CuenneHHoe € NoJsiIoM HacnepoBaHue

KaK MosoBble XPOMOCOMbI MEHAIOT MNMepenavy npmnsHakoB




[lonoBble XPOMOCOMBDI
N HacnegoBaHue Np3HaKoOB

Y yenoBeka noJs onpenensgerca napom X n',
HO MMEHHO 3T XPOMOCOMbI HECYT U pad APYrmx reHoB.
[To3TOMY HEKOTOPbIE MPU3HAKK pacnpenengarTcy

Mo rnosly HepaBHOMEPHO N MNnepedatoTCH Mo OCo6bIM
3dKOHOMEPHOCTAM.




UTO Takoe cuernjieHHoe C noJyioM HacnegoBsBaHume

eHbl B NO/TOBbIX XpOMOCOMaX

CuensieHHbIM C MoJ1IOM HAa3bIBAlOT HacegoBaHMe NPEN3HaKOB, N'EeHbI
KOTOPbIX PaCrosiIoXXeHbl B X- UK Y-XpoMocoMax. Mx nepenavda
NMNOAOYHNHAETCH MNMpaBujiaM, OTJTIMHYHDBbIM OT HacJ1ledOBaHNA T’eHOB
dyTOCOM.

OCo06eHHOCTb X-XPOMOCOMBbI

Y >XeHLUMH OBe X-XPOMOCOMbI, @ Y MY»XYMH TObKO ofgHa. Noatomy
X-CLEenNeHHble MPU3HAKM MOTYT MPOABAATbCA MO-Pa3HOMY

y NpeacTaBUTENEN Pa3HbIX MOIOB M YacTo BbIrMagaT
HECUMMETPUYHO B POOOC/TOBHbIX.

Ponb Y-XpOMOCOMbI

[eHbl Y-XpOMOCOMbI €CTb TOJIbKO Y MYX4YNH. TakMe NpmM3Haku
rnepedarloTCd CTPOINo OT OTUa K CbiIHY M HE MOTYT NepexognTb
Hepe3 XeHLWMH, NMNOCKOJIbKY OHWN HE TOJ1yHatloT Y-XpOMOCOMy.

NoyeMy 3TO BaXXHO

Pasnmume B Ymncrie 1 cocTaBe MoSI0BbIX XPOMOCOM OeflaeT
HacnegoBaHME TakMX MPU3HAKOB OCOBEHHO HarnaaHbIM. [1o HeEMY
YAOOHO aHanMM3npPoBaTb POAOCIOBHbIE M OOBACHATb, MOYEeMYy OOHU
60/1e3HM BCTPEeYatoTca Yalle Y Mallb4yMKOB.



OCHOBHbI€ TUNbl HacneaoBaHUSA, cBA3aHHbIE C MNONTOBbIMU

XpoOMOCOMaMM

CpaBHeHme MNOKa3blBaeT, N'Ae PacCrioJjioxXeH reH,
KaK MPOABJTIAETCAH NMPMN3HAK U T10 KaKoW NTMHUU
OH rnepenacTCH.

B LUKOMNbHbIX 3a4a4ax Yalle Bcero pasbunpator X-
cuenneHHoe peLeccnBHoOe HacnegoBaHmMe, MoTomMy
4YTO OHO Hambosiee 3aMeTHO B POOOC/TIOBHbIX

M Nydlle BCero rnoka3sblBaeT BNAHME MOSTIOBbIX
XPOMOCOM.

Tvin feH NposiBNneHue Nepepava
X-peLueccmBHoe X Yalle MY>XYMHbI yepes MaTb
X-OOMMHAHTHOE X ob6a nona OT Ntoboro poanTens
Y-cuenneHHoe Y TOJTbKO MY>KUUHbI OT OTLA K CbIHY

LLIKkonbHaga reHeTnKa, ob6o6LleHMe Mo TUMNam cueriJieHHoOro C rnoJioM HacjiegoBaHWMA




NMouemy npum X-
peLeCcCUBHbIX NMPU3HaKaxX
Manb4yUKM 60e10T YaLue

1. OaHa X-xpomMocoma

Y ManbymhKka ogHa X-XpoMoOCOoMa, MO3TOMY peLecCcrBHay

MyTaLUMa B HEW Cpa3y nposaBndaeTca B peHoTune. Btopon

KONMMKM reHa, Kotopaa Mora 6bl KOMMNEeHCUPOBaTb AePeKT, —
Y HEro Her. —

2. Be X-XpOMOCOMbI Y AeBoYeK

Y 0eBOUYKUN OBe X-XPOMOCOMbI, M HOpMaJlbHaga annesnb

BO BTOPOW U3 HMX YaCTO NOOJaBNaeT AeNCTBME MYTaHTHOWN.
[NToaTOMY 601€3Hb MOXKET HE MPOABAATLCA, AarXKe

eCnM N3MEHEHHbIN reH NPUCYTCTBYET.

3 HocurtenbctBO 6e3 CMMNTOMOB

XeHLWWHa HepeaoKo CTaHOBUTCA HOCUTENbHULEN: OHA
nepenaeT MyTaHTHbIM annenb OeTAM, HO BHELlHe caMa
300Pp0Ba. IMEHHO MO3TOMY MPU3HAK MOXET «MPOMYyCKaTb»
MoKoneHue.

4. PoaoocnoBHbIe 3TO NoATBepXAaloT

B ceMbax ¢ X-peLecCMBHbIM HacnegoBaHMeEM cpeamn 60nbHbIX
O6bIYHO 6OMbLLIE MY)XUMH, @ YXEHLLUMHbI Yallle BCTpe4datoTCH
KaK HOCUTESTbHULLbI. 2TO XOPOLLO BMOHO Ha cxeMax
POOOCOBHbIX M MapHbIX KapuMoTunax XX mn XY.




Nepepava X-cuenneHHoOro peueccuBHOro nNpn3HakKa

Tpu TUNUYHDbIE CeMeMnHble CUTyaLuu Npu nepegavye MyTaHTHOM X-XpPOMOCOMbI

» Y-xpomocoma
BEEE—
MyTaHTHbIN X
— y CblH
€CJIN CblH
OTteL, 60neH 50%
Jeflava —
PebeHok?
MaTtb-

HoCcUTeNnbHULA 50% »  3p0poBHbIt X




. Cxemartuyeckasi yactoTta

My>XUMHBI YXKeHLWMUHBI YKeHLWNHbI-HOCUTETbHULGI

CxeMaTmyecKoe npefcTaBneHre 3aKOHOMePHOCTeM X-CLEM/IeHHOMo PeL,eCcCUBHOIo
HacnegoBaHug




Knaccumuyeckue npumMmepbl X-cuensieHHbIX NTPU3HAKOB Yy YesfioBekKa

é

femoobounma AmB

2TO HacNeaOCTBEHHblIe HapyLUEeHUS
CBepPTbIBAaHUA KPOBW, CBA3aHHbIE
COOTBETCTBEHHO C pakTopoM VI
N daKTopoM IX. Nprn3Hakm
OCOBEHHO Ba)XHbl B reHeTuMKe,
MOTOMY YTO XOPOLLO
OEMOHCTPUPYIOT X-CLenJIeHHYIo
nepenauvy.

O

OanbToOHU3M

Yalle Bcero peyb noet

O HapyLeHNax pasnmnyeHmsa
KpaCHOro mn 3e/1eHoro LBETOB.
Takon npmnMmep yoobeH

019 aHanm3a pPoaOC/TOBHbIX,
MOCKOJ1IbKY MPU3HaAK MOYXET
NnepenaBaTbCa Yepe3 XKeHLLMH-
HOCUTENbHWLI.
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Y4ye6Hble poaoC/IOBHbIE

IMEHHO Ha NpuUMepax reMoPuInm
M 0aNbTOHM3Ma YOOOHO O6bACHSATD,
noyeMy 60/1bHOM OTEL|,

He nepenaeT X-CuenjeHHbIN
MPW3HaK CbIHY, HO MOXXET nepenaTb
ero go4depsaMm.



NIbCTBO U CNOCOObLI BbisBNeHMUAa HacneacTtBeHHOro

1. 2. 3.

4TO 3HAUUT HOCUTEJIbCTBO KaK BbiABNAIOT PUCK 3a4yeM 3TO HY)XXHO ceMbe
HocuTenb MMeeT MyTaHTHbIW annernb, 149 oueHKN pUCKa aHanM3npyroT Takag MHPopMaLmMsa No3BONAET

HO BHELWHE NMPUN3HAK HE TPOABJTAETCH. ceMenHbIn dHaMHeE3, CTPOAT 3apaHee OUEHUNTb BEPOATHOCTb

Hna X-cuenjieHHbIX peLeCcCUBHbIX POOOCMOBHYIO M MPU HEOBXOANMOCTU poXxaeHna 601bHOro pebeHkKa,
MNPEN3HaAKOB HOCUTEJIbHNUaMI Hallle NCMOJIb3YKOT MOJIEKYJTAPHO- Bbl6paTb MNPaBNJIbHYHKO TaKTUKY
OblBatOT XEHLWWMHDI, MOCKOJIbKY BTOPLAH reHeTn4YecKMe MeToabl. 9TO MOMOraeT Ha6ﬂ+0£l,eHl/lﬂ N TpPn HeO6XO,£I,l/IMOCTl/I
X—XpOMOCOMa MOXeT MNOHATD, €CTb JTM B CeéMb€& CKPbITad HalpaBnTb CEMbIO Ha NreHeETNYECKOE

KOMMEeHCUPOBaTb AepeKT. MyTaLua. KOHCYIbTUPOBaHME.




BepoaTHOCTU ANA CeMbMm, rAe MaTb — HOCUTEJIbHULLAQ, A OTeL,

3,0pOB

BapuaHT feHoTUN BepoATHOCTb
300pPO0BbIN CbIH XAY 25%
BonbHOW CbIH XaY 25%
300poBagd Oo4b XAXA PASY o
Ioyb-HOCUTENBbHULLA XAXa PASY /o

MooenbHoe cKpelumBaHme XAX23 x XAY, MCNOJSIb3yeMoe B LLUKOJTbHOW FreHEeTUKE

[1pU CKpeLmMBaHUM XAX2 x XAY KaXKO bl MCXOO MMEET
CBO O0/110 U 3aBUCUT OT TOTO, KaKyto X-XpPOMOCOMY
NONy4YnT pebeHOoK OT MaTepu.

Y ManbyuMKa Npu3HakK onpegenaeTcad MaTePUHCKOM X-
XPOMOCOMOM, MOTOMY YTO OT OTLLa OH nosyyaeT Y-
XpoMocoMmy. [MO3TOMY MMEHHO reHOTUMN MaTepn
KtoYeBbIM 06pPa30M BNUAET Ha PUCK OJ19 CbIHOBEN.
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Koraa npusHaK MAET TOJIbKO MO MY)XXCKOM JIMHUU

Cnen B poaoC/IOBHOM

Horga Npr3Hak NoaBIaeTCca TONbKO Y MY>XKYMH OOHOM
CeMbM U CNNOBHO «MepernpbirMBaeT» Yepes WeHLLMH.
Takag KapTHa 0COBEeHHO 3aMeTHa, Koraa OT OTL,.a K CbIHY
nepenaértca oaunH M TOT e HacneayeMblil BapUaHT,

a B YXEHCKOW BETBM OH He MpoaBaeTca.

NoyeMy XXeHLIMH 3TO He KacaeTcH

[eHbl Y-XPOMOCOMbI ECTb TOJTbKO Y MY>XYMH, MOSTOMY
YXEHLLMHbI HE MOTYT 6bITb HYM HOCUTENbHULIAMN,

HWY nepegatTymkaMm TaKMX MPM3HaAKOB. B pogoCcnoBHOM
STO CO3[AET YETKYHO MYXKCKYIO LIEMOYKY, FOe Ka)Xabln
cnegyrLumnm HoCcUTeb MPU3HaKa CBA3aH C npeblayLinm
MO OTLLOBCKOW NTMHUMW.

PeaKuKn, HO NMOKa3aTesIbHbIU Crly4vyau

Y-cuenneHHbIX reHOB HEMHOTO, MOTOMY YTO cama Y-
XPOMOCOMa MaJsia U COAEPYXKUT Masio reHETUYECKOro
MaTepwana. [o3ToMy B y4ebHOW reHeTuKe Takmne
MNpUMepbl BCTPEYatoTCs peaKo, HO MME@HHO OHU HarnmagHo
MOKa3blBalOT, KaK PacrosIoXXeHMe reHa BANAeT Ha cxemy
HacnegoBaHUA.

i



. X-cuenneHHble ~ Y-cUemnJeHHble

YcnoBHaqa yuyebHasa agmMarpaMMa Mo COOTHOLLEHUIO FreHOB Ha MOJ/TOBbIX XpoMocoMmax; 2025




IHna X-cuenneHHoro AOMMHaHTHOIO HacneaoBaHUA

w w OOCTaTOYHO OOHOWM MYTaHTHOW annenm, mosToMy PUCK
neTeM 60” bHOM MaTepM nepenaym npu 607bHOM MaTepPU 3aMETEH YXKe

MoryT yHaCHGHOBaTb B Ka>XOOM TNMOKOJIeEHUNWN.

NMPU3HAK NMPU KaXXxaou
6epeMeHHOCTM.

LlIkoribHQSA reHeTMKaA: cxeMbl X-cLUern1eHHoOro AOMMHAHTHOIro Hac/1e4oBAHWS
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Kak aHanusnpoBaTb poAoOC/IOBHYIO NPU cLen/eHUM C NoJsiomM

ANropuTtM NocCTpoOEH No Nnpu3sHakaM nepenayum B NOKONIeHUAX U No nony 3a6oneBLINX

ecnv ga

CPaBHUTb

™~ %"\c.,\_ 14
.




[loyeMy 3TO BaXXHO ANl MeAULUHDI

f[eHeTUn4YecKoe KOHCyNnbTUpoBaHUe

Bpay noMoraeTt ceMbe NMOHATb, KAKOW TUTT
HacnegoBaHMA BEPOATEH, M OOBbACHSAET,

KaK pacnpenenaerca pUcK a4 oyayLmx getem
C YYETOM MoSia N CEMEMHOro aHaMHe3a.

NMonckK HocuTenbCTBa

MonekynapHo-reHeTn4yeckme nccnenoBaHmg
MOMOratoT OOHAPYXKUTb CKPbITOE HOCUTENbCTBO,
KOrga YenoBeK caM He 60o/eeT, HO MOXET MepenaThb
MyTaL,MIO MOTOMCTBY.

OueHKa pUucka

PogocnoBHaa U pe3ynbTaTbl aHaIM30B MO3BOMIAIOT
TOYHEE OLLEHNTb BEPOATHOCTb POXKAEHUA PebEHKA
C HacneacTBEHHbIM MPU3HAKOM U BblOpaTb
nooxoodawmm oo6beEM HabogeHUS.

NMpodunakTmka v paHHee BbiiBJIeHUe

Ecnun pucK M3BeCTeH 3apaHee, CEMbIO MOYXXHO
HaMpaBUTb Ha 0b6cnegoBaHMeE paHblLUe M BOBpeMd
3aMeTUTb 3aboneBaHMe UK ero NepBble MPU3HaKKU
Yy pebeHkKa.

S



CpaBHeHMUe TpPpEeX TUMNOB Hac/leAoBaHUSA

KpaTKaq Tabnnua NnomMoraetr YBWNLOETD,
KaK JIOKaliM3auln4d reHa MeHAET My Tb nepenayu
NPEM3HakKa N HalTlMdyne HOCUTESIbCTBaAa.

[MaBHOE pa3nunume 3a0aéT He caM NPU3HaK, a MecTo
reHa: MMeHHO OHO ornpenensaeT, KTO MOXeT 6oneTb
N KaK NOET nepegada Mexkay MoKoNeHMaMu.,

Tvin fne reH Nepepaya OoT OoTLA K CbIHY
X-cuenneHHoe X-XpoMocoMa HeT

Y-cuenneHHoe Y-XpoMocoMa aa

AYyTOCOMHOE ayTOCOMbI BO3MOXHO

O6006LeHMeE LLKOMbHbIX npaBwWJ1 HacsiegoBaHW4A MO MoJioBblIM M1 ayTOCOMHbBIM XPOMOCOMaM
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SKUNX

1. HacneacTtBeHHbIU cnepf

[feModunma cTana ogHUM U3 CaMblX M3BECTHbIX
NnpuMepoB X-CLLeMIeHHOIo PeL,ecCUBHOIo
HacnegoBaHMA. B MCTOpUYECKUMX OMHACTUAX MPU3HaK
YaCTO MPOABAANCA Y MY>KUUH, @ YXEHLLMHbI MO BbiTb
CKPbITbIMU HOCUTENbHULLAMM.

PoaoocnoBHbIe KaK AO0Ka3aTeNnbCTBO

CeMelrHble MTMHUN €BPOMNENCKNX MOHAPXMM XIX-XX
BEKOB MOKa3sanm TUMMYHYIO CXeMy nepegaydm yepes
YKEHLUMH 6€3 BHELLIHMX NPOABAeHNIN. IMEHHO Takne
POOOCIOBHbIE YOOOHO NCMOMb30BaTb Ha YPOKaX

KaK HarMgOHblM reHETUYECKUMI MPUMep.

3HauyeHue ANng Hayku

IcTopuyeckme criydam MOMOIM CBA3aTb KIIMHUYECKMe
HabnoeHna ¢ 3aKoHaMKM HaceaCcTBEHHOCTW.
Bnarogoaps M ctano npoLle o6bAaACHATb, MoYeMy O Ha
1 Ta YKe MyTaL Mg MOXKET O0JITO COXPaHATbCH B CEMbe

1N MPOaBNATbLCA Yepes MoKoeHue.

-
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Unax poanTteneu

| 3popoBbie pogutenu  MaTb-HOCWTENbHULA
BonkHoi1 oTey,

BO/IbHOM CbIH [lovb-HOCUTENbHNMLA 3/10poBbLIii pebeHok

LLIKOMbHblEe CXeMbl HaclegoBaHMA MO X-XPOMOCOME, YCNOBHbIE BEPOATHOCTU




Ha ypoKax reHeTUKM MMEHHO 3TN OPUEHTUPDI
MOMOTaoT OT/IMYaTb X-CLEerNIeHHbIN TUM

OT ayTOCOMHOTIO 1 MPaBU/IbHO CYMUTATb BEPOATHOCTb
nosaBneHmsa 60/1bHOro pebéHKa.

LLIKOTbHBIV KYPC 6MOIorim, pasanes «[eHeTnKa»




CuenneHuve C NOJIoOM aenaeT
HacneanosaHue 3aMeTHbIM

PacnonoyxxeHme reHa B X- Unu Y-XpOMOCOMe MEHHAET BCHO CXEMY
rnepeaydyn rnpm3Haka. |_|O3TOMy OAHUN MYyTauWM HYallle BCTPEYalkOTCH

Y MYXHYWNH, a Apyrme crelyroT CTpOro rno My)-I-(CKOl;I JTIMHNIN N TIOMOTIakoT
TOYHO aHaJIM3NPOBaTb POOOC/TOBHbIE.



