako Hepeako caenatb 310
[OBOMbHO TPYAHO, B YAaCTHOCTW MOTOMY, 4TO 6GONE3HM, Bbi3blBAaEMbIE MyTaLMSMK B
reHax, MOryT NPOSIBNATLCA Tak ke, kak 00ne3Hu, Bbi3blBaeMble (hakTopamu cpebl.

iy Knuxuyeckuii npumep No18. B ogHUX Cnyyasix BPOXAEHHYIO ryXOTY BbI3bIBAET pe-
LieCCVIBHBIN TeH, a B ApYruX — 3apaxeHune opMmUpyIoLLerocs nnoaa Bo3byanTenem KpacHyxu BO Bpems
6epeMeHHOCTM!.

! Knuxuyeckuii npumep No19. iHorga npuynHa OTCYTCTBUS y4eBOi KOCTU B npeanne-
ube pyKI/l MyTaHTHbIN reH, a B ApYrux — BO3AENCTBUE Ha Nog npenapara TanMooMuaa.
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Pestomupys, cnegyet OTMETUTb, YTO MyTeM TILATENbHOrO aHanusa pogo-
CIMOBHOM NauueHTa Bpay MOXET PelUTb, K KAaKOW rpymnne reHeTM4eckoro pucka
OTHOCUTCA U3yyYaeMbIn CryYai.

[o vcnonb3oBanns MeTopoB OHK-auarHOCTUKU reHETUYECKUA PUCK NPU MeH-
penvpyrowmx 3aboneBaHnax onpeaensieTcs nyTemM BEPOSTHOCTHBIX PacyeToB, OCHO-
BaHHbIX Ha 3aKOHOMEPHOCTSAX Cerperaluy naTonornyeckoro oeHoTMna npu ToM unu
MHOM TWUNe HacnefoBaHus. TOYHOCTb pacyeTa reHeTUYECKOTO pUCKa 3aBUCUT OT WH-
(hopMaTUBHOCTI POLOCIIOBHOM U BO3MOXHOCTW YCTaHOBMEHUS TEHOTUMOB KOHCYMbTH-
pyembIx poautenen. Ecnu reHoTunbl poguTenen (tun Gpaka) M3BECTHbI WAWM MOryT
ObITb NPEANONOXEHBI C BbICOKOA BEPOSATHOCTBIO, OLIEHKA prCka MaHudecTaumuy narto-
norunyeckoro heHoTMNa Y NOTOMKOB cpaBHUTeNbHO npocTa [Kosnosa CU. u agp., 1996].

B HeobGxoaMMbIX Cryyasx AenaeTcs nonpaska Ha HEMOSHYH NEHETPAHTHOCTb
MYTaHTHOTO reHa, KoadhMUMEHT MHOPUAKMHIA 1 HEKOTOpble Apyrie hakTopbl, BAMSIHO-
LMe Ha NposiBNeHne eHoTUNa. 3HAUMTENBHO CIIOXHEE PacyeT reHeTUYECKOro pucka
Npy HEeM3BECTHbIX reHoTUnax poauteneir. OBbIYHO 3TO UMEET MECTO MPU HanMuMK
eOMHNYHBIX CryyYaeB 3aboneBaHust B CeMbe, OCOBEHHO €crii M3y4aemblii CUHOPOM
SBNSAETCS FEHETUYECKN rETEPOreHHbIM: B TaKOW CUTYaLM OLEHKa Cerperauum npusHa-
KOB B POLOCMOBHOA HEOCYLLECTBMMA, M pacyeT FeHeTUYECKOro piucka MpUXoauTCs
NPOBOANTb AN1S1 PA3NUYHbIX BO3MOXHbIX TUMOB HACNEA0BAHMS.
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Mnasa 4. PopmupoBaHue rpynn reHeTU4eCKoro pucka

Cpynnol  2eHemu4eckozo pucka — 3mo Kamezopuu Ardel,
umerowjux Boicokuii puck HacaedcmBerHozo 3adoreBaHus uAu

poxdeHus pedeHka ¢ HacAedcmBeHHbIMuU 3adoAeBaHusmu.

B rpynnbl reHeTMYeCKoro pucka BKMHOYEHbI POAUTENW, MMetoLme Hacneg-
CTBEHHble CEMElHbIE 3a00MeBaHNs, KPOBHOPOACTBEHHbIE Bpakm (pkuii TOMy NpuMep
— KOponeBckue AuHacTum), Oyaywme matepu C «nroxumy» aHamMHe3oM (MOBTOPHble
BbIKMABILW, POXOEHNE MepTBOro pebeHka, 3amepline 6epemeHHoCTM 1 GecnnoaHble
KEHLWMHbI B3 YCTaHOBMEHHON MEAULMHCKON NPUUMHBI), @ TakKe KEHLUWMHbI cTapLue
35 neT 1 MyXumnHbl B BO3pacTe cTaplue 40 nerT.

Kpome Toro, B rpynny pucka nonagatot byayLne poauTenu, UcnbiTaplume Ha
cebe BO3fencTBUE HEBNArONPUATHLIX haKTOpOB (paanauus, ANUTENbHbIA KOHTAKT C
BPEeAHbIMM XMMUYECKMM BELLECTBAMM Ha MPOM3BOACTBE W B ObITy), @ Takke XeHLu-
Hbl, YNoTpebnsiolwmMe B Nepuo 3a4yatusi NekapcTea ¢ TepaToreHHbIMM CBOMCTBaMM
(BbI3bIBAKOLLMMM YPOACTBA NIOAA — BPOXKAEHHbIE MOPOKY Pa3BUTHS).

Bcem Gygywmm poauTensm, nonasMM B rpynny pucka, HasHavalT Aonos-
HUTENbHbIE TEHETUYECKME TeCThl, YTobbl u3bexatb nepegayn 6onesHW no Hacnesd-
ctBy. [pu cpegHemM W BbICOKOM pUCKe PeKOMEHAALMM OTHOCMTENBHO BO3MOXHOCTM
LETOPOXAEHNS ONPesenstoTcs B OCHOBHOM TSHKECTHIO MEOMLIMHCKUX U COLManbHbIX
nocneacTBUAN KOHKPETHOro 3aboneBaHusi, a Takke BOMOXHOCTAMM U LOCTYMHOCTHIO
npeHatanbHoi AHK-guarHoctukm [Koanosa C.M. u gp., 1996]. byaywwue pogutenm,
nonasLUKe B rpynny HU3KOrO rEHETUYECKOro pucka, NPOXoAAT obcreaoBaHue Mo xe-
natuio.

lpynna pucka poxaeHus aetei ¢ XpPOMOCOMHbIMU GONE3HAMM:

e BO3pacT 6epeMeHHO XeHLMHbI 6onblue 35 neT, Npy 3TOM PUCK poxae-
HWs pebeHka ¢ XpOMOCOMHOM NaTonoruen (HanpuMep, ¢ cuHapomom [a-
YHa) BO3pacTaeT B HECKOMbKO pa3 Mo CPaBHEHMO C TakoBbIM y 20-Tu
NETHWUX MaTepew;

e Hanuume B CEMbe [eTell C XPOMOCOMHbIMM CUHLPOMAMU;
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e  OTSArOLWEHHbIN aKyLUEPCKWA CEMENHbIN aHaMHe3 (BbIKUAbILLW, MEpTBO-
POXOEHWS, AETU C MHOXECTBEHHbLIMI NOPOKAMU PA3BUTUSA U Ap.);
e €CI poauTenu nogsepranich BO3LENCTBIO MyTareHHbIX (hakTopoB.

prnna PUCKa MO MOHOTreéHHbIM GonesHaAM:

e  VHOMBMADLI, Y poauTENen, CUOCOB MnM [APYrX POACTBEHHMKOB KOTOPbIX
[MarHoCTMPOBaHO MOHOrEHHOe HaCNeACTBEHHOe 3aboneBaHme.

e NUa, KOTOpble CBSA3aHbl GNNU3KMM POACTBOM C NpobaHooM, UMEIT Mo-
BbILLIEHHbI PUCK rETEPO3NUrOTHOMO HOCUTENBCTBA MYTAHTHOMO annens.

j Knuruyeckuti npumep Ne20. Tlpu Hanuumm y 6OMBHOrO MPU3HAKOB ayTOCOMHO-
peueCCMBHoro 3aborneBaHus (roMo3uroTa no peLeccBHOMY NpU3HaKy) — HEHUNKETOHYPWUM, Er0 POLUTENN
SBNSIOTCA reTEPO3UrOTHLIMU HOCUTENAMM COOTBETCTBYIOLLErO PELIECCUBHONO annens 1 BXogaT B rpynmy
pu1cka Mo MOHOreHHbIM 3aboneBaHuam y byayluero notomcTaa.

Mpn OOMWHAHTHbIX 3a60NEBaHMSX C HEMOMHOW MEeHETPaHTHOCTLIO (Hampumep,
AMCTPOMYECKON MUOTOHMM) HOCUTENSMMU MaTONOrMYeckoro annens sBnsTCcs BCe
KNUHUYECKW 300POBble NiLa, UMetoLMe, Kak DOMbHbLIX AeTeN, Tak U OOMbHbIX poauTe-
new.

Mpn X-CUenneHHbIX peleccyBHbIX 3aboneBaHmsax (remodunum, muonatum [io-
LEHHa) reTepo3unroTHbIMKM HOCUTENAMI NaTONOMMYeCcKoro annens SBRsTCS BCe 4O-
yepy BOMNBHOMO MyXUMHbI, 300POBbIE MaTEPU BOMBHBIX MaNBYMKOB.

lpynna pucka no GomnesHsM C HacneacTBEHHbIM NPeApacnonoXeHNem
(mynbTuchakTopranbHbie 3aboneBaHus):

e MUA C y4eTOM NONa, BEeNWUYMHBI HACNEeACTBEHHOM OTAMOLEHHOCTM (PUCK 3a-
BUCUT OT TshkeCTW 3aboneBaHws, cTeneHn poactea ¢ GOnbHbIM, 4ucna
BOMbHbIX B CEMbE).

Onpepenexve kpyra poacTBeHHUKOB BonbHoro npobaHaa, Hambonee noasep-
XEHHbIX Pa3BUTUIO Y HUX aHaNornyHoro 3abonesaHus, No3BonseT 3hEKTUBHO NpPo-
BOAMTb pPaHHWE LieneHanpaBreHHble nevebHO-NpodunakTuieckme MeponpusTus ans
HUX.

Tak, Npu HanW4UM rMNEPTOHNYECKON BONE3HN Yy OOHOMO U3 poauTenein Heobxo-
[UMO KOHTPONWPOBaTb YPOBEHb apTEpUanbHOro AaBfieHus y pebeHka, pekomeHgo-
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BaTb, HaNpuUMep, orpaHn4eHHoe NoTpebneHre NoBapeHHoON Comnu, WaasLmMin PexuMm B
noBeLEeHWM, NponaraHaMpOBaTh 340POBbIA 06pa3 XU3HW W T.4. Cnu Takne NpUBbIYKM
NPVUBMBAIOTCS C AETCTBA, TO OHU MOTYT OKasaTbCs MPOMNAKTUYECKU OYeHb Shdhek-
TUBHBIMMW.

MpedBapumenvHoe zeHemudeckoe mecmupobanue - amo uc-
cAedoBarue zeHemudeckozo (HacaedcmBeHHoz0) Mamepuara y
yeroBeka zpynnbl zeHemuYecKozo0 pucka, HO 0e3 KAUHUYECKOU
CUMNMOMAMUKU, Komopoe ¢ onpedeAeHHoll BeposmHocmoro
(HO Hukozda ¢ MOYHOCMbLIO 100%) MOXem <«<npedcKasamo>

pasbumue HacaedcmBenHozo 3adoreBarus y KoHKpemHozo ue-
\/\o6eka (uHOUBudyyma). /

MOJ'I&KynﬂpHO-reHETVI‘-IECKaﬂ MH(*)OpMaLIVIFI MOXeT ObITb WCMoONb3oBaHa B
AWarHocTuke U Npu CKPUHUHre nNauueHToB C yXXe YCTaHOBJIEHHbIM ANWArHoO30M, a TaKxe
npu nccnegoBaHnUu rpynnbl pUcKa.

i Knunuyveckuil npumep Ne21. Yto o3HavaeT «rpynna pucka passutus 6onesnn AnbL-
remmepa»” [Mpexpae Bcero, aT0 rpynna JnL, Y KOTOPbIX YKe UMEETCs CeMeliHas NPeapacnonoXeHHOCTb,
TO €CTb B CEMbSIX, KOTOPbIX YXe Oblnn BhisiBNEHb! cnyyan 6onesnn Anbureiimepa. Ecniv Ha meguumHCKyto
rEeHeTUKy CMOTpEeTb boree LWMPOKO, TO OnpeaeneHue «nuua 13 rpynnbl pucka» MOXET ObiTb pacnpocTpa-
HEHO Ha BCIO Monynsauuio. TeM He MeHee, C YY4eTOM HALMX 3HAHWA Ha AaHHbIA MOMEHT BPEMEHW AUCKYC-
CWS O paMKax TEHETUYECKOro TEeCTUPOBaHUS AN BbiSIBMEHUS pucka BonesHn Anbureidmepa ceitvac
0060CHOBaHHO OrpaHWyeHa YneHamMn cemeil, OTAroLeHHbIX Mo AaHHoMy 3aboneBaHmio. CkasaHHOe OTHO-
CUTCSI, Mpexae BCEro, K CryyasM C No3gHuM Havanom 3aboneBanusi. [eHeTUYecKoe TECTUPOBAHWE Npu
paHHem aebioTe cemeitHoit hopmbl GonesHn AnblireiiMepa MOXeT BHOCUTb CyLLECTBEHHbIN BKNaz B Aua-
THOCTUKY 3aboneBaHusi. 3TO BecbMa BaxHO, 6O B HacTosiee Bpems guarHo3 bonesHu Anbureiimepa
SBNSIETCS, NPEUMYLLECTBEHHO, KIMHMYECKAM. HO 1 B TOM cryyae, ecnn AaHHbIe FeHETUHECKOrO TECTUPO-
BaHWs CTaHyT B GyAyLLEM MCNONb30BaTLCA 1S YCTAHOBNEHNS KIMHUYECKOTO ANarHo3a, Kaxzablil nauueHT
WNK ero NpeacTaBuTENb BNpaBe pacnonaratb NOMHON MHAOPMALME O CaMOM METOLE W, ECTECTBEHHO, O
MOMyYeHHbIX pe3ynbTaTax.

CylLecTByIOT [1Be KaTeropuu reHeTMYeCkoro CKpUHMHra GonesHu Anbureivepa: npensapu-
TernbHOe reHeTUYECKoe TECTUPOBaHME W ONpeaeneHIe reHeTUYecKoro pucka. CerogHs npeasapuTenbHoe
FEHETUYECKOE KOHCYIbTMPOBaHNE MOXET BbiTb PEKOMEHA0BAHO NMLAM 13 0YEHb HEMHOMMX CeMelt: ecru
B CEMeiHOM aHaMmHe3e WMelTcs cryyan GonesHn AnbureliMepa C paHHUM Hadyanom 3aboneBaHus
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(0BbluHo o 60 net); Tem, y koro 6onesHb nepegaeTcs Mo ayToCOMHOMY TWUMY HacnegoBaHus. B aTux
O4eHb pefkux cembsix (MeHee 10% oT Bcex cnyyaes 3aboneBaHus) cneumduyeckas reHeTuyeckas MyTa-
WS MMEETCs Y BCEX YNEHOB CeMbi. B Takux cembsix npeaBapuUTerbHOE reHeTMYeckoe TecTUpoBaHWe
MOXHO MPELNIOKUTL ANS UX 300POBbIX YNEHOB (0BbIYHO 3TO POACTBEHHMKW NEPBOV CTENEHW POACTBA,
“MetoLlero MyTauuio 60MbHOr0) C LieMnbio ONpedeneHnsl Hanuuus unm OTCyTCTBUS cneuuduyHon Ans
cembi MyTaLuu. Hanudmne aToi MyTauuv nNpu OTCYTCTBUN KIIMHWUYECKMX CUMMTOMOB NOBbILIAET PUCK pas-
BuTWA 6onesHn Anbureiimepa ¢ 25-50% (npu ayToCOMHO-gOMUHaHTHON Moaenu) go 100%. OtcyTcTere
TaKoW MyTaLmu Npu OTCYTCTBUM KITMHUYECKX CUMMTOMOB CHIKaET pUCk pa3euTus bonesHu AnbLireimepa
¢ 25-50%, XxapaKkTepHbIX 4N ayTOCOMHO-AOMUHAHTHOrO TUMa HacnesoBaHus, NPakTUYECKN [0 HYNS.

LlomkeH, TeM He MeHee, Y4uTbIBaTLCS M TOT (haKT, YTO A0 CUX MOP A0 KOHLA HesicHa MeHe-
TPaHTHOCTb UAEHTU(MLMPOBAHHBIX MyTaLMi NpK 3ToM 3aboneBaHun. HesicHo Talkoke, Kakyto ponb urpaet
B3aMMOZENCTBME (HaKTOPOB FEHETUMECKNX WM HETEHETUYECKUX (OKpyXaroLLeil cpempl). Peub uget o Tom,
YTO OTCYTCTBME U3BECTHOI B HACTOSILLEE BPEMS CEMENHOM MyTaLMM He 3aluMILaeT YeroBeka oT pasBuTms
6onesnn Anbureiimepa (1nu apyroi hopMbl AEMEHLNN).
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Fmasa 5. ®opmupoBaHue 3aKnO4YeHUs

lMocne OUeHKWM pucka HacneACTBEHHOM NaTonorun hopMUpyeTcs 3akmiode-
HWe, KOTOPOe BKItoYaeT B CeBsi KOHEYHbIN MPOrHO3 BEPOSTHOCTW PasBUTUS TOW MK
WHOM naTonorum y npobaHaa, a Tak e pekoMeHAaLWmM, HanpaBneHHbIE Ha CHKEHME
pucka 3abonesaHns unu BO3MOXHbIX MPOSIBIIEHNI (0CnOXHEHWN) BonesHu (Mpunoxe-
Hue Ne2).

MenuKo-reHeT4eckoe KOHCYNbTUPOBaHWE [OMKHO CTaTb COCTaBMSHOLLEN
KoMmnnekca Mep, HanpaBneHHbIX Ha OXpaHy 340pOBbS MaTepu U pebeHka, Ha CHxe-
HWe npeHaTanbHOM CMEPTHOCTH, NO3TOMY 0coboe 3HayeHne cneayeT npuaath npona-
raHze 3HaHui B 06nacTh KIMHUYECKON reHeTUK ANs NPakTUYECKX Bpayel akyLlepos-
TMHEKOSIOTOB, HEOHATONOroB, HEBPOMATONOMOB, TEPANeBTOB, OHKOMOroB. BaxHbIM
NPOMUNAKTUYECKUM MEPONPUATUEM BO3HUKHOBEHWS Pa3NWYHbIX aHOManui y noToM-
KOB eCTb LUMPOKas CaHWTapHO-NPOCBETUTESNbHAsA NponaraHaa, Kak cpean B3pocroro
HaceneHus, Tak 1 cpeay NoApOCTKOB, KOTOPbIE CTaHYT pofOHaYarbHUKaMM HOBBbIX,
(PU3NYECKM 1 YMCTBEHHO 300POBLIX MOKONEHUN.

Mpo6nemMbI reHeTUYECKOro KOHCYNIbTUPOBAHUSA 3HAYMTENLHO WKpe CTa-
TUCTMYECKOTO YCTaHOBNEHUA reHeTUYeckoro pucka. Ocoboe MecTo ygensietcs
BOMPOCaM NCUXONOrMYeCKOro nyaHa, Hepeako BO3HWKAKOWMM B npoLecce KOH-
CyNbTUPOBaHUSA, 0COOEHHO NpU (hOPMUPOBAHUM 3aKnioUeHms. B npouecce reHe-
TUYECKOTO  KOHCYNMbTUPOBAHMS  BO3HWKAKOT CaMble pa3HoobpasHble  cuUTyauum,
TpebyloLLme OT Bpaya YCTAHOBMEHUS NCUXOMOTMYECKOro KOHTaKTa ¢ ceMbelt. B mpo-
LiecCe reHETUYECKOr0 KOHCYMbTUPOBAHMS BO3HUKAKOT CaMble pa3HoobpasHble cuTya-
LK, TpebytoLLMe OT Bpaya YCTaHOBNEHNS NCUXOMOTMYECKOTO KOHTaKTa C CEMbEIA.

Hepeako ofuH 13 CynpyroB BOMbHO U HEBOMbHO BepeT Ha cebs BUHY 3a
nosisneHne Ha cset BonbHoro pebeHka. Tak, MOMoOAas XeHWuHa, MaTb Marbyuka,
cTpagatowero 6onesHbio ayHa, owyliana cebs BUHOBATON Nepes MyXem 1 ero pog-
CTBEHHMKaMK. HenpemeHHas 0653aHHOCTb KOHCYMbTaHTa B 9TOM W ApYrinX aHanorny-
HbIX Cnyyasx — OObSCHEHWE KaK XeHe, TaK M (YTO He MeHee BaXHO) MyXy CMbicna
reHeTUYECKNX HapyLIeHui Npu Tpucommum no 21 nape xpomocoM. KoHcynbTaHTy nocne
COOTBETCTBYHOLLEr0 06cneaoBaHus Heobxoanmo Ao6UTLCS YCTpaHEHUS YyBCTBa He-
CYLLECTBYIOLLEN BUHbI Y XEHLUMHbI, 3aCTaBUTb ee aymaTb O Oyayliem, BHYWWUTb €l
MbICMb O HE6OMbLIOM PUCKE BO3HUKHOBEHWS MATONOrMM Npu cnegytolen 6epemMeHHo-
CTW. YTO KacaeTcs BbILLIEONCAHHOrO Cnyyasi, TO B HAcTosiLiee BpeMsi B 3TOM CEMbE
pacTyT [Ba 3[40POBbIX ManbyMka — PELUMTHCS Ha HOBYKD GEPEMEHHOCTb XKEHLWHE
MOMOFTIM NPaBUNBHO OPraHN30BaHHbIE KOHCYbTALMOHHbLIE MEPONPUSATHS.

68



3HaunTenbHO croxHee 60pOTbCS C OLLYLIEHMEM BWHbI Nnepen pebeHkom
CeMben, eCnn B POLOCIOBHOM NpobaHaa OTMeYanuchb aHanornyHble 3abonesaHus.
Tak, B 0gHON CeMbe B POAOCMOBHOM MaTepu pebeHka, cTpagaroLero remodunven A,
BbISIBMEHbI CRyYau aHanoMYHbIX MOPaXeHuit, CBUAETENbCTBYIOWME O TOM, YTO MaTb
— HOCUTENbHULA MYTaHTHOrO reHa. B Takux cnyyasx ocobeHHO BaxHO pacckasatb O
rEHeTUYECKNX MexaH13Max natomnorun, O6bACHUTb, YTO HUYBEN BUHBI TYT HET U BbITb
He MOXET, Y4TO peyb MAeT NULb O 3aKOHaX BEPOSATHOCTM U T. A. HECOMHEHHy no-
MOLLb B MOAOBHbIX TSKENbIX C TOYKM 3PEHIUS FEHETUYECKOrO MPOrHO3a ¥ NCUX03MOLM-
OHaNbHOTO  COCTOSIHUSI  CUTyaUWsiX  OKasblBAOT — COBPEMEHHbIE  BO3MOXHOCTM
npeHaTanbHoi AUarHOCTUKN. IMEHHO Ha 3TUX acnekTax aKLEeHTUPOBanoCh BHUMaHWe
0BpaTuBLUMXCS B KOHCYNbTaLMIO CYnpyroB..

OpHako nopoit GbIBaeT W TaK, YTO HEOOXOAMMO YCUANTL OLLYLLEHIE FINYHON
OTBETCTBEHHOCTM 3a COCTOsHWE 370pOBbst Byaywmx AeTeir. Peyb uaet o cuHapome
MHOXECTBEHHBIX BPOXAEHHbIX MOPOKOB Pa3BUTUS, KOTA reHes 3TOro COCTOSHUS MO-
eT ObITb 0ObsSICHEH arnkoronuamom matepi. Mpu 3TOM HeobBxoaUMo pacckasatb O
CBS131 MATEPUHCKOrO OpraHuaMa ¢ nNrogom, 06 bSICHUTL POMb anKorosisl Kak TepaToreH-
Horo hakTopa. B 3TOM cryyae oLyLieHre BUHBI XEHLUMHBI Neper CBOUM peGeHKoM
NMEET MONOXUTENBHOE 3HAYEHME.

Hepeako B npouecce ¥ Ha 3aKMoYUTENbHOM dTane reHeTUYECKOrO KOHCYMb-
TUPOBAHUS UCTbITAHWIO NOABEPraeTCs KPENocTb ceMbi. Cynpyri HaYMHAIOT BbISBNATL
B CBOMX POAOCMOBHBIX «MOA03PUTENbHBIEY CIlyYau, CKPbITO UMK SIBHO OOBMHSS Opyr
ApYyra B Hanuunuu TEX UK MHBIX HACNEACTBEHHbIX AedekToB y pebeHka. Kak npasurno,
nofoOHble CUTyauuum BO3HUKAKT MpW  TsKenbiX  3aDOneBaHMsX  ayTOCOMHO-
PeLieCCMBHOTO NPOUCXOXAEHNS (HACNEACTBEHHbIE HapyLieHNs 0OMeHa aMUHOKMCIIOT,
MYKOBMCUMAO03 W Ap.). KOHCYnbTaHT mpu 3TOM [OMKeH OOBACHUTb Cynpyram CyTb
«BBILLENEHNS» NATONOTMYECKUX NMPU3HAKOB, Tak YTOObI OHU 3aMOMHUNK: Aaxe ecru
Obl POAOCNOBHAs OHOrO M3 HWX Gbina HaBoaHEHa OONMbHLIMW POACTBEHHWKaMK, a
APYroro — 41cTa, TO 370 HUYero Obl He 3HAYMNO, MOCKOMbKY 3aboneBaHne NPosBNS-
eTCs NNLWb NpY Nepeaade NaTonor1M4eckoro HacNeACTBEHHOMO NpuaHaka ¢ 06enx cTo-
PoH. Kak npaBuno, BMHOBaTbIMM B GonesHn pebeHka (4eTemn) Myxbsi CYMTalOT XeH. B
TaKux cry4asix K 3aknouuTensHon 6eceae He0bXoaMMO NpuBMEYL He TOMBKO Cynpy-
rOB, HO W POACTBEHHMKOB CO CTOPOHbI MyXa, YTOObI 0OBSCHEHNS KOHCYNbTaHTa UMENK
BonbLUMiA pe3oHaHC B cembe. MCX0as 13 HaKoMmeHHOro onbiTa, MOXHO YTBEPXAATb,
4TO B GOMBLUMHCTBE CRy4YaeB reHeTUYeckas KOHCYNbTaLus cnocobCTByeT HopManu3a-
LjM NCUXONOMMYECKOrO KNMMaTa B CEMBE.

3agaya KOHCynbTaHTa YCMOXHAETCS, €Criv MpU  ayTOCOMHO-PELECCHBHO
HacneayeMoil NaTomnoriv B CeMbe BCTAET BOMPOC O BO3MOXHOCTY CHUKEHUS pUCKa B
criyyae 3ameHbl 0AHOro u3 cynpyroB. C npocdheccuoHamnbHON TOYKM 3peHUst OTBET,
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€CTECTBEHHO, He BbI3bIBAET 3aTPyAHEHWI, MOCKOMbKY PUCK PE3KO YMEHbLIAeTCs:, OA-
Hako HPaBCTBEHHAs CTOPOHA MofO6HbIX PEKOMeHaLMiA 3acTaBnseT 3aayMaThesl, Tak
Kak nony4eHHasi MHOpMaLs Tak U MHa4Ye MOXET NOCIYXMTb KOCBEHHBIM TOMYKOM
k pa3Bogy. B Takux cryyasx MHAMBMAYanbHbIA NOAX04 0COOEHHO BaXEH.

Ocoboro BHMMaHUS 3acrnyxuBaeT hopma NpOBEAEHUS KOHCyMbTauui. ABTO-
puTeTbl B 06MaCTU reHETUYECKOTO KOHCYNbTUPOBAHUS 3aHUMAIOT MO 3TOMY BOMPOCY
NPAMO NPOTMBOMOSNOXHbIE NO3uLMK. OfHM YTBEPXKAAIOT, UTO KOHCYNbTAHT LOSMKEH He
COBETOBATh, @ NULLb co0bLaTh ceMbe (hakTbl. 10 MHEHMIO APpYTUX, «NO3ULMS HENTpa-
nMTETa CO CTOPOHbI KOHCYNbTaHTa He OTBEYAET HOBbIM TPEBOBAHMAM KOHCYMbTUPOBA-
HUS». Tem He MeHee, KOHCYNMbTaHT [JOMMKEH ACHO U YeTKO ChopMynmMpoBaTh CBOK
NO3MLMI0 B OTHOLLEHMM NPOrHO3a KacaTeNlbHO KOHKPETHON CEMbU 11 MW 3TOM NOMOYb
cynpyram BblpaboTaTb JanbHEedLylo TakTUKy B COOTBETCTBUAW C BO3MOXHOCTAMU W
BOCTVKEHUSIMU COBPEMEHHON MeAULMHBI. [laxe npu BbICOKOM PUCKE MOBTOPHOMO BO3-
HWKHOBEHMSI 3a00MneBaHMs Mbl CYMTaeM HeobXOAMMbIM OkasaTb MPaKTUYECKYHD Mo-
MOLLb CEeMbe: 03HAKOMUTb Byaywyx poauTenen ¢ BO3MOXHOCTSMU MpeHaTanbHON 1
PaHHen MocTHaTarnbHON OMArHOCTMKM W CyLLECTBYIOWMMMU Cnocobamu COBPEMEHHON
KOPPEKLMM JaHHbIX NaToNorM4eCKnX COCTOSHUIA.

®dopma coseTa B Nob6OM cryyae JOMmKHA BbIOMpaThCS MHAMBUAYaNbHO. Mpy
HW3KOM MOBTOPHOM PUCKE FEHETUYECKUIA COBET HOCUT YETKMA ONTUMMCTUYECKMIA Xa-
pakTep. Ero AOMWHAHTON CyXMT MbICMb O TOM, YTO Cynpyram cnegyet Gonblue ay-
MaTb 0 Dygywem, yem 06 OTAroweHHOM npolwromM. bnarogaps Takoi ycTaHoBke
nogasnstoLLee 60NLWMHCTBO Nap, NOMYy4MBLUMX NO3UTUBHLIA CoBET (Moutn 90%), 6na-
ronoJTy4HO CrpaBUIMCh CO CBOMMM Npobnemami.

B npouecce KOHCYnbTUPOBaHWS HEOOXOAMMO Y4MTbIBATL WHAWBUAYArbHbIE
0COBEHHOCTY CynpyroB, UX OTHOLLEHME K natonoruu. OguH v ToT xe aedekT y peber-
ka (Hanpumep, pacliennexue rybbl) B OQHUX CEMbSX PACLEHMBAETCA Kak A0CagHOe
HegopasymeHue (NOYTH BCerga NoAAAoLLeecs XMpYPruyeckoMy NeYeHuto), B Apyrx
— BOCMPUHMMAETCS KaK Tpareausi, KOTopast HU Npu Kakx 06CTOATENbCTBAX HE LOMXK-
Ha noBTOpUTLCS. ECTECTBEHHO, hopma CoBETa AOMKHA Pa3NNyaThCs B 3aBUCUMOCTM
OT OTHOLUEHUS K MaTomnorui. TeM He MEHEE, B CUTyaLNsiX, OTMEYEHHBIX HI3KIM reHe-
TUYECKMM PUCKOM, 0COD0e BHUMAHWE CrieayeT YAensTb UCKOPEHEHWIO OBNaAEeBLUErO
Cynpyramu neccumusma.

ObpatHbIi BapuaHT — HEOBOCHOBAHHBI ONTUMM3M MPW BbICOKOM reHeThYe-
CKOM PUCKE — BCTPEYAETCS 3HAYUTENBHO Pexe, Takoe SBNeHNe 0BbIYHO XapaKTepHO
ANs MoropbIx cemeit. B Takux cnyyasx npuxogutces 6opoThes ¢ NoA0OHbIM HAaCTPOEM
y CynpyroB, npeaynpexaas ux 0 BO3MOXHbIX nocneacTsusx. CTaTucTuka nokasbiBaeT,
4TO DOMBLUMHCTBO Map, NOMYYMBLUMX HETATUBHBI COBET, MOCNEA0Bani emy.
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HekoTopble npobrembl, BO3HUKaKOLME B NPOLECCE KOHCYNbTUPOBAHUS, HOCST
YMCTO HOPUAMYECKU XapakTep. OTO MOATBEpXAAeT HeoBX0AMMOCTb MOBCEAHEBHOTO
KOHTaKTa MEMKO-TeHETUYECKOMN W KOPUANYECKOI CryXObI

3aBepLuast Ty TeMy, MOXHO C YBEPEHHOCTbIO CKa3aTb, YTO TaKTUKa KOHCYmMb-
TaHTa BO BCex CNyyasx [OmkHa ObiTb HanpaBneHa Ha YCTaHOBMNEHWe KOHTaKTa C nu-
Lamu, obpaTyBLIMMKCA 3@ COBETOM. HesaBMCKMO OT xapakTepa MporHosa Cynpyri
[OMKHbI MONYYUTb AAEKBATHBIA COBET, YCBOUTb FEHETUYECKYI0 CUTYaLMI0 TaK, YTOObI
camu MOrnn ee 0BBbSICHUTL ApYrMM POACTBEHHMKaM. OnbIT MOKa3bIBaeT, YTo XopoLuast
NH(HOPMUPOBAHHOCTb — 3TO 3a510T YCMELLHOTO PeLLeHist Npobnem B cembe.
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Fnasa 6.
HUM

MpodcdmnakTtuka HacnepcrTrBeHHbIX 3abonesBa-

Meduko-zeHemuueckoe koHcyrbmupoBarue - cneyuarusupoban-

HA MeQUUUHCKAS NOMOWb, UeAbro Komopoii s6ademes npogu-

AAKMUKA HacAedcmBeHHbIX doAe3Hell.

3agaun MeguKo-reHeTU4eCcKoro KOHCYNbTUPOBaHUA:

YCTaHOBMNEHWS TOYHOrO AMarHo3a BPOXAEHHOMO WNW HacneacTBEH-
Horo 3abonesaHus;

onpeneneHue Tuna HacneaoBaHus 3a6oneBaHNs B JaHHON CEMbE;
pacYeT BENMYMHBI PUCKa NMOBTOPEHNS 3a00NeBaHNs B CEMbE;

00bACHEHME COAEPXKAHUS MEAUKO-TEHETUYECKOTO NPOrHO3a TeM Nko-
[SIM, KOTOpble 06paTUNINCh 3@ KOHCYMbTaLMe;

AncnaHcepHoe HabnioaeHe n BbISBNEHME rpynnbl NOBbILLIEHHOIO
pucka cpean poaCcTBEHHUKOB MHAWBKAA C HacneacTBeHHon Hones-
HblO;

nponaraHga MeankKo-reHeTU4eCKknx 3HaHMI cpean Bpaqul 1 Hacene-
HUA.

MokazaHusA gna MeaUKoO-reHeTUYECKOro KOHCYNbTUPOBAHUA:

pOXaeHNs pebeHka ¢ BpOXAEHHbIMI MOPOKaMM PasBUTHS;

YCTAHOBMEHHaA UMM Nnofo3pesaemas HacrnencTseHHasi 6onesHb B
CEMbE;

3afepxKka (OU3NYECKOro pasBUTWSI UM YMCTBEHHAs OTCTanoCTb Y
pebeHka;

NOBTOPHbIE CMOHTAHHbIE a6opr|, BbIKMObILLW, MEPTBOPOXAEHNS;

OrM3KopoaCTBEHHEIE Dpaky;
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e BO3pacT MaTepy cTaplue 35 ner;

e HebrnaronpusTHble BO3OENCTBUS (haKTOPOB BHELLHEN cpeabl B paH-
HWe cpoku BepeMeHHOCTM (MH(eKLMOHHbIE 3aboneBaHms, 0COHEHHO
BMPYCHOI STUOMOTAN, MacCKBHAs NeKapCTBEHHast Tepanusi, peHTre-
HOAMArHOCTMYeCK1e NpoLeaypsl, paboTta Ha BpeaHbIX 41s 300POBbA
npeanpusThsX;

e HebnaronpusTHbIA X04 GEpPEMEHHOCTH.

HecmoTpst Ha JOCTUTHYTbIE yCnexy Npu NEYeHnn HacneacTBeHHbIX 3abone-
BaHWiA, OCHOBHOE U peLuatoLLee 3HadYeHne B Gopbbe ¢ aTON NaTonornei NPUHagnexuT,
KOHEYHO, npocounakTike. OHa OCYLLECTBNSIETCS B [BYX HanpaBneHusix: npegynpe-
XOEHWe BO3HWKHOBEHMSI HOBbIX MyTaLuil 1 NpocunakTuka poxaeHust BonbHbIX AeTen
B CEMbSIX, Fe eCcTb HacneACTBEeHHble 3aboneBaHus.

MpenoTBpaLleHe BHOBb BO3HUKLIKMX MyTauuii NOKa 3aTpyaHeHo. [ns npo-
(UNaKTUKN  YHACcNe#oOBaHHbIX MyTauuiA  CyLIECTBYIOT [JENCTBEHHblE MOAXOAbI.
Hambonbluee 3HayeHWe WMEET MEeMKO-TEHETUYECKOE KOHCYNbTUPOBAHME W MpeHa-
TanbHas (D0poLoBas) AnarHoCTMKa.

He meHee BaxHoN siBNsgeTCA npodunakTuka GonesHeln ¢ HacneaCTBEHHbIM
npeapacrnonoxXeHnem (CepaeyHO-COCYaUCTble, HEpBHbIe, NCuxuyeckue 3abonesaHus,
BPOXXOEHHbIE MOPOKW Pa3BuTUS, annepruyeckue 3abonesaHns, NekapcTBeHHas ycTomn-
UMBOCTb MMM MOBLILLEHHAS YYBCTBUTENBHOCTb K JIEKAPCTBEHHBIM U MULLEBLIM BO3LEN-
CTBUAM U T. T1.).

[insi paHHero BbisBNEHUS GONMbHbLIX W ML, NPeapacroNoXeHHbIX K Hacnes-
CTBEHHbIM 3ab0neBaHusM, 6ONbLUIOE 3HAYEHME NPUAAETCS YYETY FeHeTUYECKUX (hak-
TOpoB. ECnM B CemMbe YCTaHOBMEH [WarHo3 HacnefCTBEHHOW naTonorin, To
OCTarbHbIM YNieHaM CeMbM XenaTenbHO MPOoiTM cneumansHoe obcrneaosaHue. 310
MO3BONUT BbISIBUTL CPEAM «3[0POBbIX» POACTBEHHWUKOB BOMBHOMO NNL, ¢ Npeapacno-
NOXEHHOCTLIO K 3TOMY e 3ab0neBaHuio 1 CBOEBPEMEHHO MPUCTYNMUTL K Npeaynpe-
KOEHWUIO Pa3BUTUS NATOMOTUN.

Kaxgas ceMbst Jo/mkHa 3HaTb CBOM «cnabble MecTay. CoCTaBMB M npoaHanu-
31poBaB POAOCMOBHYI0, MOXHO BbISIBUTb NWL, NPEpacronoXeHHbIX K pasBUTUO
onpeaeneHHbix 3abonesaHuit. [lanee, ucnonb3ys MeTOAbl MOMEKYNSAPHOA FEeHETUKM,
MOXHO MpoBeCTV 0bCcrnefoBaHMe Ha HanmWuMe WK OTCYTCTBME Y HUX TEHOB npegpac-
MONMOXEHHOCTK K 3ab0neBaHuto, KOTOPLIM OOMNEIT €ro PpoaCTBEHHWKW. YXe roBOpu-
Nnocb 0 TOM, YTO B HACTOALLEE BPEMS OTKPbITbl FEHbl NPEAPAacronOXEHHOCTU K
annepry, aTepockneposy, caxapHomy auabety, WHMApKTy Muokapga, runepToHuM,
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BpOHXManbHON acTMe, HEKOTOPbIM TMHEKOMOTUYECKAM, OHKOMOTMYECKUM U ApPYrAM
3abonesaHusM. Mpy HEOOXOAUMOCTI MOXHO OLEHUTb COCTOSIHUE UMMYHUTETA, a Tak-
Ke HOCUTESNCTBO U3MEHEHHbIX FTEHOB, MPUBOASILLMX K PA3BUTMIO MOHOMEHHbIX Hacnes-
CTBEHHbIX 3aboneBaHWA. ATW MCCrefoBaHUS AOMMKHbI MPOBOAUTLCS TOMbKO MpU
[0BPOBONBHOM COTMaciv MHAMBMAYYMa Ha NPOBEAEHWE TECTUPOBAHUS W 06s13aTeNb-
HOM COBIIOLIEHIN MONHOI KOH(MAEHLMANBHOCTY NOMYYeHHbIX Pe3ynbTaToB.

T Knunuyeckut npumep Ne22. [lonyCTM, B CEMbE KOHCYMbTUPYIOLIErOCS POACTBEHHNKM
CTpajaloT TSHKENon popMoii aTepocKnepo3a, U BEPOSITHO OH MOMYYNN OT CBOWUX POAMUTENEN reHbl Npep-
pacnonoXeHHOCTM K 3aToMy 3aboneBaHuto. 3Has 310, HEO6XOAMMO COBMECTHO C CEMEIHBIM BpayoMm (ne-
JuatpoM, TepaneBTOM) HanaguTb 300POBbli 006pa3 XM3HW: AMETY C YMEHbLUEHHBIM KONMYECTBOM
XMBOTHBIX XV1POB, 3aHATUS PU3KYNbTYPOMN, ANUTENbHOE NpebbiBaHne Ha BO3AyXe, KOHTPOMb 3a YPOBHEM
apTepuarnbHoro AaBeHNst U XonecTepuHa B KpOBU 1 T. N. Bce 3T MeponpusiTst OMOTYT NPUOCTaHOBWTb,
a, BO3MOXHO, W MPeLoTBPpaTUTb pa3BuTHe aTepocknepo3a. Kpome Toro, Bpay cMOXET nofobpathb Kaxzao-
My GONbHOMY MHAMBWAYarbHYI0 Tepanuio, HaNPUMEp, B 3aBUCUMOCTM OT OPMbI AUCTIMMIMAEMIM, SBNS-
IOLLIENCS NPUYMHON Pa3BUTUS aTepoCKeposa.

o Knuruyeckuii npumep Ne23. MauueHTy ¢ BPOXOEHHOA MUONATUEN NMpeLcTOUT onepa-
uns B ycroBusx obLLeit aHecTe3nn no noBody comyTcTaytowero 3abonesaHns (OCTPOro anneHgnuuuTa).
3Has 0 Hacne[CTBEHHOW NPeapacrnonoOXeHHOCT BOMbHBIX C HACNEACTBEHHON HEPBHO-MbILIEYHON NaTo-
norviedt, BKMKOYas AaHHYt0 (opMy MUONATMK, K 3MIOKA4YECTBEHHON rMNepTepMuy (MoTeHLWanbHO neTtans-
HOMY OCTMOXHEHMIO aHEeCTe3nn) CTouT BbibpaTh 6e3onacHbIit npenapar (He TPUITEPHBIN aHECTETHK).

i Knuxuyeckuii npumep No24. Yenoseky He cneayeT 3aHUMaTLCA NPOdeCCcHoHamnbHbIM
CMOPTOM, ECIN OH SBMSIETCS HOCUTENEM annenei, npeapacnonaratLLmx K paHHeMy pasBUTUI0 WHAapKTa
Muokapaa. apagoke 3akmioyaeTcs B TOM, YTO 4O ONpeseneHHOro BPEMEHM Takue NMoau cnocobHbI Bbl-
[EPXKMBATh NOBbILLEHHbIE (PU3NYECKME HArpy3KW 1 MOKa3bIBAKOT HaMMyJLLMe pesynbTaThl B COpTE.

B HacTosiee Bpems yyeHble BO BCEM MMPe M3y4aloT reHbl Npeapacnono-
KEHHOCTM K Pasnn4HbIM XPOHUYECKM 3ab60reBaHusaM. JTO NO3BOMUT C PaHHEro BO3-
pacTa hopMMpOBaTH rPYNMbl PUCKA MO TOW UMK UHOW NATONOMAM U NPOBOAUTL B HIX
LieneHanpaBneHHy PEXUMHYI0, ANETUYECKYIO 1 MeAUKAMEHTO3HYHO NPOCUNAKTHKY.
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3akno4vyeHue

Kak n gnsa noboit rpynnel 3aboneBaHuin, knaccudukaums HacneacTBEHHbIX
(MOHOTEHHbIX, XPOMOCOMHbIX W MynbTUdaKTOPHUanbHbIX) 6oNe3He ycnoBHa 1 MHOro-
KOMMOHEHTHa.

Mo MeHbLLe Mepe, TPU pasHbIX MPUHLMNA MOTYT BbITb NOMOXEHbI B OCHOBY
KnaccuduKaLMm MOHOTEHHbIX GONE3Hel: reHeTUYECKNI, KIMHUYECKWUIA, naToreHeThde-
CKUA. B COOTBETCTBUN C FrEHETMYECKUM MPUHLMNOM KraccudukaLmm reHHble 6oneaHu
MOXHO NOApa3denuTb Ha Tpynmbl COMMACHO TUMaM HacnedoBaHWs: ayTOCOMHO-
[OMUHaHTHbIE, ayTOCOMHO-PELIECCUBHbIE, X-CLIENNEeHHbIE JOMUHAHTHbIE, X-CLEenneH-
Hble PeLecCUBHbIE, Y-CLENMEeHHbIe (ronaHapuieckue) n MUTOXoHApUanbHble. OTHe-
ceHne GOnesHu K TOW UMW MHOM rpynne NoMoraeT Bpayy COPUEHTMPOBATLCS OTHOCH-
TenbHO CUTyaLyK B CEMbE V1 ONPEAENUTL BUL MEAUKO-TEHETUYECKO MOMOLLM.

Obwme XxapaKTEPUCTUKM KIMHUYECKOA KapTuHbl OBYCMOBMEHbI FEHETUYECKOM
npupoaon BonesHen 3TON rpynnbl, T.e. NPUHLMMAMI SKCTPECCUM, PEMPECCUM W B3aK-
MOJENCTBUS TeHOB. B TO e Bpems, 04eBMAHO, 4TO B MONHOM 06bEéMe Bce obuime
YepTbl KMUHUYECKOW KapTWUHbI Npu 0gHOM 3aboneBaHun Habnogatb TpyaHO. 3HaHue
0OLMX 4epT reHHbIX BonesHen MOMOXET Bpayy 3anogo3pWTb HACNEACTBEHHy 6o-
ne3Hb Jaxe B CNOPaguyeckoM criyyae.

KnuHuyeckas kapTuHa BonesHn MOXET 3aBUCETb OT [03bl FEHOB (Y1cna anne-
newn). Tak, roMO3UrOTHOCTb (2 annesns) no ayToCOMHO-AOMUHAHTHLIM 60ne3HaM onpe-
penset bonee TAXKENYIO KITMHWYECKYIO KApTUHY, @ MHOTAA Aaxe W BHYTPUYTPOOHYHO
rnbenb nnopa (axoHgponnasws, cuHgpom 3nepca—[anno 1-ro Tvna). AyTOCOMHO-
peLeccrBHble 60Me3HM NpOSIBNISIOTCS B MOMHOM Mepe MpW YCroBUM TOMO3UTOTHOMO
COCTOAHWSA (2 annens) no MytaHTHoMy annento. OgHako HekoTopble Npu3Haku 3abo-
NeBaHUsA MOTyT NPOSIBAATLCA U Y reTepo3unroT (1 annenb, nérkas opma), OHU yeunu-
BAOTCA [0 KMUHWYECKOI KapTUHbI BONe3Hn Npu enCTBIN NPOBOLMPYIOLLMX (aKTOPOB.

'€HETMYECKME MPUUMHBI KIMHWYECKOrO nonnMopdmnama moryT BeiTe 06ycnosne-
Hbl He TOMbKO MaTOMOrMYECKUM FEHOM, HO U FTEHOTUNOM B LIENOM, T.€. FTeHOTUNNYECKOM
cpenon B Buge reHoB-mogudmkatopos. OgHnm 13 hakTopos BapuabenbHoCcTH heHo-
TNa WK Pa3HOW AKCNPECCUMBHOCTI MOXET BbITb COMaTMYECKM Mo3anumam. B passu-
TUW TeHHoW GonesHn, Kak u Moboro HacnegCTBEHHOTO MpWU3Haka YeroBeka, UMeeT
3HauYeHue He TOMbKO reHOTUM, HO U BHELLUHAS cpeaa.

['eHeTUYecKne MeTodbl AMArHOCTUKM BKMOYaOT B cebs BeCb apceHan reHe-
TUYECKOro aHanmsa 6onesHu - ot NPUMEHEHNA KNUHUKO-reHeanorn4eckoro Metoaa ao
CEeKBEHWUPOBaHMA reHoMa. HakonneHne pogocnoBHbIX MO KaKOMy-J'IVIGO 3aboneBaHno
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1 UX TEHETUYECKUI aHanu3 No3BONSIOT NOAPA3aensTh paHee onuckiIBaeMyto oaHy 6o-
nesHb Ha pearbHO CyLlecTByloLme OpMbl, €CTIM B 3TOW pynne BCTPeYatoTcst MyTa-
LM C JOMWUHAHTHBIM W PELIECCUBHBIM TUNOM HaCNeaoBaHus.

KnuHuko-reHeanormyecknit MeTog, NO3BONSIET BbISBNSTL MEHAENMPYHOLLMe
npu3Hakv unm GonesHu YenoBeka Npu aHanuae UX pacnpeeneHns B CeMbsix. ITOT
MEeTOA MPUMEHSIT ANs YCTAHOBMNEHWs HACNeACTBEHHOTO XxapakTepa 3abonesaHus,
onpeaenexus TMna HacneaoBaHUs U NEHETPAHTHOCTY (MPOSIBNSIEMOCTM), NPN MEeAMKO-
FEeHETUYECKOM KOHCYNbTUPOBAHUM M NS ApyruX Leneit. Lienb reHeanornyeckoro aHa-
nu3a - YCTAHOBMEHWE TEHETUYECKMX 3aKOHOMEPHOCTEN W, Mpexae Bcero, MoaTeep-
KOeHWe Ui OTpULiaH1e HacreaCTBEHHOrO XapakTepa 3aboneBaHus.

B 10 ke Bpems, B CBSA3N C yMEHbLUEHWEM KOMNYECTBA AETEN B COBPEMEHHbIX
CeMbsIX, HEAOCTaTOYHbIM MHTEPECOM K CBOEH POAOCMOBHOM, POOOCHOBHbIE 4acTo
oxBaTbiBal’T He Oonee 3-4 mnokonmeHwd. Kpome TOro, TPYOHOCTM  KIWHMKO-
reHanornyeckoro aHannsa (Metoga poaocroBHOM) MOryT BbiTb 0ByCrnoBneHbI cneay-
toLLMMmM 06CTOATENLCTBAMM:

e  HEAOCTaTOYHOM OCBELOMIEHHOCTBIO O POACTBEHHWKAX, TEPPUTOPUAmbHO
Pa30bLLEHHBIX;

e MarnoyYyMCMNEHHOCTbIO CEMEN;

e (CO3HaTeNlbHO OaBaeMbliMU NOXHbIMW MOKa3aHMAMW, CKpbiBalOLWUMU 6onb-
HbIX TAXENbIMW HEOQYraMn B CEMbE;

®  HEOOOLEHKON MENKWX NaTONMOrM4Yecknx MpU3HaKoB, He [LOCTaBNSIOLMX
BONbHOMY HEnpUATHOCTEN W MPUHWMaeMbIX 3a HopMmy (bpaxupakTunus,
KNWHOAAKTUNWS, YaCTW4YHAs CUHLAKTWAMS, TUNEepTenopuaM, 3nuKaHT, ae-
hopMaLmm YLWIHBIX PAKOBMH, HU3KUIA AWM YPE3MEPHO BLICOKUIA POCT, IPLIKM,
COCYANCTbIE MM NUTMEHTHbIE MATHA Ha Koxe, cnaboe oTCTaBaHWe B yM-
CTBEHHOM Pa3BUTWM 1 Ip.);

e HenpaBUNbHO NOCTaBIEHHbINA AMarHo3 y POACTBEHHMKOB NpobaHaa;

e  OrpaHW4yeHHass BO3MOXHOCTb MM ee OTCyTCTBME B 06CNeaoBaHMM poa-
CTBEHHWKOB, NOAO3PUTENBHBIX Ma aHanornyHoe ¢ npobaHaom 3abonesaHue.

Bce 3T MOMEHTbI CHUXAIT AOCTOBEPHOCTb KIUHUKO-TEHeanornyeckoro aHa-
n13a, NO3TOMY B COMHUTENbHbIX CyYasix Bpay He AOSMKEH NOMHOCTbIO nonaraTbes Ha
POZIOCNOBHYK), a 06s3aH WCMONb30BaTh BO3MOXHO OGOMbllee KONM4YEeCTBO LieneHa-
NpaBneHHbIX KMMHUYECKNX 1 NabopaTopHbIX MCCMENOBaHMUA ANs NOCTaHOBKM TOYHOTO
[VarHo3a HacneCTBEHHOro 3ab0neBaHus.
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[ns psga 3aboneBaHnin JOKyMeHTarbHOE OMUCaHWe W UHTeprnpeTauus ce-
MEMNHO UCTOPUM (N0 BO3MOXHOCTM M MOMEKYNSAPHO-TEHETUYECKNE JaHHble) He MPOCTbI
B aHanu3ae. 310, Npexzae BCero, 0THOCUTCS K 3a60NeBaHNsM C NO34HAM Havanom, Ta-
kM Kak BonesHb Anbureiimepa u 6onesHb MapkuHcoHa. B yacTHOCTM, HECMOTPS Ha
TO, YTO npeackasatb Oyayliee NOTOMCTBA Ha OCHOBE HanMuMs CneLmduyeckon ce-
MEVHOWN reHeTn4eckon MyTaumm bonesHn Anbureimepa (Hanpumep, B reHax APP, RS1
unn RS2) MOXHO Nub B OYEHb peakux Crydasix, B mocnegHee Bpems obLiecTBeH-
HOCTb, 0cobeHHO B CLUA, Bce valle TpebyeT reHeTMYECKOro KOHCYIbTUPOBAHNS W Te-
CTMpOBaHus. Tem Oonbluas OTBETCTBEHHOCTb NEXWT Ha Creuuanuctax, KoTopble
LOIMKHBI MOCTOSHHO OOBACHATL, YTO A0 CWUX NOP HET OnpefenieHHbIX FeHeTUYECKMX
unn Bronornyecknx ¢akTopos, KOTOpbIE MOrMM Bbl NpeackasaTb passuUTUe 3TOrO 3a-
BoneBaHNs B OTArOLLEHHbIX CEMbSIX.

BaxHOM CTOpPOHOM NPO6MeMbl rEHETUYECKOro KOHCYNbTUPOBAHUS SBNSIETCS
onpefeneHne rpaHuL, packpbiTs MEAULIMHCKON MHAopMaLmuu. Bonpoc o Tom, JormkeH
nn 3HaTb obcneayemblit 0 pesynbTatax reHeTUMECKUX UCCNEA0BaHMIA, ABSETCA Cyry-
60 nHanBMayanbHbIM. OH pellaeTcs KOHUAEHLMANBHO C yYacTMeM Kak cneuuanucra
MO reHeTUYECKOMY KOHCYNbTUPOBAHWIO, TaK U ncuxonora. HeT eanHOro MHEHWUS OTHO-
CUTENbHO TOro, CreayeT nu coobliatb CEMENHYI reHEeTUYECKYI0 MHApOpMaLMIo Yne-
HaM CEMbM, Y KOTOPbIX NOBbILIEH PUCK pa3BuTUs 3aboneBaHus.

KnuHuyeckoMy neuxonory u couumansHoMy paboTHUKY criedyeT MOMHMTb, YTO
YCTaHOBNEHWe HaCneCTBEHHON MPUPOAbl 3aboMneBaHust 3a4acTyl0 HAHOCUT CeMbe
3aMETHYI0 NCUXONOTMYECKY0 TPaBMYy 1 MOpasbHbIiA YiLep6, No3ToMy Npu MCMoMb3o-
BaHWM KIMHUKO-TEHEANOrMYeCKoro aHanusaa crneayeT cobntogatb MOpasnbHO-3TUYeCKVe
npaBuna, CyLLECTBYIOLIME B MEAULIMHCKON TEeHETUKE, U AenaTb BbIBOAbI O Hacnef-
CTBEHHOM XapakTepe G0ne3Hu, OCHOBbIBAsICb Ha TONMbKO TBEPAbIX 4Oka3aTenbCTBax
BbISIBNEHHbIX HapyLUEHWA.
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KnioueBble cnosa

BpoxaeHHbI NOpoK pa3BuTUS
l'emusuroTa

['eHeTUYeCKUi rpys

'eHeTUYeCKuin NporHo3
['eHeTNYeCKNiA pUcK

F'eHoTHN

'eTeposuroTa

Fomo3urota

mGpuamnHr
KrMHMKO-reHeanornyeckuin aHamHes
Nerenpa

Meauko-reHeTYeCKOe KOHCYNbTUPOBaHWE
MoHoreHHoe 3aboneBaHue
MynbTudpaktopmansHoe (nonureHHoe) 3abonesaxme
HacnegcteeHHoe 3abonesaHue
[eHeTPaHTHOCTb

MpobaHa

Pog

PopocnoeHast

Cewmbs

Cubc

CreneHb poacTtea

Tun HacnepoBaHus

®eHokonus

®eHoTun

XpomocomHoe 3aboneBaHue

OKCNPECCMBHOCTb
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Bonpocb! ansa camMmonoaroTroBKu

YyeHbIl, BNepBbie NPeAnoXMBLINIA MeTOA KIMHMKO-reHeanornyeckoro
aHanusa:

a. T.MopraH

b. C.H. laBnnoeHkos

c. O.lanbToH

d. T.MeHgenb

CyTb MeTOAa KNMHUKO-TEeHEaNnornyeckoro aHanmsa:
a. Cbop aHamHe3a o GonesHu
b. KnuHnyeckuit ocmoTp
C. AHanus HacnegCTBEHHOrO aHaMHe3a
d. AHanu3 napaknMHUYECKMX, KITMHUYECKMX MPOSBIIEHMI 3a60neBaHNS

leHeanornyeckoe gepeso — 3T0:
a. [paduyeckas yacTb poaOCNOBHON
b. OnucatenbHO-NOATBEPKAAKLLAS YaCTb TUTYNA
c. OnucatenbHas YacTb pOAOCHOBHOM
d. [MpeactaButens Griopel

lNerenpa - ato:
a. [paduyeckas yacTb poLOCNOBHOM
b. OnucatenbHo-noaTBEPXAAOLLAA YacTb TUTYNA
c. OnucatenbHas 4acTb POAOCIIOBHOM
d. Bwua HapoaHoro TBOpYecTea

[eTn ogHol cemMenHON napbl:

a. [pobaHab!
b. Cwubesbl
c. KyseHsbl

d. Teteposunrotbl

Mpobana - ato:
a. ToT, Ha KOro COCTaBnSETCA POLOCHOBHAs
b. BonbHoit uneH pogoCcnoBHoOM
C. 300pOoBbIi YEH POAOCIIOBHOM
d. BornbHOM poaCTBEHHUMK YenoBeka, 06paTUBLLErOCs 3a KOHCYNbTaLu-
e
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1.

10.

1.

OpraHuam, B KOTOPOM ABa anJieNbHbIX reHa OANHAKOBbI:
a. TomosuroTa
b. Teteposurota
c. MosanyHbIn opraHuam
d. TemusuroTa

OpraHusm, B KOTOPOM ABa annefbHbIX reHa npeacTaBrieHbl AUKUM U
MYTaHTHbIM BapMaHTaMu:

a. [omoasurota

b. Teteposurota

c. MosanyHbIn opraHuam

d. TemusuroTa

MeToauka OLEHKM CTENneHN reHeTMYeCKOro pucka Npu MOHOTeHHbIX 3a-
OoneBaHuaX:

a. C nomoLybto Tabnuy, ctpatudmkalmm pucka

b.  C nOMOLLbO BbIYMCNEHUIA HA OCHOBE CTEMEHM POACTBA

c. C yyeTom Tvna HacneaoBaHms

d. C y4eTom pacnpocTpaHeHHOCTW 3aboneBaHms

BbICOKUI reHeTUYEeCKMIA PUCK:

a. 5%

b. 10%
c. 15%
d. 20%

Mo3anyHbIit OpraHu3M - 3T0 OPraHU3M, KOTOPbIi UMeEeT:

a. [lBa u bonee nyna KNetok C pasHbiM KapuoTUMNOM, OJHOTO MPOWC-
XOKAEHNS

b. [lBa annenbHbIX reHa NpeacTaBneHHbIE AUKUM 1 MyTaHTHBIM Bapu-
aHTamu

c. [Ba annenbHbIX reHa npefcTaBneHHble ABYMS PasnuyHbIMW Bapy-
aHTaMW MyTaHTHOTO reHa

d. [lBa u 6onee nyna KNeTok ¢ pasHbiM KapUOTMNOM, PasfnyHOro npo-
NCXOXOEHMS

12. Xumepa - 3T0 OpraHn3M, KOTOpbIN UMEET:

a. [lea u Gonee nyna Knetok ¢ pasHbiM KapuoTMMOM, OFHOMO MPOUC-
XOXKOEHNS!
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13.

14,

15.

16.

17.

b. [ABa annenbHbIX reHa, NpeacTaBneHHble AUKUM W MyTaHTHbIM Bapu-
aHTamm

C. [ABa annenbHbIX reHa NpeacTaBieHHble ABYMS Pa3nuyHbIMKA Bapy-
aHTaMW MyTaHTHOTO reHa

d. [Ba u Gonee nyna KneTok ¢ pasHbiM KApMOTMMOM, PasnyHOro npo-
NCXOXKLEeHWS

Tun HacnepgoBaHmsa, koTopbii HE OTHOCMTCA K MOHOTeHHbIM 3aboneBa-
HUAM:

a. AyTOCOMHO-AOMWUHAHTHbIN

b. JIM30coMHbIN

c. MwuToxoHapuarnbHbIn

d. X-cuenneHHbli AOMUHAHTHBIN

Tun HacnepoBaHuA, Korga y 60nNbHOrO poguTens MOryT pPoXAaThes
0onbHbIe AeTH:

a.  AyTOCOMHO-AOMWUHAHTHbIN

b.  AyTOCOMHO-peLecCHBHbI

C. X-CLeneHHbIA peLeccuBHbIi

d. Bce BbillenepeyncneHHble

Tun HacneaoBaHuA, Korga 60nbHbIE MYX4MHbI He NnepegakoT 3abonesa-
HMe CBOWUM CbIHOBbSM, HO MX A0YEpU CTAHOBATCH reTePO3UrOTHLIMU
HocuUTensiMuU GonesHu:

a.  AyTOCOMHO-LOMMWHAHTHbI

b. AyTOCOMHO-peLiecCHBHbI

C.  X-CLEnneHHbIA peLeccuBHbIi

d. X-cuenneHHbli AOMUHAHTHbIN

Tun HacnepoBaHWsA, ANA KOTOPOro XapaKTepHO OTCYTCTBME 3aboneBa-
HuA y aeTen oboero nona, ecnv 6oneH otew:

a.  AyTOCOMHO-AOMWHAHTHbIN

b.  AyTOCOMHO-peLEecCHBHbIA

C. X-CLEnseHHbIN peLeccuBHbIN

d.  MuToXOHApUWanbHbIN

Tun HacnepoBaHWsA, Npu KOTOPOM 3aboneBaHue nepeaaeTcs Mo Myx-
CKOW NUHUM (60NEIOT TONBKO MYXYMHbI):

a. Y-cuenneHHbIn

b. X-cuenneHHbI JOMUHAHTHLIN
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18.

19.

20.

21.

22,

C.  AyTOCOMHO-peLeCcCHBHbIN
d. MuToXOHApUManbHbIN

Tun HacnepoBaHMA B ceMbe, ecni 3aboneBaHue Yale BCTpeyvaeTcs y
NWL MYXCKOTo nona:

a.  MwuToxoHgpuanbHbIn

b.  AyTOCOMHO-peLEecCHBHbIA

C. X-CUenseHHbIN PELIECCUBHbIN

d. X-clenneHHbl JOMUHAHTHBbIA

Tun HacnepoBaHuA 3aboneBaHusA, ANA KOTOPOro XapakTepHO OAUHAKO-
BO€ NopaxeHne 060MX NONOB:

a.  AyTOCOMHO-peLecCUBHbIN

b. X-cuenneHHbI peLeccuBHbIi

C. X-CUenneHHbI JOMUHAHTHbIN

d. Y-cuenneHHbli

Tun HacnepoBaHus, Koraa AeTh 00NbHbIX MYXUYUH U 3[0POBbIX KEHLMH
00bIYHO 3[40POBbI, HO Y A0YEpeirt MOTYT ObITb 60MNbHbIE CbIHOBbA:

a.  AyTOCOMHO-peLecCUBHbIN

b. X-cuenneHHbIN peLEeCCMBHbIN

C. X-CLUenneHHbIA JOMUHAHTHBIN

d. Y-cuenneHHbli

Tun HacnepgoBaHWs, Korga NpU3HaK nepeAaeTcs TONIbKO MO KEHCKOW
NWHWMK, HO CTPAAAIOT KaK MaNb4uKK, TaK U JEeBOYKM:

a.  MutoxoHapuanbHbIn

b. AyTOCOMHO-peLiecCHBHbI

C. X-CLEnneHHbIA peLeccuBHbIi

d. X-cuenneHHbI AOMUHAHTHbIN

Tun HacnegoBaHUA, KOrAa GONEHT Kak MYyXYMHbI, TaK U XKEHIWUHbI, O4-
HaKo OONbHbIX XEHLMH B ABa pa3a bonblue, 4eM 60MbHbLIX MYXUYUH:

a.  AyTOCOMHO-peLieCCUBHbIN

b. X-cuenneHHbI peLeccuBHbIi

C.  X-CLEnneHHbIA JOMUHAHTHBIN

d. Y-cuenneHHbIn
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23

24,

25.

26

27

. MynbTudakropuansHoe 3abonesaHue - 3T0 COCTOSHWE, NPU KOTOPOM...
a. [pusHak nepeaaeTcs TOMbKO MO KEHCKON NIMHWW, HO CTPAAAOT Kak
Manb4mKK, TaK 1 AEBOYKN
b. 3aboneBaHue valLe BCTPEYaAETCS Y NUL, MYXKCKOro nona
c. [posiBneHne 3abonesaHns TONbKO B FTOMO3UTOTHOM COCTOSIHUM
d. 3abonesaHue pa3BMBAETCH MOA BO3AEUCTBMEM TFEHETUYECKMX M
cpenoBbIx (hakTopos
PoactBeHHuku | ctenenu poacTea:
a. babywku, gemywkn — BHYKW, BHYYKW; TETW, AN — NNEMSHHUKK,
NNEeMSHHULbI
b. [etn — poautenu; cubeei
c. [lBotopoaHble cecTpbl, GpaTba
d. TpotopoaHble 6paThbsi, CECTPbI
PoactBeHHMKM Il cTeneHn poacTBa:
a. babywku, gemywkn — BHYKW, BHYYKW; TETW, AN — NNEMSHHUKK,
NNEMSHHULb
b. [etn — poautenu; cubeei
c. [lBotopoaHble cecTpbl, bpaTba
d. TpotopoaHble bpaTbsi, CECTPbI
. PopctBeHHuku lll cteneHu poacTaa:
a. babywku, gemywkn — BHYKWM, BHYYKW; TETW, ASAN — NNEMSHHUKK,
NNEeMSHHULD
b. [etn — poautenu; cubeoi
c. [lBotopoaHble cecTpbl, bpatbs
d. TpotopoaHble 6paTbsi, CECTPbI
. WHuecT - aTo:
a. OpraHuam, cogepxaluuii ABa OAMHAKOBbIX ansenbHbIX reHa, onpe-
LEnaLLMX Kakoin-nbo onpeaenéHHbIn npusHak
b. He 3aperncTpupoBaHHbIA Gpak
C. BapuWaHT 3KCTPaKoPMoparbHOro OnoA0TBOPEHNS, NPK KOTOpOM Oe-
PeTCa cnepmaTo3on MyX4nHbl-LOHOPa
d. nonyyeHwe NOTOMCTBA OT POAMTENEN, COCTOSILLMX APYT C APYTOM B

KPOBHOM POCTBE

83



28. 'eHeTUYECKUN UMNPUTUHT — ITO:

a. OpraHuam, cogepaluuii ABa OAMHAKOBbIX ansenbHbIX reHa, onpe-
BEnsLLMX Kakon-nbo onpeaenéHHbIn npusHak.

b. cneunduyeckas namsTb POAUTENBCKOTO NPOUCXOKAEHNS XPOMOCOM.
BapMaHT AKCTPaKopnopasibHOro Onyo40TBOPEHUS, MpK KOTOPOM Be-
peTcsa cnepmaTto3on MyX4nHbl-LOHOPa

d. nonyyeHWe NOTOMCTBA OT PoAMTENeEN, COCTOSALLMX ApYr C APYroM B
KPOBHOM pocTBe

29. dakTopbl, hopMUPOBaHMA rPyNNbI PUCKa MO XPOMOCOMHbLIM BONE3HAM:
a. Bospact 6epemeHHON XeHLWuHbI Bonblue 35 net
b. Hanuuue B cembe aeTelt ¢ XpOMOCOMHbBIMM CUHAPOMAMY
. OTAroweHHbI aKyLLEepCKUA CEMENHbIA aHaMHe3
d. Bce Bbllle nepeuncneHHoe

30. CooTHOwWeHMe CTeNeHU POACTBA C PUCKOM Pa3BUTMA MyNbTU(aKTOPU-
anbHoro 3aboneBaHus:
a. Yem BblLLe CTENEHb POACTBA, TEM BbILLE PUCK
b. Yem BbllLe CTENEHb POACTBA, TEM MEHBLUE PUCK
C. Yem Bblle CTeneHb poACTBa, TEM BbILIE PUCK, HO 3aBUCUMOCTb HE
NPAMOSIMHENHAS
d. CyliecTBEHHON 3aBUCMMOCTM HET

31. Hu3kuii reHeTMYECKUI pUCK:

a. Jo1%
b. Ho5%
c. [o10%
d. [Ho20%

32. Tvun HacnepoBaHWUA remocpunuu:
a. AyTOCOMHO-peLieCCUBHbI
b. X-cuenneHHbI peLeccuBHbIi
c. [onaHapuyeckuit
d.  MuToxoHapuanbHbIn

33. Tun HacnepoBaHWsA 60ne3Hn XaHTUHITOHA:
a.  AyTOCOMHO-peLieCCUBHbIA
b. X-cuenneHHbIN peLECCMBHbIN
C. AyTOCOMHO-LOMWUHAHTHbI
d. X-cuenneHHbli AOMUHAHTHbIN
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34,

35.

36.

37.

38.

39.

pynna HacneacTBEHHbIX OOMe3HeW, K KOTOPOW OTHOCUTCA CUHAPOM
AedmumMTa BHUMaHUA € rMnepakTMBHOCTLHO:

a. MoHoreHHble 6oresHu

b. XpomocomHble 6onesHu

c. MynbtudakropnanbHble 6onesHu

d. bonesHn comaTuyeckux KneTok

AMNMpPUYECKMA PUCK Pa3BUTMA A3BEHHON OOne3Hu xenyaka gna popg-
CTBEHHWUKOB NpobaHAa NepBON CTeneHn poacTBa:

a. 2-5%

b. 57%

c. 7-9%

d. 9-11%

HOI'IFI O6LI.|,VIX reHoB y poACTBEHHUKOB TPETbeﬁ cTeneHu poacTea.
a. 112 (50%)
b. 1/4 (25%)
c. 118 (12,5%)
d. 1/32(3,125%)

K mutoxoHapnanbHbiM 6one3nsam HE oTHocuTcS:
a. HacrnepncTBeHHas aTpodus AnckoB 3puUTenbHbIX HepaoB Jlebepa
b. Cungpom NAPR (HeBponatus, atakcusi, MUrMEHTHBIA PETUHMT)
c. Cungpom MERRF (muokrnonyc-anunencus, "peaHble” KpacHble BO-
NOKHa)
d. bonesHb Anbureiimepa

K ayTocomHo-peueccuBHbIM 3aboneBanusm HE otHocuTea:
a.  QeHunKeToHypus
b. Mykosucumaos
C. AOpeHoreHuTanbHbIN CUHAPOM
d. Mwonatus JioweHa

Mpu3Hak, HacnegyeMmblid no Y-cLennennHoMy (ronaHapuyeckomy) Tuny:
a. OsornoceHue ylwue
b. OonoceHue Hor
c. Bbinagexue Bonoc
d. Huyero u3 BbllLe NePEYNCIEHHOM
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40. TpyaHOCTM nNpOBeAEHUA KIMHWUKO-reHeanornyeckoro aHanusa MoryTt
ObITb 06yCNOBNEHbI cneayrLWnUM hakTopoMm:
a. HepoctaTouHOM OCBEAOMMEHHOCTBIO O POLCTBEHHUKAX, TEPPUTOPU-
arnbHO pa3obLLEHHbIX
b. ManouncneHHoOCTbIO cemel
c. CosHaTenbHO JaBaeMbIMU NIOXHBIMIA MOKa3aHUSMI, CKPbIBAKOLLMMM
BONbHbIX TSHKENbIMK HELYraMu B CEMbE
d. BceM BbilENEPEYNCIEHHbIM

JTanoHb! 0TBETOB

(ox

11-a 21-a 31-b
12 -d 22-c¢ 32-b
13-b 23-d 33-c¢
14 -a 24-b 3M4-c
15-¢ 25-a 35-c¢
16 -d 26-c¢c 36-c
17 -a 27 -d 37-d
18-c¢ 28-b 38-d
19-a 29-d 39-a
d 20-b 30-c¢ 40-d
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KnuHuuyeckue 3apgaum

3apava Ne1. OnpegenuTte 1 060CHyITE TUN HacneaoBaHNa (puc. 22).

" MO ﬂfﬁ
| Oi éit]

v mﬁmbddi

v E‘Dbﬁéd
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3apava Ne3. Onpegenute n 060CHyITE TUN HacneaoBaHNa (puc. 24).

|
1 3 4
7 9
9 10 11 12
6 7

2
i O
12 3 4 5 g 8
" OO HEEOOBO0
1 2 3 4 5 6 7 8
\Y
2 3 4 5

3apauva Ne4. Onpepenute v 0BocHyTe TUN HacnegoBaHus (puc. 25).
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3apayva Ne5. Onpegenute v 0bocHyiTe TUN HacnegosaHus (puc. 26).




3apayva Ne7. Onpegenute v 0bocHynTe TUN HacnegosaHus (puc. 28).

b
T

3apgaya N29. Y yenoBeka BbiSBMEHa BPOXOEHHAs aHOManus Pa3BUTUS — Hannyue
nepenoHku (nTepuryc) mexay nanbuamm cton. OT Bpaka Mexay XEHLMHOM C Hop-
ManbHbIMM NanbLammn CToN U MyXYMHON, MMEBLUMM NTEPUryC, POAWNOCH TPOE AETeil:
[04b He UMerna NTepuryc, a CbIHOBbS HacnefoBanu Ty aHoManuo. OguH 13 CbiHOBEMN
B Bpake C HOpMarbHON XEHLUMHON UMEN LWeCTb JoYepen ¢ HopManbHbIMU nanbLamu
1 YETbIPE CblHa C AaHHOW aHOManen.
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1. CocTaBbTe POLOCIOBHYIO M ONPEAEnUTe TUN HacneLoBaHus.
2. KakoBa BeposSTHOCTb poxxaeHns pebeHka ¢ JaHHO aHoManuen y aodepu npobat-
ga?

3apgaya Ne10. lMpobang — manbunk, GonbHOM muonatuen [ioweHHa (3abonesaHue
XapaKTepuayeTcst aTpodmeit ckeneTHoi myckynatypbl). Mo gaHHbIM cobpaHHOro y
poauTenei aHamHe3a, camu PoauTeNu M Be CecTpbl NpobaHaa KNMHUYECKN 300POBbI.
Mo oTUOBCKOW NMUHWW - ABa AdaM, TeTka, Aed 1 babka npobaHaa 300pOBbI; ABE ABOIO-
pOHble CECTPbI OT ASAM W ABOKPOAHBIN BpaT oT TeTku npobanaa 3aoposbl. [lo nu-
HWW MaTepu npobaHaa - OAMH M3 ABYX Asaen (cTaplumin) 6onen muonatuen [JioleHHa;
BTOPON As45 (300POBbIit) MMEN ABYX 300POBbIX CbIHOBEM 1 300POBYIO 0Yb; TETS NPO-
OaHma umena 6onbHOro cbiHa; Aef v 6abka 300poBbI.

1. CocTaBbTe POSOCIOBHYIO M ONPEAenUTe TUN HacNeaoBaHNS.
2. Onpefenute BEpOSITHOCTb poXaeHNs 6onbHOro pebeHka B cembe, ecnv npobaHa
XEHUTCS Ha 300POBOW KEHLLMHE, OTel, KOTopon GoneH muonaTuei JioweHHa.

3apava Ne11. Onpegenute Tvn HacnegoBaHus. Puck kakoro 3aboneBaHus - OPOHXU-
anbHOM aCTMbl MM rMNEPTOHMYecKon BonesHu - Boiwe y npobaHaa?

! <b O d)
3 4
. BpoHxnanbHas actmMa

|:| Atonuyeckuit gepmatut

e MnepToHnyeckast GoneaHs
™
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3apava Ne12. OgHa 13 dhopm paxuta He 13neumBaeTcs 0bbIYHbIMK JO3aMU BUTAMU-
Ha D. lNpobaHg - toHowa, cTpaparowmin aTom dopmoii paxuta. Ero cectpa 3moposa.
MaTtb npobaHga GonbHa paxmtom, oTel 3a0poB. Y mMatepn npobaHga Beino Tpoe bpa-
TbeB - BCe 300poBbl. [len npobaHaa no nuHum matepu 6oneH, 6abka 3goposa. [en
“Men [ByX 30poBbIX 6paTbeB M oaHoro GombHoro. Y 3aopoBbix GpaTheB Aepa oOT
300POBbIX XEH ObINO NSATb 340POBbLIX CbIHOBEN (Y OAHOTO YeTbipe CblHa, y ApYroro
oaovH). Y GonbHoro bpata fefa xeHa 6bina 3a0poBa, Y HUX 6bino Tpu BonbHble gove-
pu ¥ ABa 300POBbIX ChbiHa. Y ABYX 60nbHbIX govepen bpata geda npobaHaa, coCTos-
wux B Gpake CO 30OPOBbIMW MYXYMHAMM, ABa CblHA, OAWMH M3 KOTOPbIX 6OneH, u
OonbHas aodb. Y 300pOBbIX ChbiHOBEN OpaTta aena npobaHaa eHbl U UX AeTW 300po-
Bbl.

1. CocTaBbTe pogocnosHyo. Onpeaenure 1 060CHYITE TN HAcNedoBaHMs.
2. KakoBa BeposiTHOCTb poxxaeHns bonbHoro pebeHka y npobaHaa?

3apava Ne13. MMpobaHg — 3mopoBas xeHwwHa. Ee cectpa 3mopoBa, a gsa Opata
CTpagatoT AanbToHM3MoM. Matb v oTel npobaHaa 30opoBkl. YeTbipe CecTpbl MaTepy
npobaHaa 300poBbI, X MyXbs 340p0oBbl. O ABOKOPOAHBIX cMBCax CO CTOPOHbI MaTeEpH
npobaHga W3BECTHO: B OAHOM CeMbe oanH GonbHol Gpart, ABe cecTpbl U GpaT 340po-
Bbl; B ABYX [PYr¥X CEMbSIX — MO 0fHOMY GonbHOMY 6paTy 1 No OAHOW 3LOPOBOM CECT-
pe; B 4eTBEPTON CEMbE - OaHa 3gopoBasi cecTpa. babywka npobaHga co CTOPOHbI
MaTepy 300poBa, ief cTpadan AanbToHn3MoM. Co CTOPOHbI OTL@ NpobaHaa BonbHbIX
[anbTOHN3MOM HEe OTMEYEHO.

1. CocTaBbTe pogocnosHyo. Onpeaenute 1 060CHYWTe TN HAcnegOBaHuMs 3TOM Na-
TONOrNM.
2. KakoBa BepOSTHOCTb poxaeHus 6onbHoro pebeHka y npobaHga?

3apava Ne14. 30opoBble Myx 1 XeHa (ABOKOPOAHbIE CUBCHI) MMEOT GONbHYI0 aTak-
cven Opugpeixa (NporpeccupyroLLee paccTponCTBO KOOPANHALMM ABWKEHNI) A0Yb.
MaTb Myxa 1 OTeL, XeHbl, poaHble cubcbl, 3gopoebl. ObWMIn asas cynpyroe 3a0-
poB. x obwas 6abka Gbina 300poBa, a Aed CTpagan aTtakcuen, Bce poacTBEHHMKM
CO CTOPOHbI OTUA MyXa, B TOM yucne 2 Asau, ABOPOAHas cectpa, fea u 6abka
3A0pOoBbI. Bce poaCTBEHHMKM CO CTOPOHbI MaTepM XeHbl 30POBbI.

1. CocTaBbTe pogocnosHyo. Onpegenurte 1 060CHYNTE TUM HAacnegoBaHMS.

2. KakoBa BeposiTHOCTb poxaeHust BonbHoro pebeHka B ceMbe, ecnn 6orbHas [o4b
BbIMZET 3aMyX 3a 30OPOBOro0 KOHOLLY, OTell, koToporo bonen atakcuein Ppuapenxa.
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3apaua Ne15. MpobaHp boneH remodunueit A. Ero 3a0poBbIin Gpat 1 300poBas cecT-
pa obpaTUnncb K Bpady no BOMPOCY BEPOSTHOCTM POXAEHUS B UX CEMbSX BOMbHbIX
reMochunmen JeTen, Npu yCroBum, 4To UX Cynpyru He MMELOT reHOB reMoMnK.

1. CoctaBbTe pOAOCNOBHYI0 JAaHHOWM CEMbM, ONpeaeNnNTb TUM HAaCNEA0BaHMS.
2. MoxeT nm 3a0poBblit BpaT npobaHaa nepeaatb ceoemy pebeHKy reH remogunmn?

3apava Ne16.Ha npueme y reHeTka cemeitHast napa. OHW NPULLIK BBISICHWTD PUCK
poxaeHus peberka ¢ GonesHbto Mowe. W3 aHamHesa M3BECTHO, YTO Cynpyri IBNSIOT-
€1 ABOKOPOAHbIMK 6paTom n cecTpoi. Mx obimin geq ctpagan aTum 3abonesaHuneM.

1. CocTaBbTe POOCIOBHYI0 AAHHOW CEMbMU.
2. KakoBa BepOSTHOCTb poxaeHns BonbHoro pebeHka, ecnn U3BECTHO, YTO 6OMnesHb
[oLle UMeeT ayTOCOMHO-PELLECCUBHBIN TUM HAacNeaoBaHUS?

3apgava Ne17. Onpepenute TMn HacnegoBaHus. KakoBa BEpPOSITHOCTb POXAEHMSA
BonbHoro pebeHka y 300pPOBOM MNeMsHHWULI npobaHaa B Bpake €O 340pOBbLIM
MY>X4UHON?




3apava Ne17. Onpegenute Tvn HacnegoBaHus. Kakoa BEPOSTHOCTb POXOEHUS
BonbHoro pebeHka y npobaHaa B Gpake co 30POBOWN KEHLLMHON?

v @ 0@ [1[] om[ Eémbéb

6 10 11 12 13
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JTanoHb! OTBETOB HA KNMHUYECKHue 3agavum

3apgayva Ne1 X-cLenneHHbINn peLecCuBHBIN.

3agayva Ne2 X-cuenneHHbIN JOMUHAHTHBII.

3agaua Ne3 Y-cuenneHHbIn.

3agava Ne4 AyToCOMHO-pELIECCUBHBIN.

3apgayva Ne5 X-cLenneHHbIn peLecCuBHLIN.

3agava Ne6 AyToCOMHO-PeLeCCMBHBIN.

3agaua Ne7 AyTOCOMHO-AOMMHAHTHBIN TUM HAcNea0BaHusI.
3apaua Ne8 MutoxoHapuanbHbI TUN HacneaoBaHMs.
3agaua Ne 9 Y-cuenneHHbiit; BEpOSTHOCTb paBHa 0.
3apgayva Ne10 X-cuenneHHbIn peueccuHbIn; 50%.

3agaua Ne11 MynbTtudaktopuarnbHbIi TUN HAacneaoBaHNsa ans Bcex 3abonesa-
HWA. PuCK runepToHnyeckon BonesHn 1 GpoHxManbHOW acTMbl Anst npobaHaa pa-
BEH 06LLenonynsaLMOHHOMY, TaK Kak 60NerT HEKPOBHBIE POLCTBEHHMKM.

3agava Ne12 X-cuenneHHbli JOMUHAHTHBIN; reHeTudeckuin puck: 50% - ans ae-
BoukmM 1 0% - Anst Manbumka.

3agaua Ne 13 X-cuenneHHblil peLeCCHBHBIN; reHeTndecknin puck: 50% - ans
ManbumnkoB 1 0% - Ans LeBOYeK.

3apgayva Ne14 Tun HacnenoBaHWs — ayTOCOMHO-PELLECCUBHBINA, BEPOSTHOCTb
poxaeHns 6onbHoro pebeHka - 50% Ans Manb4mKoB.

3apgava Ne15 X-cuenneHHbIi peLecCuBHbIi TN HacneoBaHus. 340poBblin bpat
npobanaa, 6onbHOro remodunvent A, He UMEET reHa reMounnK, B CBS3N C YEM
BO3MOXHOCTb Nepeaayn aToro reHa pebeHky UCKoYeHa.

3apaya Ne16 1/64 (1,56%) ans pebeHka ntoboro nona, Npu poxageHun 6obHOro
pebeHka, puck Ans nocneayoLmx aetern sospactaet 4o 25%.

3apaua Ne17 X-cuenneHHbIn JOMUHAHTHBIA TUN HacneaoBaHus. Puck paseH 0%,
TaK KaK B JaHHOM Cy4ae Myx41Ha UMEET PEeLieCCUBHBIN MEH.
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MpunoxeHus

MpunoxeHue Ne1

PacnpocTpaHeHHble olM6GKM Npu NpoBeAeHUU
KITMHUKO-reHUarormieckoro aHanusa

| OwKnbKM NpU NOCTPOEHUM reHeanorm4eckoro aepeBa:

1. He NPOCTaBNSOTCH HOMEPA NOKONEHMWIA;

2. HoMepa NOKOMNEHWi BbICTABNAKOTCA CMpaBa;

3. MOKOMEHMs! HYMEPYIOTCA CHU3Y BBEPX (T.e. BONMbLUKMA HOMEp Y CaMoro cTaplue-
ro);

4. nponyckawT Npu HyMepauu YNeHOB POAOCIIOBHON, «TEHETUYECKM YyXepoa-
HbIX» (KEHy OSaM, Myxa cecTpbl 6abywkm n T.4.);

5. HYMepyT OTAENbHO POACTBEHHWKOB MO NMWHUKM OTLA U MaTepy (B pesynbTarte
4ero NosBNAKTCSH UHAMBUAYYMbI C OLMHAKOBLIMM HOMEPaMM B OAHOM MOKOSIEHMM)

6. Hymepauus YneHOB POAOCIOBHOM NPOBOANTCS CPa3y BO BCEX MOKOMEHUSX, a
He B KaXaoM C Havana;

Knunuyeckuii npumep Ne25. TMpobaHg vMeeT cbiHa W AByx godvepent. [ovepn umetot
no oaHomy pebeHky — oaHa cbiHa, Apyras Aoub (puc. 30).

m [ HO 1 [ HO

E 4 E 4

0 [+

O
m [_]

A HeMpaEWNEHD B NpaERNEHO

Pucyrok 30 — lpumep nocmpoeHus eeHeanoauyecko2o 0epesa. A — HENPaBUMbHO: MOKONEHUS NPOHYMe-
POBaHbI HAYMHAS C MNAZALLEro, CKBO3Hasi HyMepaLyst YeHOB POLOCMOBHON. b — npasunsHo.
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7. ecnn xopowo cobpaH HaCNeACTBEHHbIN aHaMHe3, TO HEpPemKo BO3HWKAOT
TPYAHOCTM C Pa3MELLIEHNEM YNEHOB POLOCIOBHOI B reHeanornyeckoM Jepese;

) Knunuyeckuii npumep Ne26. [len npobaHga no OTLOBCKON NIMHWM Bbin XeHaT ABaXabl:
0T nepBoro 6paka “Men 340poOBYK0 A0Yb U CbiHa (0Tel npobaHaa), oT BTOPoro — chiHa. Matb npobaHaa
MMeET 340poBYI0 CecTpy (puc. 31).

A B

He NP 3aEdNEHD NpaERNLHD

PucyHok 31 — [Npumepbi 2eHeanozuyecko2o depesa. A - JaHHbIA BapUaHT reHeanorMyeckoro epesa He
npaBUnbHbIA, T.K. 4849 NpobaHaa no OTLOBCKOM NMHUM HAXOAWTCS MEXAY ABYMSI MOKOMEHUsIMM (B «Mpo-
MEXYTOYHOM» MOKOMeHUn), HeT 0603HaueHMs, YTO NepBblit Opak pacnancs. b - B 3TomM BapuaHTe oTobpa-
XEHbI BCE HIOAHChl aHaMHE3a.

8. CnoXHOCTW MOryT BO3HMKATb Takke npu u3obpaxeHun bonee yem gByx 6pakos y
O[HOTO YneHa CeMbM.

i Knunuyeckuili npumep Ne27. Y oTua npobaHga 6bino 3 6paka. B kaxgom 13 HuX OH
“Men no onHomy pebeHky (0T nepeoro Gpaka — foYb, OT NOCNEAYHOLNX CHIHOBEN).

370 MOXHO 130Bpa3uTb cneaytoLmm 06pa3om: cHavana usobpaxaem 2 Gpaka; 3atem
eLLe OAVH, Npu 3TOM COEANHUTENbHAA NIHUS OrnbaeT BTOPYH0 XeHy (puc. 32).
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PucyHok 32 — [Npumepbi oghopmieHust 2eHeasnoauyeckozo depesa.

9. YacTo npu ykasaHuM nepeHeceHHbIX 3ab0neBaHmin ykasblBatoTCA rpynna natonorim
(Hanpumep, «oHkonorusy» 6e3 ykasaHus nokanusauum), CUMNTOM/CUHAPOM (HanpuMep,
bonn B cepaue), nMbo onepaTMBHOE NeyeHWe (HanpuMmep, XONEeuycTIKTOMUS, a He
KENYHOKamMeHHast DonesHb), KOTOpblE HE OTHOCHATCS K KaTeropuu HacnefcTBEHHbIX
BonesHen.

10. BonbHbIE C pa3HOM NATOMOrMEN LUTPUXYIOTCS (3aKpalUMBAOTCS) OAMHAKOBO, B pe-
3ynbTaTe Yero co3gaeTcs NOXHOE BrevaTneHne o TUNe HacnenoBaHus, eanHoobpa-
31 HO30MOrNK.

i Knunuyeckuti npumep Ne28. TMpu paccMOTPEHWM reHeanorn4eckoro Aepesa Co3aaeT-
CS1 BrieyaTNieHne o Kakom-To 3aborneBaHy C ayTOCOMHO-AOMUHAHTHBIM TUMOM HacneaoBakus (puc. 33).
OpHako ecnu BblgenuTb OTAeNbHble Ho3omoryecke hopMbl (BpOHXMAMbHYI0 acTMy M aTonuyeckuii
AEepMaTnT), TO MOXHO rOBOPUTL 06 ayTOMMMYHHbIX 3a60NeBaHNAX M rnepToHYeckoin 6onesHn ¢ Mynb-
TUhaKTopUanbHLIM TUMOM HacneaoBaHus.

Il OWwMOKKM NPK HaNUCaHWUK NereHabI:

1. He yKa3bIBaeTCS MHAEKC Kaxaoro yneHa pogocnosHoi (lv...; ..., Is... n 1.4.), a
nuweTes: | nokonenwe, a ganee 1..., 2..., 3..M T.4.;

2. yKa3blBalOTCs CBeEeHWs He 060 BCeX uneHax (ecnm cBedeHuin 0 kakom-nmbo
uneHe HeT, TO yKasbiBatoT «ly — CBEAEHMI He JocTaTouHO» nnbo «ly — cBegeHus oT-
CYTCTBYIOTY);

3. He yKa3biBaeTCs BO3pacT, B KOTOPOM YMep POLCTBEHHUK;

4. He yKa3bIBAETCS NPUYMHA CMEPTU POLACTBEHHUKA;

5. He yKa3bIBaeTCs BO3pacT (gata POXOEHNS) YneHa POLOCIOBHOI;
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F W9000

. BpOHXMAMbHER 3CTME

|:| ATONWISCKWE GepMaTHT
:3;:; TUNEPTOHWECKaR BOredHs

PucyHok 33 — Mpumep eeHeanozu4ecko2o Oepesa ¢ MynbmughakmopuanbHbiMu 3abonegaHusmu.
A - HenpaBunbHO. b — npaBuUnbHO.

Il OwmnbKM Npu aHanu3e reHeanornyeckoro aHamHesa (Hanbonbluve TpyaHO-
CTW BO3HMKAKT Npu OLeHke 6onesHen ¢ MynbTUdaKTOpUanbHeIM TUMOM HacrneLoBa-
HWS):

1. 4acTo MynbTUhakTopuanbHble 3aboneBaHNs OLEHMBAKOTCS Kak MOHOTEHHbIe
(Hanpumep, «runepToHNdeckast BonesHb - MMEET ayTOCOMHO-AOMUHAHTHBIA TuM
HacnegoBaHus...» UK «CaxapHblil AMabeT ¢ ayTOCOMHO-PELIECCHUBHBIM TUNOM Hacne-
[0BaHUS...»);

2. BbICYMTHIBAETCA MPOLIEHT 3a60NEBLUMX POACTBEHHMKOB, YTO, MO CYTH, ABMSETCS
pacnpoCTPaHEHHOCTbIO 3a60MeBaHNs B JAHHON CEMbE U UMEET OTHOCUTENbHYIO LiEH-
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HOCTb, T.K. MPW YTOYHEHUN aHaMHe3a MOTYT BbIABNATLCA HOBbIE YIEHbI pO,lJ,OCJ'IOBHOVI,
d)aKTbI 3aboneBaHus Y paHee BbIABIIEHHbIX;

3. He OLeH1BaETCS UK HEBEPHO OLieHMBaETCS non npobanaa u/unn poACTBEHHM-
KOB NpobaHaa No OTHOLLEHWIO K PUCKY Pa3BuTUsi 3aborneBaHms;

i Knuruyeckuii npumep N229. Bbl KOHCYNbTUpPYETe ABYX IOHOLIEN, Y KOTOPbIX Hacrned-
CTBEHHbII aHaMHE3 OTArOLLEH MO aTepocknepody. Y 0boux IHOWEN NPUMEpHO pPaBHOE COOTHOLLEHWE
60nbHbIX M 300POBbIX POLCTBEHHUKOB. BONbHLI NPENMYLLECTBEHHO POLACTBEHHMKN | 1 || cTeneru poacTea,
Ho y nepeoro npofaHaa bonbHa MaTb, a y BTOporo — oTeL. B aaHHomn cutyauum oba npobaHaa oTHocATCS
k 6onee nopaxaemoMy nory (4TO NOBBLILLAET Y HUX PUCK Pa3BUTIS aTepocknepo3a). OpHako Npu paBHbIX
obcrosaTensCTBax puck byaeT Bbille Y NEPBOro NaLWeHTa, Tak kak MaTb OTHOCUTCS K MEHee nopaxaemo-
My oy, 1, CriefoBaTeNbHO, ANS peannsauui y Hee pucka KIMHUYECKUX NMpOsIBNIEHUA aTepockneposa
rEHETUYECKMIA TPy3 Y Hee AOIMKeH BbITb BonbLue.

4. He y4nTbIBAETCS CTENEHb POACTBA NpobaHaa M 60NbHbIX POACTBEHHUKOB;

5. He OuddepeHLMpyoTCa ayTOCOMHO-AOMWUHAHTHBIA U X-CLENSEHHbIA SOMM-
HaHTHbI TWMbI HACNEeJ0BaHUS;

o Knuruyeckuli npumep Ne30. K Bam Ha koHCynbTaumio o6paTuncs nauueHT, Yetbipe
cecTpbl KoToporo GonbHbl, a 6pat - 300poB. OTM 3aboneBaHueM CTpapan otel npobaHaa, a Takke
TeTKa, 6abywwka v npababylika no OTUOBCKON NuHUK. Y TeTkn npobaHaa Obinn GonbHble ChiH WM A0Yb,
BTOPO CbIH 6bIn 300poB. babka no oTLOBCKOI NMHM Mena 300poBbIx BpaTa v cecTpy 1 6onbHbIX GpaTta
u cectpy. bonbHas cectpa 6abku nmena GonbHbLIX ChbiHA U A0Yb M 300POBOTO ChiHa. Ee GonbHOM CbiH
umen Tpex BonbHbIX JoYepent (OBe MnaaLumx U3 ABOVHM), ABYX 300POBbLIX ChIHOBEN. YUUTbIBAs Hanuume
OONbHbIX B KaXOOM MOKOMEHWM, CKNALbIBAETCS BMevatneHue O AOMWHAHTHOM TUME HacnenoBaHMS.
BOonbHbI 1 MYXUKHBI, U KEHLLMHBI, YTO MOXET 3acTaBuTb [ymaTb 06 ayTOCOMHOM Tune HacnenoBaHus.
OpHako npu aHanuae Mbl BUBMM, Y4TO B CeMbsiX, Tae boneH oTeu, aeBoykv Gonetot B 100%, Manbymkm —
300pOBbl. ITO NpU3HaK X-CLENNEHHOrO AOMUHAHTHOIO TUMA HacneaoBaHus.

6. He NnpaBuNbHO OLieHMBaeTCA MVITOXOH,ElpMaﬂbeIVI TN HacnegoBaHns;
7. He Y4UTbIBAETCA, YTO aHOManun pasBuTna MoryT ObITb KaK crieacTBrEM Tepa-

TOreHHOro BO3AENCTBYS, TaK N HAcNeLoBaTLCS MyTbTU(AKTOPUANbHO NMBO BXOANUT B
CTPYKTYPY MOHOTEHHOTO UMK XPOMOCOMHOTO 3a60reBaHus

100



[N

v @ 68 [1[] OM[] mmbu
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PI/ICVHOK 34 - [pumep 2eHeanoau4ecKko20 09,0688 ¢ X-cuensneHHbiM OOMUHaHMHbLIM MUNoM Hacnedosa-
Husi 3aboneeaHusl.

i Knunuyeckuti npumep N°31. BpoXOeHHbIN NOPOK Pas3BWTWS - pacLyennHa BepXHei
YentcTu (Tak HasblBaeMast «BOMYbS NACTby») MOXET ObiTb CEACTBUEM BO3AENCTBIS TEpaTOreHa BO Bpe-
MS BHYTPUYTPOOHOrO passuUTHS MaumeHTa (Hanpumep, CNeacTBMEM NpYeMa MaTeEPbIO BO BPEMS BbIHALLM-
BaHu  OepemMeHHOCTM psiaa  NeKapcTBEHHbIX — MpenapatoB), ObiTb  MOPOKOM — pasBuTs €
MynbTU(AKTOPUANbHEIM TUMOM HACMeAOBaHUs, BXOAWTb B CTPYKTYPY psida XPOMOCOMHbIX 6omnesHen
(cvHapomos).

IV Owwnbkm npu ochopmneHmn peKomeHZaLNM:

1. He y4nTbIBAKTCA (haKTOPbI pUcKa HacneaoBaHWs MU MynbTU(haKTOpUanbHbIX
3a00neBaHmsIX, BPOXAEHHbIX MOPOKax PasBUTHS;

2. NS 3aboneBaHmii OAHOrO kpyra pekoMeHZaLuy AaloTest paspo3HEHHO, MHOMAa
He TONbKO He A0MONHSIS, CKOMbKO NPOTUBOPEYa ApYr Apyry;

3. HEe OLEHVBAIOTCS MEAMLMHCKWE W coLManbHble NOCNEACTBIS NpeanonaraeMoit
naTonoruu.
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MpunoxeHue Ne2

Mpumep ocbopmneHmn
KJIMHUKO-reHearnorm4eckoro aHanmsa

Tenearozuueckge depeso cemvis M.

" DEHO0OmD

. Borestv Burrebpanoa

E Tunepmonuueckas boresmwv
Dama cocmasaenus 5.08.20012

Nerenpa:

I+ BopogynuH WeaH, poguncs B 1900 (19037?) .

I, Bowwnko AnHa lMetposHa (B gesuyectse [eTposa), pogunacs B 1908 r. B aepesHe
lMaHnHo Hosropopckoit obriactu, ymepna B Bospacte okoro 80 ner.

Is Bowwnko WeaH, pogunca B 1903 r. B aepesHe MaHnHo Hosropoackoit obnactu. MNornb
B 1942r. Bo Bpems Benukoit 0Te4ecTBeHHOM BOMHLI. C 36 neT oTMevanucb nogbeMbl

apTepuarnbHOro AaBneHIst O YMEPEHHbIX Lmdp.
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ls MeTpoe Anekcen MNetposid, poauncs B 1912 r. B aepesHe MNaHnHo Hoeropoackoin 06-
nactu, nornd Bo Bpems Benukon OtevecTBeHHOI BoMHbI B 1944 1. C 25 net oTmMevanuch
NoAbEMbI apTepUanbHOro AaBNeHUs 40 YMEPEHHbIX W BbICOKMX Ldp.

Is Mapceesa Mapus MeTposHa (B aesudectse eTposa), pogunack B 1915 r. B AepesHe
MannHo Hosropopckon obnacti, ymepna B 1980 r. ot nosTopHOro uHeyneta. C 35 net
OTMeYanuChb NOLLEMbI apTEPUanbHOrO AaBEHUS 4O YMEPEHHDBIX U BbICOKMX Ludip, B 60
NeT NepeHecna MHCYNbT, Ha 65-M rogy — MOBTOPHbINA MHCYMbT.

ls Mapcees Anapen MBaHoBiy, poguncs B 1904 r., ymep B 1956 r. (Tpomboambonus ne-

TOYHO apTepun).

Il BopopynuH MBaH MeaHoBwY, popuncs B 1926 (19287) r., ymep B 1942 . oT MaccuBHo-
ro KPOBOTEYEHMS.

ll; Bowwnko lNenares VBaHoBHa, pogunack B 1932 r., ymepna B 1980 r. (npuumnHa cmep-
T HE U3BECTHA).

ll; MapbsicoBa Mapus MBaHoBHa (B oeBudecTBe Bowwmnko), pogunace B 1934r. B ge-
peBHe [MaHnHo Hoeropoackon obniacti. bonena runeptoHnyeckoil 6GonesHb ¢ MOMoao-
ro Bospacta, B 50 neT nepeHecna oCTpbIi MHAPKT MUOKapaa, B 54 roga — MHCYMbT,
ymepra oT NoBTOpHOro HeynbTa B 1990 1.

Ils Mapbsico ®enop lNMeTposiy, poauncs B 1926 r. B ApxaHrenscke, ymep B 1957 r. ot
KWLLEYHOMN HEMPOXOANUMOCTM.

lls Mapceesa Cepachuma AHgpeesHa, pogunack B 1924 r. B aepesHe MaHnHo Hosropoga-
ckon obnactu. C 28 net Bbinu NOAbEMbI apTepuanbHOro 4aBNeHUs 40 BbICOKUX LA,
ymepna B 1955r. Ha (hoHe runepToHNYECKOro Kpuaa.

lls MapceeB AHgpeit AHzpeesuy, poguncs B 1925 r. B oepesHe MaHuHO Hosropogckoi

obnactu. B 1932 r. noru6 (MaccvBHOe HOCOBOE KPOBOTEUEHME).
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Il; Mapkoa OktsibpuHa AHgpeesHa (B aeudectBe Mapceesa), pogunach B 1927 r. B
nepeeHe [MaHnHo Hoeropopackoi obnacTu. bonena runepToHuyeckoi 6onesHbto ¢ 35 ner,
C nogbeMami apTepuanbHOro 4aBneHust 4O YMEPEHHbIX 1 BbICOKMX Ludp. Ymepna B
Bo3pacTe 82 NeT OT MHCyIbTa.

ll; Mapkoe Caeernmit Mecdhogbesuy, poauncs B 1921 r. B aepesHe Mapkoso Hosropog-
cKko obrnacTu. Ymep B Bo3pacTe 77 neT ( HeCHaCTHbIA Cryyai - aBTOAOPOXHAsS TpaBMa).
llly Mapbsicoa AHToHMHa CTenaHoBHa, pogunack B 1954 1. B cene Meageackoe KpacHo-
sipckoro kpast. XKanob He NpeabsBNseT, Ha AUCMaHCEPHOM yyeTe He cocTouT. He obcne-
[0BaHa.

Il Mapbsico AHgpent ®enoposud, poauncs B 1952 r. C geTcTkoro Bospacta ctpagan
4acTbIMU HOCOBBLIMW KpOBOTEYEHMSMW. YMep B 1987 T. 0T nocneonepaLyoHHOro KpoBo-
TEYEHMS.

lll; MapbsicoB Anexkceit Pepoposid, poguncst B 1954 r. CTpagaeTt runepToHuyeckon 6o-
nesHbto ¢ 45 net, ¢ nogbeMamu 40 HEBLICOKMX Lndp. B Bpake He cocTosn, OeTen He
“Meer.

lll; Mawykoa AHHa ®enoposHa (B aesnyectee Mapbsicoa), poaunack B 1956 1. C 25
NeT OTMEYaET NOAbEMbI apTepUanbHOro AaBNeHUs [0 YMEPEHHBIX Ludp.

llls Mawwykos Anekcen VeaHosud, poguncs B 1946 r. B ropoge Kupose. B TeueHue no-
cnepHux 2-3 neT nepyoamnyecky xanyetcs Ha 60mm B KOMeHHbIX cycTaBax, He obcneno-
Bancs. CTpagaeTt OXMpeHneM 2 CTENEHN TSKECTH.

llls Mapkos Axgpeit Casenbesuy, poguncs B 1947 r. C getckoro Bospacta OTMEYaeT
CKITOHHOCTb K HOCOBbIM KPOBOTEYeHUsIM. B Teuenne nocnegHux 5 net 6ecnokost 6onm B
TOKTEBbIX, KONEHHbIX CyCTaBaXx.

lll; MapkoBa AnestuHa CasenbesHa, pogunach B 1954 r. MpoxwsaeT B Bonrorpage.
O6Lwuenne npobaHaa ¢ poacTBeHHULEN orpaHindeHo. C 40 neT oTMeYaeT NogbeMbI apTe-

puanbHoro aasnexus 4o 150-160 mm pT cT.
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llls YckoBa (B pesuyectBe Mapkosa) BaneHtuHa CaBenbesHa, pogunach B 1957 r. Knu-
HW4ecky 3nopoBa. poxwveaet B Bonrorpage.

IV1 MapbsicoB AHapeit AHapeesud, poauncs B 1972 . KNMHUYECKM 300POB.

IV, MapbsicoB ®enop Anapeesud, poguncst B 1976 r, ¢ nogpocTkoBOro Bo3pacta 0TMe-
YaKTCA NOABEMbI apTEPUANBHOTO AABMNEHNS A0 YMEPEHHBIX LMCP.

IV; Mapbsicos Ansbept AHgpeesud, poguncst B 1978 r., ¢ noapocTkoBOro Bo3pacTa oT-
MEeYalTCs NogbEMbl apTepUanbHOro AaBMeHNs A0 BbICOKUX LUApP.

IV4 MapbsicoBa AHHa AHapeesHa, poaunack B 1987 r. Yacto boneet npocTyaHbIMM 3a-
BoneBaHusMK, OTMEYAETCS HapyLLIEHE OCaHKW.

IVs Mawwykosa BaneHTuHa AnekceeBHa, pogunack B 1977 r. Monugaktunvs (wectuna-
NOCTb) NpaBom pyku. B AeTckom Bo3pacTe nepeHecna KpynosHyto MHEBMOHMIO.

IVe MawykoBa VipuHa AnekceesHa, pogunacs B 1978 r. C 20 neT oTMeyaeT nepuognye-
CKie NOSbeMbl apTepHarbHOTo AaBlieHs 40 YMEPeHHbIX Ludip, CTpaaaeT nomniHO3OM.
IV7 Mawyko Bacunuin Anekceeswny, poguncst B 1982 r. CtpagaeT 4acTbiMM HOCOBbIMY
KpoBOTeYeHMsIMI. B 12 neT guarHoctupoBaHa 6onesHs Bunebpanaa.

IVs Mawykos Banepuit Anekceesud, poguncs B 1984 r. KnuHudecky 300pos.

BbiBoabl:

B AaHHOI poLoCrOBHOM NPOCNEXMBAETCA HACNEACTBEHHAS OTSMOLLEHHOCTb Mo -
nepToHMYECKon BonesHn (MynbTudakTopuancHoe 3abonesaque) u GonesHn Bunebpan-
fa (MoHoreHHoe 3abonesaHue).

Puck pa3sutus ryneptoHndeckon Gonesnm ans npobaxaa (IVs) BbICOK, Tak Kak:

®  [WNEPTOHMYECKOW 6ONE3HLIO CTpagalT POACTBEHHUMKM 1-01, 2-01, 3-el 1 6o-

nee CTeneHmn poacTBa;

e 3abonesaHe NPOCNEXNBAETCS BO BCEX NMOKOMEHUSX POAOCIIOBHOM;

o GonbHble poacTBeHHWKkM nepsoit cTenenmn poactea (llls, IVs) oTHocsATCS K Me-

Hee ropaxaemomy nony;
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® Y MHOrMX 4neHoB pogocrnosHoi (la, Is, Iz Ils, IV, IV, IVs,) oTMevaeTcs paHHee
Havaro, TSKenoe TeYeHIe rMnepTOHNYECKON 6oNeaHN.

BonesHb BunebpaHga sBnsieTcs MOHOreHHbIM 3abornesaHnem ¢ X-CLenneHHbIM
PELECCUBHBIM  TUMOM  HacnegoBaHus. [loatomy, Kak npaBwno, 6GonewT Manbuyn-
kuimyxamnbl (I, s, Nk, g, 1V7), @ ux matepn gBnSOTCA PEHOTUMMYECKM 300POBLIMM
HOCUTENBHNLIAMM NPUYMHHON FEHHOM MyTaLmm. YuuTbiBas, uTto 6pat npobaHaa GoneH, 1x
MaTb — HOCUTENbHMLA NAaTONOMMYECKOro reHa. Puck HocuTenbCTBa y npobaHaa paBeH
50%. MoaTomy puck poxaeHus 6onbHOro Manbymka y Hee paseH 25% (50% x 50%). [o-
yepu npobaHaa OyayT HEHOTUNMYECKN 3A0POBbI, MPU STOM PUCK HOCUTENLCTBA Y HUX
25% (50% x 50%). B cnyyae poxaeHnst 60MbHOMO Marbyuka, COOTBETCTBYHOLLME PUCKH
BoapacratoT Ao 50%.

PekomeHpaumu:

1. [lneta c orpaHMYEHNEM COMK, XMUPOB XMBOTHOMO MPOMCXOXAEHMA. [TpeanoyTu-
TENbHO OTBapVBaHMeE, 3anekaHue, NPUroTOBNEHNE Ha napy.

2. AKTVBHbIN 06pa3 XM3HMU.

3. KoHTponb apTepuanbHOro AaBfeHus.

4. B crnyyae poxoeHUs mManbunka — AMHaMUYeckuin nabopaTopHbI aHanus ceep-
ThIBAKOLLEN CMCTEMBI KPOBM (KOHTPOMb (hakTopa BunebpaHga), MonekynsipHo-
EHETUYECKOE TECTUPOBAHME MPWUYMHHOA TEHHOW MyTauuW, AUCMaHCepHoe

HabnogeHre Y Bpa4va rematonora
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KpaTkuin TepMUHOSIOrM4eCKMMn CnoBapb

A

AHaMHe3 - COBOKYNHOCTb CBEAEHUIA, NoNny4aeMbiX Npi MeauLMHCKOM 0BCcnenoBaHnm
nyTém paccnpoca camoro 06cnemyeMoro Wunm 3HatoLmx ero N,

AHeynnomaus — HapyLLeHWe KONMYecTBa XPOMOCOM, HEe KpaTHOE ranfiougHoMy Habo-
py.

BpoxpgeHHbI nopok passutus (BIP) — BHyTpuyTpoGHO passuBLumiAcs nopok. BIP
MOXET ObITb 00YCNOBNEH MyTareHe30oM WK TepaToreHe3oM, MyTaluen B reHe, Xpo-
MOCOMHOW ab6epaLmen nnnm MmynbTudakTopmarnbbiM BIUSHUEM.

r
amerta - nonoBsas kneTka.

leH - CTPyKTYpHas U (PYHKUMOHANbHAS eguHNLa HAcneaCTBEHHOCTW, KOHTPONMPYio-
llas pa3BuUTE OMPedeNeHHOro NpuaHaka unu cBoicTBa. [eH mpeacTaBnsieT cobon
nocnegosatenbHocTb [HK, 3agatollyto nocnenoBatenbHOCTb ONPeAenEéHHOro nosm-
nentuaa nubo dyHkuynoHanbHo PHK. MeHbl onpefenstoT HacnenCTBEHHbIE NPU3HaKK
OpraHv3MOoB, nepefatoLLmecs 0T POAUTENEN MOTOMCTBY MW Pa3MHOXEHMU.

leHeanornyeckoe pepeBo — rpadmyeckas 4acTb POAOCTIOBHOM.

FeHeTMYeCKUIt NPOTHO3 - 3TO NPeAckasaHne BEPOSTHOCTU Nepeaayn KOHKPETHbIM
WHOMBUAYYMOM HacneACTBEHHbIX 3ab60MeBaHMiA NOTOMCTBY BO BPEMsi T€HETUYECKON
KOHCYNbTaLK, KaK NpaBumno, Ha OCHOBE aHamn13a POJOCMOBHON W AaHHbIX LIMTOreHe-
TUYECKOI 1 MOMEKYISIPHO-TEHETUYECKON ANarHOCTMKN.

F'eHeTYeCKNIA PUCK — PUCK BO3HUKHOBEHHS HACTIEACTBEHHOTO 3aboreBaHus.

lFeHOTUN - COBOKYMHOCTb FEHOB AAHHOrO OpraHuW3ma, KoTopasl, B OTIIMYME OT MOHS-
TUI reHOMa U reHodhoHAa, XapakTepusyeT 0cobb, a He BWA (ELLE OTMMYMEM reHoTUNa
OT reHOMa SIBNSIETCS BKMIOYEHME B NOHSTIE «TEHOM» HEKOAMPYHOLLMX NOCnesoBaTeb-
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HOCTEMN, HEe BXOZALWMX B MOHATUE «TEHOTUMY). BmecTe ¢ hakTopamu BHELLHEN cpeabl
onpefensert eHoTMN opraHu3ma.

Femu3nroTa - AUNMOMAHbIA OPraHM3M, ¥ KOTOPOro MMeeTCs TOMNbKO OfHa [03a onpe-
AeNeHHbIX reHoB. [eMU3UroTHoe COCTOSIHME MOXET BO3HUKHYTb BCNEACTBME aHEYNIIo-
uouM 1 geneuuin. B HopMe OHO XapaKTepHO AN1s FEHOB, NOKANM3YHOLLMXCS B MOMOBbIX
XpoOMOCOMax y ocobeil reteporameTHOro nona. PeleccuBHble annenu (MyTauuu) B
FEMM3NTOTHOM COCTOSIHUM MPOSIBASIOTCS (DEHOTUMMUYECKM, YTO UCTIONB3YHOT, HaNp., NPy
OLIEHKEe MYTareHHOCTU aHanuampyemblX (pakTopoB. Y 4eroBeka reMusuroTHbIMM No
reHam B X-XpOMOCOME SIBMSOTCS My)XYMHbI, NO3TOMY PELIECCUBHbIE HACNEACTB, 3a00-
neBaHusi, 06yCnoBneHHble TakUMK reHamm (remodunus, LBETOBas CRenoTa, Mbllley-
Has auCTpodna 1 ap.), BCTPEYAKTCA Yalle Y MYXYWH, YEM Y KEHLLWH.

leTepo3urota — oOpraHu3Mm, COAepXKalluii [Ba BapuaHTa annenbHoro reHa.
[E€Tepo3nroTHLIMU Ha3bIBAIOT AMMNOMAHbIE UMW MONMNNOUAHbIE SApa, KNeTku Ui
MHOFOKIETOYHbIE OPraHM3Mbl, KOMUM TEHOB KOTOPbIX B FOMOJIOTMYHBIX XPOMOCOMax
NpeAcTaBfeHbl pasHbIMU annensmu. Y reTeposuroTHbIX MHAMBIULOB Ha OCHOBE Kaxgo-
o W3 annenen CUHTE3NPYIOTCS HECKOMbKO OTNMYatoLLMecs BapwaHTbl Genka (1w
TpaHCMOPTHBIX U pubocomanbHbix PHK), koanpyembix gaHHbIM reHom. B pesynbTa-
T€ B OpraHu3Me nosiBIseTcs CMeCb 3TUX BapuaHToB. Ecnun BHeLHe nposiBnseTcs ad-
(DEKT TONMBbKO OFHOrO W3 HUX, TO TaKOW anneflb HasblBatOT AOMUHAHTHbIM, a TOT,
3hHeKT KOTOPOrO He MOJyYaeT BHELHErO BbIPaXEHUS — PELLECCUBHBIM.

lomo3uroTa — opraHnam, cogepalynin ABa OANHAKOBbIX annenbHbIX reHa, onpege-
NAOLLMX KaKon-nnbo onpesenéHHbIN NpuaHak. To ecTb napa annenemn — OTLOBCKUIA 1
MaTEPUHCKNA — MAEHTUYHbIE.

paxpaHckui 6pak - He 3aperncTprupoBaHHbIn Bpak.
a

[uspadhuyeckuin ctaTyc — COCTOSIHME, KOTOPOE BKITOYAET T€ aHOManun aHaToMuye-
CKOTO CTPOEHUSI YENOBEYECKOrO OpraHuaMa, KoTopble OBHapYXMBaKTCS C MOMEHTA
POXAEHUS UNW B paHHEM Bo3pacTe. C BO3PaCTOM HEKOTOPbIE W3 HUX MOFYT yCuMu-
BaTbCs UK ucyesatb. ®. Bpemep OTHOCUN K An3pacuyeckoMy CTaTycy crnegyiolme
MpW3HaKK: BOPOHKOOOPA3HYH rpyab, KNEOCKONNO3, YANMHEHNE BEPXHUX KOHEYHOCTEN,
cBoeobpa3Hoe MCKpUBMEHME NarnblLeB KUCTK (KOrTUCTOCTb, «0BesbsiHbs nanay), pas-
NIMYHYI0 BEMUYMHY W PacronoXeHne rpyaei, paccTpoincTBa YyBCTBUTENBHOCTY, Yalle
CETMEHTApPHOrO TWNA, aKkpOLMaHO3, HOYHOE HEAEPXKaHWe MOYW, rMaBHbIM 06pasom B
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coyeTaHnu co spina bifida, n psg AereHepaTMBHBIX MPU3HAKOB (BbiCOKoe HeDO, aHo-
Manum OBONOCEHNS, HENPaBUIbHOE pa3BuTie 3y60B).

[loHOPCTBO CNepMbI - BapuaHT 3KCTPAKOPNopasnbHOro OMioA0TBOPEHMS, MU KOTO-
poM BepeTcs CnepmMaTo3oma MyX4nHbI-A0HOPA.

[loHOPCTBO ANLIEKNETKN — BapUaHT SKCTPAKOPropasibHOro OnoLoTBOPEHMS, MK
KoTopoM BepeTcs siLekneTka XeHLMHbI-LOHOpa.

3

3wurora - OnNoAOTBOPEHHAA KIETKa

MHOpUAKHT - ckpelLyBaHue 6nn3kopoaCcTBEHHbIX (popM B Npeaenax oaHOM nonyns-
LIV OPraHM3MOB (XXMBOTHbIX UK pacTeHuit). IHOpeaHbIin Bpak — 6nin3kopoaCTBEHHI
Opak. B KnMHUYeCKon 1 MEANLIMHCKON reHETHKN onpeaensieTcst koadhduumeHT . ans
YTOYHEHNS OBLLHOCTY rEeHOB.

WHuecT - nonyyeHne NoToMCTBa OT POANUTENEN, COCTOSILUMX PYT C APYrOM B KPOBHOM
pPOLCTBE.

KapuoTun — COBOKYMHOCTb XPOMOCOM B FEHOME.
KapuoTtunupoBaHue — 1ccriefoBaHne kapruoTuna.
KpoccuHrosep - npoliecc 06MeHa y4acTkamu roMOSIOrMyHbIX XPOMOCOM BO BpeMS!

KOHblOrauuu B npodase | meio3sa. MomMnumo MenoTYECKOro, ONUCaH Tak-
K€ MUTOTUYECKNI KPOCCUHIOBEP.

lNlerenpa — onucatenbHas YacTb pO,EI,OCJ']OBHOVI.
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MuToxoHapuanbHbie 60ne3Hu — rpynna 3abonesaHui, NPOTEKAOLLMX C MOPaXeHM-
€M MUTOXOHAPUN. Yalle MMEKT MUTOXOHAPUANbHbIA TUM HAacneLoBaHKs.

Mo3auuusm — heHOMeH, Npu KOTOPOM B OpraHu3mMe MpUcyTCTBYIOT fABa W Gonee nyna
KNETOK, UMEIOLLMX Pa3HbIii TEHOTHM, HO BCE KNETKW OAHOTO NPOUCXOXAEHNS.

MoHoreHHble 6onesHu — rpynna 3abomnesaHuil, pa3BuBalOLLMXCS B pesynbTaTe MyTa-
LM B OAHOM reHe. [pu 3TOM YETKO NPOCIEXMBAETCS KaKoi-NMGO TUN HAacNeaoBaHMs.

MynbTudakropnanbHblie 6onesHu — 60ne3H1, BOHMKAKOLWME NOA BO3AENCTBUEM,
KaK FeHETUYECKNX MPUYKH, TaK 1 (aKTOPOB BHELLHEN CpeAbl. B 6omnblMHCTBE cryyaeB
OTHOCATCS K MOMMreHHbIM 3aboneBaHnsaM. YacTb MOHOTEHHBIX 3ab0neBaHuii, B passu-
TM KOTOPbIX UrpaeT 3HauMMyto porb akTopbl BHELIHEN cpedbl (Hanpumep, WanoCHH-
kpasws Ha kakoe-nnbo BELLECTBO) TAKKE MOXHO OTHECTM K 3TOW rpynne 3aboneBaHuit.

o

O6wwenonynAUMOHHbLIN PUCK — PUCK BO3HIUKHOBEHIS 3a00NeBaHNs UMK Nopoka pas-
BUTWSI NPW HEOTSIFOLLEHHON HacneacTBEHHOCTU. OnpeaensieTcs No pacnpocTpaHeHHO-
CTU B MONYNSLMK.

MeHeTPaHTHOCTb — CTeneHb NPOSIBMEHUS TeHa B KIMHUYECKOM NpuaHake (6onesHn).
M. moxeT 6bITb nonHoi (100%) mnn HenomnHow, NPy KOTOPOM He BCE MONyYMBLLME TEH
€ro peanuayioT KIMHUYECKN.

MonureHHble GonesHn — 370 BONesHU, B BO3HWKHOBEHMM KOTOPbIX Y4acTBYKT He-
CKOMbKO/HECKOMNbKO AECATKOB MEHOB, BKMAA KaXOOro U3 KOTOPbIX HE SBNSETCS pella-
IOLLIMM, HO BaXHa MX COBOKYMHOCTb. K 37O rpynne OTHOCAT Tak Ha3blBaeMble 6onesHu
CpefHero Bo3pacta: rMnepToHnYeckylo 6omnesHb, GPOHXManbHyl0 acTMy, OCTEOXOH-
Ap03, LWM30(PEHNIO U T 4.

MpobaHa — TOT Ha Koro cocTaBnsieTcst pofocnoBHast. MoXeT ObITb kKak 60MbHbIM, Tak
11 300POBbIM YENOBEKOM.
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P

PopocnoBHas - cBOS AaHHbIX, ONUCbIBAOLLMX NPOUCXOXKAEHNE TEX UMW MHBIX CYLU-
HOCTeW (CyLLecTB) OT Apyrux cywHocTen. Hanbonee 4acTo aTo NOHATME UCMOMNb3yeTCs
Ans 0603HaYeHNs POAOCTOBHON YenoBeka.

C

CuobChI - 1ETU OAHON CEMEHOI Napbl.
CrteneHb poacTBa:
e [lepgas cmeneHb podcmea — AETU 1 POQUTENK, CUBCHI, MPK 3TOM OBLLHOCTb
reHoB coctasnset 50%.
e Bmopas cmeneHb poocmea — 6abyLukn, AeOYLLKU - BHYKU, BHYYKU U TETH,
AN — MNEMSHHULbI, NNEMSHHUKMN, 0BLWHOCTL reHoB 25%.
e Tpembs cmeneHb podcmea — NpababyLuky, NpageayLwK — NPaBHYKK, Mpa-
BHYYKM, ABOOPOAHbIE OpaThbs, CECTPbI, 0BWHOCTL reHoB 12,5%.

CypporaTHoe MaTepMHCTBO — BbIHALLMBAHWE XEHLLMHON NNOAA U3 FeHETUYECKN Yy-
XEPOLOHOW e ANLEKNeTKM (Hanpumep, SNLEKNeTKn ee cecTpebl).

T

TpaHcnoKaums - TN XPOMOCOMHbIX MyTaLMiA, MPX KOTOPbIX MPOUCXOANT NEPEHOC
y4acTka XPOMOCOMbI Ha HETOMOTOTMYHY0 XPOMOCOMY.

Tpucomus - NosiIBNEHNE B KAPUOTUNE AONOMHUTENBHON XPOMOCOMBI.
Tpunnoungusa — KapUOTUM, UMELLIMIA TPOWHOWN ranmouaHbIN Habop XPOMOCOM.

(]

®eHoTHN - 0COBEHHOCTN CTPOEHMS! 1 KU3HEAEATENBHOCTU OpraHnama, o0yCrioBreH-
Hble B3aMMOZECTBMEM €ro FeHOTUNA C YCIIOBUSMU CPeAbI.
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X

XpoMocOMHbIe 6onesHu — 6ore3aHu, Bbi3aBaHHbIE M3MEHEHEM KONMYECTBA UK
CTPYKTYpPbl XPOMOCOM.

b |

3KCI1peCCVIBHOCTb — CTeneHb BbIPaXXEHHOCTU (*)eHOTI/II'II/I‘-ieCKOFO NPOABIIEHNA reHa.
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LWHangep Hatanbs AnekceesHa
KosynuHa EkatepuHa AnekcaHapoBHa
OmuTpeHko [uana BuktopoBHa
LLlanoBanoBa EBreHns AnekcaHapoBHa

KNMUHUKO-FEHEANIOTMYECKUN AHANN3

YyebHoe nocobue ans cTyaeHToB
cneuuanbHoCTy:
030401 - Knunnyeckas neuxonorus, 040400 — CoumansHas paboTa.

Tunorpacus
Kpacl'MY um. npod. B.®. BoitHo-AceHewkoro
dopmart - A5
Tupax 100 ak3
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