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KNNHUKO-TEHEATIOTUYECK METO/[, W3YYEHNS
HACNEACTBEHHOCTI YEJ/IOBEKA

TA . JlawkoBcKasa, K.M.H., OOUEHT
FPOAHEHCKMIA rOCyAapCTBEHHbIA MeAUUMHCKUIA YHUBEpPCUTET

PecbepaT: B nekunu n3no>keH KIMHWUKO-TeHE0N0rMYeCKHNi MeTOo[ N3ydeHna HacneacTBEHHOCT U YeloBeEKa

The article describes clinical genealogical approach of human heredity studying.

KIMHUKO-TeHeanornyecknini MeTog 0THOCUTCA K
Hambonee yHMBEpPCaNbHbIM MeTO4aM MeAWLMHCKON
FEHETUKM.

KAMHUKO-reHeanormyeckmini MeTof - 3T0 Me-
TOA MpocnexunBaHus 60ne3HN (MK NpusHaka) B ce-
Mbe WU POAY C yKas3aHWeM TuMa POACTBEHHbIX CBS-
3eii MeXay YseHamMmu POAOC/TIOBHOWA.

OCHOBHbIMM 33agayamyi JaHHOro MeTofa SBSAT-
Cs:

WyCTaHOB/IEHWe HacMefCTBEHHOIO XapakTrepa 3a-
60/1eBaHUS;

e onpejeneHne Tuna Hacne0BaHNsA U NeHETPaHT-
HOCTW TeHa;

*aHanu3 CLEeneHmns reHoB;

*13yYeHWe MHTEHCUBHOCTU MYTaLMOHHOTO NpoLec-
ca;

MBbISIBIEHWE B POLOC/IOBHON NULL, SIBASKLUXCS
reTepo3nroTHLIMU HOCUTENAMMN MYTaHTHOMO FeHa;

*0npegeneHve NPOrHo3a NOTOMCTBA B CEMbSAX, T
ecTb WM npegnonaraeTcs poxzaeHue pebeHka ¢ Ha-
CNeACTBEHHO NaToNMOorneil.

B reHeasiormyeckoM MeTOAe BbIAENAT ABa 3Ta-
na; CocTaBfieHNe POMAOC/IOBHON M reHeasiorMyecKuii
aHanms.

MopsAgok cbopa reHeanornyeckor
MHopMaLUM U MeTOAMKa cocTaB/ieHUs
POA0CNOBHOIA

C60p cBefeHNIA 0 CeMbe HauyMHaeTCs C KOHCY/b-
TupytoLlerocs unm npobaHga. KoHcynbTupyoLWwmm-
CSl Ha3blBaeTCsA /MU0, 0OpaTUBLLEECS K Bpady Wau
nepBbiM NOnNasLlee B NOJie 3pPeHUs UCCnefoBaTens.
Mpo6aHz - 60/1bHOW UNKM HOCKUTENb U3YYaeMOoro nNpu-
3Haka. Bo MHOMMX cryyasx KOHCYNbTUPYHOLUIACA 1
npobaHs ABNSIOTCH OLHUM U TEM XKe IULLOM.

C60p reHeanorMyeckomn nHhopmMaLum o Hanuuu
Cpean POACTBEHHMKOB NpobaHaa pasnnyHbIX 3abone-
BaHWIn MOXET NPOBOAUTLCA PasHbIMU MeTo4amu: on-
pOCOM, aHKeTMPOBaHMEM, JIMYHbIM 06CNe0BaHNEM
UNIEHOB CEMbM.

B reHeTMuecKyl KapTy MoApo6HO 3anmmcbiBaOT-
cA BCe CBeAeHMs 0 npobaHjie (aHamMmHe3 HacTosLLero

3a00/1eBaHNs, €ro Havano, NocnegyroLLee TeueHue,
BO3PacT, Korfa nosiBUauCh nepsble NpU3Hakuy 3abone-
BaHus). B fanbHeliem nNpogoxatoT coop faHHbIX 0
cnbcax (bpatbax u cecTpax) npobaHaa, ero pogute-
nax. Janee onpoc NpofO/MKaeTcs O POACTBEHHUKAX
Mo MHUM MaTepu. OUYeHb BaXKHO BBISICHUTL Y XKEH-
LUWH, Kak npoTekana 6epeMeHHOCTb, Ha Kakom (hoHe
OHa HacTynuna, NoAPO6HOCTM O BCEX CMTyYasX BbIKMW-
AblLLERA, MEPTBOPOXAEHWIA, O HANMUMM BGECNNOAHBIX
OpakoB M paHHe MnafieHYecKoi cmMepTHOCTU. B Ta-
KO )Ke nocnefoBaTeNlbHOCTY COOMPAOTCS CBELEHNS
0 POACTBEHHMKAX OTUa NpobaHaa. EcTecTBEHHO, Yem
60nbLle poACTBEHHMKOB NpobaHfa 6yaeT Henocpea-
CTBEHHO OMPOLUEHO MM 06CNef0BaHO, TeM BbilLe
LUAHCbl Ha NofyyYeHne 60/ee JOCTOBEPHbIX U MONe3-
HbIX CBEJEHWIA.

Mpun cbope faHHbLIX B POSOCMOBHOW BaXKHO OTMe-
yaTb A€BUYbM DAMUSIUN XKEHLLMH, MECTO XUTENbCTBA
CeMbW. DTU CBEAEHUS BaXKHbI /151 BbISIBNEHUS KPOB-
HOPOZLCTBEHHbIX BPaKoB, KOTOPble BAUAKOT Ha NOsB-
NeHNe HacneCTBEHHbIX 601e3HeN 1 nx YacToTy. Ecnm
poauTenu npobaHaa NPoXKMBanu B 0AHOM HEGO/bLLIOM
M0 YnCNy XXnTenel paioHe (0CO6eHHO N30NMPOBAHHOM
reorpatyeckn), MOXXHO NPeAnON0XUTb, UYTO OHU
MMetoT 06LLMX NPeaKoB W, CrefoBaTensHo, 6onbLuee
KO/IMYEeCTBO OBLLMX NaTO/IOTMYECKNX TEHOB.

Mpy cocTaBNeHWM POLOC/IOBHON OYEHb BaXKHO
YUYECTb Ha/mune W xapakTep MpotecCUOHaNbHbIX
BpeaHocTeil (0COBEHHO ANA PoAMTENei, MMEHLLMX
[eTeil ¢ BPOXKAEHHbLIMU NOPOKaMK PasBUTUS), BpeMS
nx peiicTems (0o 6GepeMeHHOCTK, BO BpeMsi Hee). He-
00XO0A4UMO TaKXe BbISIBUTb (PaKTOpPbI, KOTOPbIE MOF/N
NnoBAMATbL Ha BO3HUKHOBEHME ambpuonaTun (npuem
NeKapCTBEHHbIX NpernapaToB B NepBble Hefenn 6epe-
MEHHOCTH, 3ab60/1eBaHNA MaTepyu B AaHHbIA nepuog,
PEHTreHON0rnyYecKoe 061yUYeH e XEHLLMHBI 1 Ap.).

Mpathrueckoe n3obpakeHne POAOCIOBHOM

Mocne cbopa reHeanornyeckoin nHpopmarmm ne-
PeXomnT K rpafmyeckomy M306paxeHn0 pogoc/oBs-
Hoii. Hanbonee pacnpocTpaHeHHbIe CUMBO/bI, UCMO/b-
3yemMble MpU coeTaffeHUn POJOC/IOBHON, npeacTas-
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Mpu rpaduyeckom M306paKeHWM POLOCOBHONA
Heo6X0AMMO YUMTbIBATL CrlefyloLine npakTUYeckue
MOMEHTbI:

1. TlokoneHus 0603HaYalTCA PUMCKUMU Lndpa-
MW cneBa OT POAOC/IOBHOW CBEPXY BHU3.

2. Apabckumu undpamm HymepyeTcs NOTOMCTBO
0[JHOr0 NoKoneHns (BeCb psaf) cnesa Hanpaso nocre-
foBaTenbHO. TakuM 06pasoM, KaXKAblid YneH pogoc-
NOBHOI MMeeT cBOM Wwngp (Hanpumep, 1-3, 11-2 nt.4.).

3. bparbs 1 cecTpbl pacrofaraloTcs B po40Cn0oB-
HOI B NOPSAAKE POXAEHWS CMeBa Hanpaso, HauYMHas co
cTapLuero.

4. Bce uneHbl PoOC/OBHOM AOMKHbI pacronaraTb-
CA CTPOrO M0 MOKONEHWAM B OAWH PAL.

5. Heobxoaumo yKasbiBaTb BO3PacT Y/IEHOB Ce-
MbM, T.K. HEKOTOpPblE HAC/e[CTBEHHbIE 3a60neBaHmnA
MPOABAAKOTCA B Pa3Hble NePUOabI XKU3HN.

6. Cynpyru poAcTBEHHMKOB NpobaHha MOryT He
1300paxaTbCs B POAOC/IOBHOW, €CIM OHU 3[40POBbI 1
«He BNUAKOT» Ha BO3HWKHOBEHWE [JAHHOI0 Hacnep-
CTBEHHOr0 3a60/1eBaHmA.

7. BaXHO OTMETUTb NMNYHO 06CNEe0BaHHbIX Yne-
HOB POAOC/IOBHOW 3HAKOM «!»,

CocTasnss poA0CI0BHYHO, XeNaTe/lbHO NoNyUYnThb

0 a 6

Puc. 2. PogocnosHas cembn
a - 60/bHble caxapHbIiM fuabeTom; 6 - cuHgpom MapchaHa
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CBEIEHNA O MaKCUMa/lbHOM KO/IMYeCTBe POLCTBEH-
HWKOB 3-4 NOKONeHWiA. Ecnun paccmaTprBaembix nNpu-
3HaKOB B POJOC/IOBHOI HECKObKO, TO MOXHO Npunbe-
ratb K 6yKBEHHbIM WY LUTPUXOBbLIM Pa3NnUyuAM BHYT-
pv cMMBOSIOB (puC. 2).

Bce nony4yeHHble AaHHbIe O COCTOSAHWUW 3[0POBbA
POLCTBEHHWKOB, NPUYMHAX 1 BO3pacTe CMepTy 3anu-
CbIBAlOTCS BHW3Y MOf POAOCMOBHOI (nereHpa). He-
06X04MMO BCerja ykasblBaTb [aTy COCTaB/IeHUA Po-
[OC/OBHOIA.

TwarensHo cobpas BCe faHHbIE, MOXHO NPUCTY-
MWUTb K aHaNn3y POAOC0BHOIA.

CeHeanornyecknin aHanus

MepBas 3afava Npu aHanM3e PoLOCNOBHON - Yyc-
TaHOB/IEHUE HACNeLCTBEHHOr0 XapakTepa npu3Haka.
Ecnn B pofoCNOBHOW BCTpeyaeTcs OAWMH W TOT Xe
npu3Hak (Mnun 60/1€3Hb) HECKO/BLKO pa3, TO MOXHO Ay-
MaTb O HacnefcTBeHHOW npupoge. OfHAKO Hafgo
Mpexze BCero NCKIUNTL BO3MOXHOCTb (DeHOKONUM.
Hanpumep, ecnv naToreHHbI hakTop AeicTBOBaN Ha
YKEHLMHY BO BpeMs BceX BEPEMEHHOCTEN, TO Y TaKoii
YKEHLLMHbI MOTYT POAWUTLCA HECKONLKO AeTeil ¢ oaun-
HaKOBbIMU BPOXEHHbLIMU NOpOKaMu. Ecnun ucknova-
eTCsA feCTBME CXOAHbIX BHELIHMX (haKTOpOB, TO ro-
BOPAT O HacneACTBEHHOM XapaKTepe 00/e3HM.

Cnepytownii atan - yCcTaHOBMIEHWE TUMA HAcNego-
BaHuA. OnpefeneHve TUNa HacnefoBaHus B KOHKpeT-
HOW POJOCNOBHOI - BCErfa Cepbe3Hasi reHeTnYecKas
3agaya. Kaxagomy Bpadvy 06LLeli NpakTUKM HeobXo-
OUMO 3HATb OCHOBHbIE KPUTEPUW pasHbIX TUMOB Ha-
cnefoBaHus.

BonesHn ¢ ayTOCOMHO-AOMUHAHTHbLIM TWUMOM
HacnefoBaHUA
3TOT TMN HacnefoBaHWUsA XapakKTepusyeTca Tew,
uTo AN pasBuTMS 60Ne3HW JOCTAaTOYHO yHacnego-
BaTb MYTAHTHbIA annenb OT OAHOr0 W3 PoAUTENENA.
Mpu gaHHOM Tune HacnefoBaHWA Hanbonee 4acTo
BCTpevaroTca 6pakn mexay 60nbHbIMU (Aa) U 340-
pOBbIMMK UnieHaMu ceMbi (aa), rae A - AJOMUHAHTHbII
reH, onpegenstoLwmii pasBnTe HacneACTBEHHOrO 3a-
6oneBaHus, a - peLLeCCUBHbINA reH.
[na ayTOCOMHO-LOMUHAHTHOIO TWNa HacnefoBa-
HUA XapaKTepHbl cnegytowmne npusHaku (puc. 3):
1 BbonesHb BCTpeYaeTca B KaXAOM MNOKONEHUU

\%

Puc. 3. PogocnoBHasi ¢ ay TOCOMHO-OMWHAHTHbIM TVMNOM
HacnegoBaHusa 6onesHn (aHemmsa MuHkosckoro-LLloddapa)
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POLOCNOBHO (HacnefoBaHME MO BEPTUKASIN).

2. Mepepaya 3aboneBaHns 0T 6OMbHBLIX poauTe-
nein petam.

3. 3[,0poBble YneHbl CEMbM 0OLIYHO UMEIKT 340-
poBOE NMOTOMCTBO.

4. O6a nona nopaxarTcs 04MHaKoBo Yacto. Co-
OTHOLUEHWe 60/bHbIX M 340P0BbLIX Npubnmkaetcs 1:1.

5. TOMO3MroTbl MOTYT pOXAaTbCs OT ABYX 60/1b-
HbIX poguTeneli. bonesHb y HUX NPOTeKaeT 06bIYHO
TAXesiee, YeM Yy reTeposuror.

Mo ayTOCOMHO-LOMWHAHTHOMY TUNY Hac/egyoT-
ca cuHapom MapdaHa, axoHAponnasus, HecoBepLUIeH-
Hbli ocTeoreHe3, aHemusi MuHKoBckoro-LUoddapa,
60ne3Hb BunnebpaHga, Helipodmbpomatos 1-ro Tuna
(6one3Hb PeknuHrxayseHa), cuHapom 3nepca-LaHno,
xopes TeHTUHITOHa 1 ap.

B cnyyae JOMWHAHTHOIO TUMa HaCc/ef0BaHWs, eciin
OAVH 13 poauTenein 6oneH (Aa), NPOrHo3 NOTOMCTBa
MOXET ObITb ONpejesnieH elle A0 POXAeHUs pebeHKa.
OH paBeH 50%, ecnn 60MbHOIN reTepo3nroTeH, a ne-
HETPaHTHOCTb reHa MosHas.

Ecnu reH BcTpeyaeTcs B MONyNALMKU 4acTo, TO Npu
ayTOCOMHO-[OMVWHAHTHOM TWUMNE Hac/neLoBaHWA, BO3-
MOXHbI 6pakn Tvna: Aa X Aa, B KOTOPbIX MOryT Mo-
SBUTLCA ETWN FOMO3UTOThbl NOAaHHOMY 3a60/1€BaHNIO.
B Taknx ceMbsX BEPOATHOCTb POXAEHMS GOALHOro
pebeHKa paBHa 75%. OfHaKO MHOrMe ayTOCOMHO-[0-
MWHaHTHbIe 3a60/1eBaHMS B FOMO3UITOTHOM COCTOSHUN
NPOTEKalOT 3HAUYUTENBbHO TAXKENee, Yem Yy reTeposu-
roT, ¥ JatoT, Kak NpaBusio, neTasibHbIA 1CXOL,

WMHorga npu aHanmn3se poLoCI0BHON BO3HUKaET Cie-
ayrowasa cutyaumsa: npobaHa ctpagaeT JOMUHAHTHOW
60n1e3HbI0 (HanpmMmep, 0TOCKIEPO30M), ero MaTb 340-
poBa, a 6abyllKa TaKXXe cTpagana Toi Xe 60M1e3HbHO.
B aToM cnyyae maTb npobaHfa - HOCUTe/b MaTono-
FMYecKOro reHa, Tak Kak OHa nepejana ero cBoemy
pebeHKy, HO Y Hee OH He NPOSIBU/ICS, T.€. He MeHeTpu-
posasl. B pe3ynbTaTe BMA POAOC/OBHOW M3MEHSETCS,
1 MOSIBASKOTCA NPONYCKN NMOKONEHWIA.

MOHATME O NEeHEeTPaHTHOCTHU

MeHeTpaHTHOCTbL - 3TO YacToTa MPOSBMEHUSA
reHa cpegn HocuTenein fjaHHoro reHa. OHa npeacTas-
nseT coboi OTHOLUEHME 0CO6el, UMEKLLNX AaHHbI
Npu3HaK, K 0CO6SM, UMEIOLLMM AaHHbIA reH, BblPaKeH-
Hoe B npoLeHTax. Tak, NeHeTPaHTHOCTb OTOCK/1epo3a
- 30%, peTnHoGnacToMbl - 80%, dochaT-gnabeTa -
100%, teHunkeToHypumn - 100%, cuHapoma KapTta-
reHepa- 50%, cuHgpoma MapdaHa - 30%.

Cobupas aHaMHe3 ¥ aHanu3upys POLOC/OBHYHO,
Hefb3s 3abblBaTb M O APYrOM CBOMCTBE reHa - pas-
NNYHOI 3KCNPECCUBHOCTH.

MoHsATUE 06 3KCNPECCMBHOCTU TeHa
JKCMPECCUBHOCTb - CTEMEHb BbIPAXEHHOCTU
reHa. MoOHATME 3KCMPECCUBHOCTU aHANIOMMYHO MOHS-
TUIO TSXKECTW 3a6oseBaHust. TpyU BbICOKOW 3Kcnpec-
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CUBHOCTM pa3BMBaeTCs Tsxenas hopma 3aboneBaHus,
4acTo C fIeTaNlbHbIM MCX0A0M, MPU HU3KOW 3KChpec-
CMBHOCTMU - IErKOe TeyeHWe 3a60/1eBaHNsl, Co3aeTcs
Breyvat/ieHne, YTo YeNoBeK 340p0B.

CnaboBblpaXKeHHbIe KNMHUYeCKne hopMbl 60ne3-
HW MOTYT Nlerko NMpoCMaTpMBaTbCsl, TOraa poAoC/oB-
Hasi TakKXKe TepseT CBOWM «K/lacCUYECKUiA» BWf, NOsB-
NATCS NPOMNYCKM NOKONEHWIA. MO3TOMY O4YeHb Bax-
HO NnyHOe 06CnefjoBaHME BCEX Y/IEHOB CEMbM, YTO-
6bl He MPOMYCTUTb MalOCUMMTOMHbIE KMHUYECKUE
thopMbl 3a60/1€BaHUS.

BonesHn ¢ ayTOCOMHO-pPeUecCUBHbLIM TUTMOM
HacnegoBaHUA

ﬂ,!'IFI OaHHOT0 Tuna HacnefaoBaHUA XapaKTEpPHbI
cnepytolme npusHakuy (puc. 4):

1 BonbHble AeTN poxaaroTcs 0T (HEHOTMNNYECKN
300pPOBbIX po,ql/lTene|7|, ABNALWNXCA TETEPO3UTOTHbI-
MW HOCUTENAMW NMaTO/I0TMYeCKOro reHa.

FeHoTWN poawnTenei
Matb Aa Orey, Aa
FeHoTun peteit

AA Aa, Aa aa

3/10pOBbIit

3/10POBbIiA, HO HOCUTEIb aHOMA/IBHOTO FeHa 60rbHOV

Kak BUAHO M3 CXeMbl, 60M1el0T TOMIbKO rOMO3Uro-
Tbl MO PELLeCCUBHOMY TeHy.

2. BonbHble Yallle BCTpevaroTca B O4HOM MOKO/e-
HWK: cpeay POAHBIX WU ABOKOPOAHbLIX COCOB (Hachne-
[lOBaHMe «M0 rOPU3OHTaNU»), U CPeAN Asaen 1 nne-
MSAHHUKOB (HacnefoBaHWe «no XoA4y LUaXMaTHOro
KOHSA»).

Puc. 4. PofiocnioBHas ¢ ay TOCOMHO-PeL,ecCUBHbIM TUMNOM
HacnefoBaHusa 60n1e3HM (aApeHOreHN T aNbHbIli CUHAPOM)

3. B pogocnoBHoOW oTMevaeTcsi 60/1ee BbICOKMIA
MPOLLEHT KPOBHOPOACTBEHHbLIX OPaKOB.

4. Ecnv 601bHbI 06a cynpyra, TO Bce UX AeTun by-
YT 60/IbHbIMN.

5. B 6pake 60/1bLHOMO €O 340POBbLIM - POXKAAKTCH
3[10pOBble AeTU (ECNN 340POBLIA He TeTEPO3UTOTEH).

6. B 6pake 60/MbHOM0 C HOCUTENIEM MYTaHTHOIO
annensa poxgatotcs 50% 60nbHbIX AeTel, YTO UMU-
TUPYeT JOMUHAHTHbI TUM HacneAoBaHMs (NCeBAOA0-
MWUHVPOBaHNE).

7. O4MHAKOBO 4acTo 60IEKT MY>XUMHbI U XKEHLLW-
Hbl.

K Hanbonee TUNUYHbLIM 60OME3HAM C ayTOCOMHO-
peLeccMBHbIM TUMOM HacnefoBaHWs OTHOCATCA: (e-
HUJTKETOHYPWS, FanakTo3eMms, aibOVHN3M, MyKOBMC-
Unao3, Mykononmcaxapugosbl, 60ne3Hb BuabcoHa-
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KoHoBanoBa, afpeHoreHUTa/IbHbIA CUHAPOM, MPOT epys,
cuHgpom KaprareHepa, cuHgpom Jlyu-bap u ap.

Kak BMAHO 13 pOAOCNOBHOM, 60/1bHbIE Yallle BCTpe-
yatoTcqd B ogHom (IV) MOKONeHWW cpefn POLHbIX U
[BOIOPOAHbIX c16CO'B; B Il NOKONEHUN UMEOTCS pPoj-
CTBEHHble 6paku. bonbHble B faHHON ceMbe NosBU-
nuck B I 1 IV NOKoneHnsX; 3T0 0C06EHHOCTM peLiec-
CVMBHOIO reHa CyLLEeCcTBOBaTb BO MHOTMX MOKONEHMAX
B reTepo3MroTHOM COCTOSIHUK, HUKAK He MPOsBAAACh
(heHoTMNMYeCKKN. TO3TOMY MepBblii 60NLHON peuec-
CVMBHOI 60M1€3HBbI0 MOXET MOSBUTLCA Yepes MHorume
MOKO/IEHNS NMOCNe BO3HUKHOBEHUS MyTauun, Tak Kak
poXaeHue 601bHOro pebeHKa BO3MOXKHO TO/IbKO BTOM
cnyvae, ecnm oba poavTens SBAAOTCA reTeposnro-
Tamun (Aa). PuUCK poxaeHus 60nbHOro pebeHka B Ta-
KO/ cembe paBeH 25%.

Cnepyet OTMETUTb, YTO 4acTOTa PeLecCUBHbLIX
HacneAcTBeHHbIX 60/1e3Hei 0CO6EHHO NOBLILLIAETCS B
M301ATax N CPefy HACENeHUA C BbICOKMM MPOLLEHTOM
KPOBHOPOACTBEHHbIX GpakoB. O6 OTpuuaTeNIbHOM
B/IMAAHWN POACTBEHHBLIX OPAKOB Ha NOTOMCTBO CBUJe-
TeNbCTBYET W TOT (haKT, YTO YMCTBEHHas OTCTaNoCTb
cpeaw AeTeil OoT aTMX 6pakoB B 4 pasa Bbllle, YeM B
CeMbAX C HepOACTBEHHbIMWU BGpakamu.

X-CUenneHHbI rMn HacnegoBaHUs

B X-xpomocome MOryT /1I0Kann30BaTbCA Kak f0-
MWHaHTHbIE, TAK U PELeCCUBHbIE TeHbl. Y 4enoBeKa
n3BecTHO 60nee 250 reHoB, B OCHOBHOM MaTO/0rMYec-
KWX, CLLEMNMIEHHbIX C X-XPOMOCOMOIA.

Y XeHLWMH aHOMaslbHbIiA FeH MOXET HaX0AMTbCA B
0fHoOI1 (reTeposurota) UM obemx (romosmrota) X-
XPOMOCOMaX; Y MY>UMH - TOMIbKO B O4HON XPOMOCO-
Me, MO3TOMY He TONbKO JOMWHAHTHbIN, HO W peuec-
CVBHbIV reH B ero X-XxpomMocoMme Bcerga 6ygeT npo-
ABNATLCA. TakKoe COCTOSHME reHa HasblBaeTCcsl remu-
3UTOTHBIM.

Ecnmn B X-XpomMocome I0KaIM3yeTcst PeL,ecCUBHbIN
reH, TO TaKoi TN HacneaoBaHMs HasblBaeTcs X-cLen-
JIEHHbIM peLeccuBHbIM. [18 3TOro TUna HacnegoBa-
HUS XapaKTepHbl CnefytoLine npusHaky (puc. 5):

1 BofetoT TONBLKO NNLA MYXXCKOro Mona.

2. BonbHble feTV PoXKAAKTCA OT DEHOTUMNNYECKN
300poBbIX1poanTenein, HO MaTb GOILHOIO ABNSETCS
reTepo3nroTHOM HOCUTENbHULLEA NaTONOrMYecKoro
reHa(«KoHAYKTOp»),

3. BonbHbIE MY>XUMHBI He NepefatoT 3abosieBaHNSA
CBOVIM CbIHOBbSIM, HO BCE WX [JOYEPU CTAHOBATCH HO-

0-~j— 1.
"0; L—<€) CWQ6
- W ho , 0 3 j 0-7 iip. tills

Puc. 5. Pogoc, weiinsa ¢ X-cuennemHbiMpeL,ecCUBHbIM T UMOM
HacnegosaHus fonesai (remocunms A)
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CUTENTbHULAMMW.

4. Pefkne cnyvan 3a601eBaHNS YKEHLUH BO3MOX-
Hbl, eCnv UX oTeL, 60/1eH, a MaTb - HOCUTE/BHULA.

5. 1/3 cny4aeB 3ab60n1eBaHNA NPOUCXOLUT 3a CUeT
HOBbIX MyTaLWiA.

MpobaHg (111-1), ero aBotopofHbIli 6paT (LU-8) n
nx asaa (U-3) 6onbHbl remodunmnein. babka npobaH-
fa (1-1), ero matb (MM-2) un ero TeTka (M-5) - HocuTe-
NV PeL,eCC1BHOTO CLENIEHHOTO € X-XPOMOCOMO reHa
remocuann A.

B 6pake 340p0OBOr0 MY>UUHbI U KEHLLUHbI-HOCW-
Te/IbHULblI BEPOATHOCTb POXKAEHMA 60NbHOr0 Masib-
ynka cocTaBngeT 50% OT Bcex MabyuKoB, 25% OT
BCeX feTeld. Bce feBOYKM 3TUX poauTeneid 6yayT 340-
POBbI, HO MOMIOBUHA U3 HUX CTaHYT HOCUTE/bHULAMM
MaTonornyeckoro reHa.

B 6pake 60/1bHOr0 MY>XUMHbI 1 340POBOI XEHLL M-
Hbl BCe feTN BYAYT 340POBLIMU, HO LOYEPU MONyYaT
OT OTUA MYTaHTHbI annefb 1 CTaHyT HOCUTENbHULA-
M.

TpeTnit BapnmaHT GpakoB, KOTOpbI/ BCTpevaeTcs
PesfKo NPW PeLeccCHBHOM CLEMIEHHOM C X-XPOMOCO-
MOl HacnefoBaHUN - 3TO 6pak Mexay 60NbHbIM MyX-
YMHOW M KEHLWUHON-HOCUTENbHULEN. B 3TOM cnydae
oXugaerca poxgeHvie nonoBuHbl (50%) 601bHBIX
ManbunKoB; nonosuHa (50%) aeBoYek Takxke OyaeT
60/1bHa, & NoI0BMHA - CTAHET HOCUTE/IbHULAMMW NaTo-
JIOTUYECKOTr 0 reHa.

Knaccuyeckumuy npumepamu peLieccuBHOrO CLen-
NEeHHOro ¢ X-XpoMocoMOl T1na HacnefoBaHWs ABNs-
toTca: reMounnsa A, MbllliedHaa aucTpouns JroLueH-
Ha, CUHApOM XaHTepa (Mykononucaxapuaos 1l tuna),
AeduumnT r1oKo30-6-thoctataeruaporeHassl, CUHAPOM
Newa-HnxeHa. arammarniobynMHemus bpyToHa, CUH-
Apom BuckoTtTta-Ongpuya u ap.

Ecnn B X-XpOMOCOMe /1I0KaNN3yeTcs AOMUHAHT-
HbIi FeH, TO TaKoW TUM HacnefoBaHWUsA HasblBaeTcs X-
CLEN/IEHHbIM JOMWHAHTHBIM. N5 HEro xapakTepHbl
cnefytoLe OCHOBHbIE MPU3HAKK:

1) 3a6oneBaHVe NPOCMEXUBALTCA B KaX4OM Mo-
KOJTeHWW;

2) ecnn 6oneH oTel, TO BCe ero goyepu 6yayt
60/bHbIMK, & BCE CbIHOBbLA 3[40POBLIMMU, T.K. MOAyYaT
0T 0TLa Y-XpOMOCOMY;

3) ecnm 60MbHA MaTb, TO BEPOSTHOCTb POXKAEHUS
60nbHOro pebeHka 50% He3aBUCUMO OT NONa;

4) 60Ne0T KakK MY>XUMHbI, TaK W XEHLUHBbI, HO B

-r-a,
n V o--y— cb3TO*
2?2 T T3
e CV =T L 3% T 1 oo 90 ¢
0 | mEENAl  4rn o7

Puc. 6. PogocnoBHas ¢ X-CUenieHHbIM JOMUHAHTHbIM
TUWNOM HacnefoBaHus (BUTaMuH [1-pe3ncTeHTHbIN paxuT)
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LieNIoM BONbHBIX XXEHLLMH B CeMbe B 2 pa3a 60/bLLe,
ueM 6OMbHBIX MYXXUWH;

5) y 340pOBbIX poauTeneli Bce AeTn 6yayT 340po-
BbIMU;

6) XeHLIMHbI 60NE0T MeHee TXKeno (OHKU reTepo-
3UFOTHbI), YeM MY>XUUHbI (OHN FEMU3UTOTHbI);

7) 6onesHb 6onee BapmabenbHa MO KAMHWYECKUM
MPOSIBNEHUAM Y FeTePO3NTOTHbIX XXEHLLVH.

AHann3 pooCnoBHOW, N306PaXXEHHON Ha PUCYHKe
6, nokasblBaeT, YTO AETW C BUTaMWH [1-pe3sncTeHT-
HbIM PaxXMTOM POXAAlOTCS OT 6PAKOB, B KOTOPLIX OAWH
poanten 60M€eH, a apyroi 3gopos. Bce 340poBble
UneHbl POAOCN0BHOM WMMEIT 340POBOE MOTOMCTBO.
O6paluaeT Ha cebs BHMMaHWeE TPeTbe NOKOMNeHUe, rae
Bce My>XuuHbl (111-2, LLI-3) 300p0BbI, @ Y BCEX XEH-
WKHHbI (LU-4, 111-6, 111-7) AMArHOCTMPOBAH BUTaMUH
[-pe3uncTeHTHbIR paxut. Nx oTel, (11-2) 6611 60neH, a
matb (M-1)- 3gopoBa. CnefoBaTensbHO, reH BUTAMUH
[-pe3sncTeHTHOro paxmMta HaxoguTcs B X-XpOMOCO-
Me. TONbKO B 3TOM C/lydae OH He MOI 0Ka3aTbCa Y
CbIHOBEM, HO 0653aTe/IbHO fO/MKEH 6bI1 NoNacTb K A0-
yepsim. Mpn 3TOM OH NPOSBUACA Y BCEX AO4epeil.

Y-cuensieHHbIA TMN HacnefoBaHUSA

[nutenbHoe BpeMsi nofiaraau, YTo ¥Y-Xpomocoma
COAEePXXNT TONbKO reTepoXpPOMaTUHOBbIE yYacTKu (6e3
reHos). Hoseline nccneaoBaHns no3sonnau obHa-
PY>XWTb M NOKaN30BaTh B Y-XPOMOCOMe psif, reHOB:

- TeH, AeTEPMUHMUPYIOLLMIA pa3BUTNE CEMEHHUKOB;

- reH, OTBevawLWmMii 3a cnepmartoreHes (takrop
asocrnepmum);

- reH, KOHTPO/IMPYIOLWMIA UHTEHCUBHOCTbL POCTa
Tena, KOHeYHoCTeil U 3y6oB;

- TeH, OMpeAenstoLMiA 0BOIOCEHUE YLLIHOW paKoBY-
Hbl.

EcTecTBEHHO, YTO NaTO/IOMMYECKMe MyTal MK, 3aT-
parvBaroLne HOpMMpPOBaHNE CEMEHHUKOB UMK Cnep-
maToreHes3, Hac/nefoBaTbCAa He MOryT, MOTOMY 4TO
Takne MHANBWUAbLI CTEPUNBHBI.

Cuen/eHHoe ¢ Y-XpOMOCOMOIi HacnefoBaHMe Xa-
PaKTepm3yeTcsl rem, YTO reHbl, 10KaNnM30BaHHbIE B Y-
XPOMOCOME, NepeaatoTcs TONbKO CbIHOBbSM MOPaXKeH-
HOrO 0TLa, a ero Ao4epy OCTaKTCs 340POBLIMU, TaK
KaK OHM HMKOrJa He MoJyyatoT Y-XpPOMOCOMbI OT OTLa
(ronaHgpnyeckoe HacnefoBaHue).

MynbTutaKTopnanbHoe HacrefoBaHue
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Puc. 7. PogocnoBHasi ¢ Y-cuenfieHHbIM TUMNOM
HacnegosaHus (0BONOCEHNEYLLHON PaKOBUHbI)

nexkumn N OE30PLI

MynbTuakTopranbHble 601e3HM, UK 60/1e3HN C
HacneCTBEHHbIM NpPeApacno/ioKeHNeM, COCTaBAAOT
B HacTosLee BpeMs 92% oT o6LLeli NaTonorum Yeno-
Beka. OHU BbI3bIBAKOTCA U3MEHEHWNEM Yalle HECKOSb-
KUX TeHOB W /11 CBOEro MposBfieHNs TPebyroT Bms-
HUA (PAKTOPOB BHELLHEN cpefpl.

K Haubonee yacTto BCTpevatoLumcs MynbTU(aK-
TOopUa/ibHbIM 3a60/1€BAHUAM OTHOCATCS: OCTpas pes-
MaTuyecKas NMXopagKa, ueMmyeckas 601e3Hb cep-
Jua, nepeuyHas apTepuanbHas rmnepTeH3us, anuen-
CYSi, MATPEHDb, S13BEHHAs 60/1e3Hb, LIMPPO3 NeYeHw, He-
cneunmnyecknii A3BeHHbIN KOAWT, caxapHblil anabeT,
OpoHXxmanbHas acTMa, ncopuas, LWmnsogpeHuns nap. Mpu
nepeyncneHHbIX 601e3HSAX U3 MOKONEHUS B NOKOSEHNE
nepeaaeTcs NpeLpacnofioKeHHOCTb K OnpejeneHHo-
My 3a60/1€eBaHMIO.

MynbTuhakToOpUabHbIE 60M1E3HU NPY BCEM KX pas-
HOOOpa3nM UMEKT HEKOTOpPbLIE 06LLME YepThl:

1 Bbicokas vacToTa B nonynauuu.

2. HecooTBeTCcTBUE HacnefoBaHWA 3aKoHaM MeH-
nens.

3. CyluecTBOBaHME KINHUYECKUX (JOPM OT CKPbI-
ThIX CYyOK/IMHUYECKUX [0 PE3KO BbIPaXXEHHbIX NPOsiB-
NEHWA.

4. bonee paHHee Hayano 3ab0neBaHWs U HEKOTO-
poe ycuneHue KAMHUYECKUX NPOSBEHWNIA B HUCXOAS-
LLIMX MOKONEHUAX.

FeHeTUYeCKUiA NPOrHO3 NPU MyNbTU(AKTOPUASb-
HOM TUMe HacnefoBaHWA 3aBUCUT OT CeaytoLLmX hak-
TOPOB:

1) yacToTbl BCTpeyaemocTU 3a601eBaemMoCTU B
nonynauuu (4em pexxe BcTpeyaeTcst 601e3Hb B NOMy-
NAUMK, TEM BbILLE PUCK BO3MOXHOCTU 3ab60/1eBaHNS
AN pOACTBEHHMKOB NpobaHaa);

2) cTeneHW BbIpaXXeHHOCTU 60n1e3HM y npobaHaa
(4em oHa Bbiwe, TeM 60MbLUE PUCK pa3BUTUA Bones-
HM Y POACTBEHHUKOB, TaK KaK TSXKECTb 3a60/1eBaHNs
onpegensieTcs cymMmapHbiM 3geKToM 6onee yem
O[lHOTO reHa). Hanpumep: YenoBek, NONYYMBLLNIA ABa
reHa, OT KOTOPbIX 3aBUCUT apTepuasibHas runepTeH-
318, MOXET UMeTb Goee TsHKeNyro cTeneHb 3abone-
BaHMA 1 B [iBa pa3a 60/bLUYH0 BEPOATHOCTL Nepegayn
MaTosI0rMyeckoro reHa noOTOMCTBY;

3) cTeneHW pPoOACTBa C NMOPaXEHHbLIM Y/IeHOM ce-
MbM, TaK Kak 3TO onpefensieT yncio 06LMX reHoB y
[aHHOr0 YenioBeKa ¢ 60JbHbLIM.

Hanbonbliee yncno obwmx reHos (100%) nmeer-
CS1'Y MOHO3MTOTHbIX 6/1M3HEL0B. Pasnuuuns B peHOTH-
Me Yy HWUX MOryT BbiTb BbI3BaHbl TONLKO (hakTopamu
BHELLUHEN cpefbl, NO3TOMY O/M3HELIOBbLI METO[ SB-
NAeTcs BeAyLMM B ONpefeneHnn poain HacneCcTBeH-
HbIX U CpefoBbIX (DAKTOPOB B PasBUTUMN My/bTU(aK-
TopuanbHbIX 3a601eBaHUIA.

Kaxablii poauTens nepejaeT cBoemy pebeHKy
MOIOBMHY CBOEr0 XPOMOCOMHOI0O Habopa, T.e. Noso-
BUHY FE€HOB; 3aTEM C KaX[bIM HOBbIM MOKO/IEHNEM Y
MOTOMKOB YMC/I0 TEHOB, OAMHAKOBBIX C KaKUM-TO 00-



NEKUNN 1 o63opbil

Ta6nuya |
OG6LYHOCTb TEHOB Y POACTBEHHWKOB pasHbIX CTeneHel poacTea

CreneHb poacTsa MokasaTenb 06LHOCTN

reHos

MOHOBMIOTHbIE GMBHELII 100% (1,01
| crereHb pogam (poguTen-OeTv, PopHbe 50% (1/2)
Gparbs-CecTpbl)

Il cTeneHb poAcTsa (4AaW, TETU - TVIEMAHHVKK, 25% (1/4)
FEOYLUKY, GABYLLKM - BHYKV)

11l cTeneHb poacTea (4BOHOPOSHbIe GpaTbs - ce- 12,5%(1/8)
CTPpbl, NMPpababyLLK/ ® MpageayLLKy, MpaBHyKA 1

MpaBHYHKIA)

IV cTeneHb poacTea (TPOHOpPOaHble Gparbs - ce- 3,125% (1/32)
CTpb)

WM MpekoM, YMeHbluaeTcs BABoe. Yem 60sbLue
06LWMX reHoB, TeM 60/bLUe BOSMOXHOCTb O4HOTUN-
HOrO BAWSHWSA ABYX MAM 60/ee MaTonornyeckux re-
HOB, €C/IN OHW 6bINM y 06LLero npeaka. MoaTomy BaXXHO
OLEHUTb CTeneHb POACTBa C OO/bHbLIM, T.e. YMCMO
061X reHoB.

Mpy aHaNM3e POLOCNOBHBLIX PUCK MPOSABNEHNS 3a-
60neBaHns BeIMK Npu 60n1e3HN poacTBeHHUKOB | 1 I
cTeneHelt pogcTsa. Mpu HannumMm 60n1e3HM cpeam poa-
CTBeHHUKOB |ll cTeneHn pPOACTBa PUCK MOXET pac-
CMaTpuBaThCs Kak yMepeHHbI. EguHUYHLIE, cnopa-
Anyeckue cnyyam 60ne3HU cpean POLACTBEHHUKOB IV
1 60nee JanbHUX CTENEeHeil yKasbiBaloT Ha Manyto
CTeneHb PUCKA.

4. Yucno 601bHLIX POACTBEHHUKOB TakKXe onpe-
Jenset NporHo3 Ana npobaHga (4em 6onblie B po-
[OCNOBHOW 60/bHbIX, TEM BbIlE PUCK NPOABIEHUS
6onesHu).

5. B cnyuae pasHuLbl B YacToTe 3a60/1eBaHNs Mo
nony puUcK Ans POACTBEHHMKOB BblLLE, eC/in NpobaHs
OTHOCUTCH K MEHee MOpPaxXeHHOMY Tofy.

TakK, B [IBYX CEMbAX, OTATOLWEHHbIX A3BEHHOW 60-
Ne3HbIo Xenyaka (prnc.8) 1 nveroLwmnx no asoe fetei
PasHOro nona B Kaxol CcemMbe, BEpOATHOCTbL Mepe-
Jayv reHa oguHakosa ans oboux getein (1/2), Ho Be-
POATHOCTL 3a60/1eTb 60MbLUE ANA NNLL MYXXCKOT0 Nosa,
T.K, 3BeHHas 60/1e€3Hb OTHOCUTCA K 3a60N1eBaHUAM C
NPenMyLLeCTBEHHbIM MOPaXKEHWEM JINL, MY>XCKOro
nona. Ecnu >xe cpaBHUTL TaKyr BEPOATHOCTb MeXAay

1 A1l 6

Puc: 8. dparmeHTbl pO4OC/IOBHbIX ceMbU (8, 6)
CSILUHHOI. 60N1E3HbI0 >KenyaKa

CbIHOBbAMM [BYX CEMEii, TO OHa Bbille B NepBOI ce-
Mbe (a), TaK KakK 3BEHHOI 60/1e3HbI0 3[eCb CTpaja-
eT XXEHLWMHA, T.e. B JaHHOM cny4yae 60MbHON poau-
TeNb OTHOCUTCA K MEHee NMOpPaxXeHHOMY Mony.

OCHOB) OLIEHKM pU1CKa Mpu MybTU(AKTOPUaNbHO
MaToNorM COCTABMAIOT IMMNUPUYECKIE JaHHbIE O NO-
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Tabnmya 2
OMMUPUYECKNIA PUCK NPU HEKOTOPbIX MY/IbTU(haKTOpUaIbHbIX
3abo0neBaHUAX

1 Swrencom - 3F12%
2. LLimodpeHmst:
€c/ 60/IeH OfYH VB poauTeENen - 1%
€c/v 60rbHbI 008 POAVITESH - 40%
47151 C1BCOB B CrIOPAVHECKIX CTyHasx - 12520%
3. BINC v mMarvcTparisHbIX 0ocy/IoB - 25%
4. Onyxorb Bubvca - 5%
5. PaK MO/oHHOM »eresbl - 6™
6. MAMIOPOCTEHOS: My>UMHBI, MEHLLYHbI - %nd%
7. PeBvaTOHBIA @pTpUT - 5%
8 CvicTemHas KpacHas BOMHaHKa - 2-10%

9. ATOMVHeCKWA SepvaTvT - 16%
10.Mcopvies:

4yt JeTei rpoGaHa - 2%
;.4 cvbcoB - 1%

. 11..5BBeHHasn 6oresHb »enyaKa - 15%
12.yxoTa HesicHoin 3TVoMnorn - 1%
13.HeocroyHeHHas MYOMV S BbICOKO CTEEHIA:

[ JETein N cvbcos - 10:15%
14. Kocorsiasve r- 10-15%

NYNSLMOHHOA 1 CEMEMHOM YacToTe Kaxaoro 3abone-

BaHNA WKW NOpPOoKa pasBuUTuA.

Takwne Ta6}'II/IL|,bI COCTaB/ieHbl AnA 60NbLUMHCTBA
MYNbTU(PAKTOPUIbHBIX 3a60n1eBaHN U MOPOKOB.

lMpoBoaa aHanM3 POLOC/IOBHbLIX, MOXHO BbIABUTL

Ny, TEHETUYECKN NMPeAPacnosioKEHHbIX K TOMY WU

MHOMY 3260/1€BaHNI0, 3TO NO3BONUT 3NHEKTUBHO MpPO-

BOAUTbL NeyebHO-NPodUIaKTUYECKMe MeponpuaTus,

Hanpas/ieHHble Ha npeaynpexxaeHne pasButua y HUX

naTonormun. Tak, Npu HaNMYUM NePBUYHON apTepranb-

Hoi rMnepTeHsnmn y ogHoro Ys pO,CI,MTeerf/'I, Heobxoau-

MO C paHHero Bo3pacTa KOHTPO/INpOBaTb YPOBEHb ap-

TEPNANbLHOIO AaB/IEHNA Y AETQM, B I,L'l,a!'lI:H(:,‘I‘/JILLIEM pe-

KOMEHA0BaTb UM LLAASLLINIA pexxum (usberatb He-

PBHbIX 1 (PU3NYECKUX Neperpysok, yr|0Tpe6neHV|e an-

KOrons, KypeHus v 1.4.). B Taknx ceMbaxX pekoMeH-

ayeTtca cobnoaeHne peXxuma fHs, yBenmyeHne gpusn-

YecKoli aKTMBHOCTU 3a CYeT YMEPEHHbIX (pI/I3I/ILIeCKI/IX

Harpysok, ayToTpeHWHr, orpaHnyeHne npuema nosa-

pEHHOIZ conu, HopmMmanusalusa Macchl Tesa npu ee No-

BblLLEHNN W OP. BbINosHeEHNE 3TUX DEKOMeH,U,aLLMﬁ c

paHHero Bo3pacTa OKaXKeT 61aroTBOPHbIA 3dhheKT Mo

npouNakTUKe pasBUTUS NEPBUYHOW apTepuansHOiA

FMNepTeH3nn.

Takum 06pasom, aHann3 CEMEMHbIX AaHHbIX C Lie-
b0 BbIABNEHNSA TPYMN INL, «YTPOXaeMbIX» N0 MY/lb-
TUhaKTOpUanbHbIM 3a601eBaHNAM, BaXKHOE K nepc-
NeKTUBHOE HamnpassieHe B r|p0¢)VIﬂaKTVIl-IECKOI7I megun-
LMHe.
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