[eHeTUuKa nona
N NPU3HAKMN,
cuenneHHblIe C NoJIoM

KaK MnosioBble XpPOMOCOMbI BJTIMAKOT
Ha HacJieoBaHWE MNMPMN3HaKOB.




3a4yeM 3HaTb reHeTUKY noJsa B 9 Knacce

Y yenoBeka 46 XpoOMOCOM, N UMEHHO MOJOBbLIE
XPOMOCOMbI MOMOTatOT MOHATb, MOYEMY OOHMU
HacneacTBEHHbIE MPU3HAKM Yalle NPosBIAOTCS

Yy MaJibldMKOB, a Apyrme — y geBodyek. Ha nx npunmMepe
YyOOOHO M3y4yaTb HacnegoBaHMeE, HOCUTENBCTBO U POIb
MyTaLu B 60MEe3HN 1 POOOCTOBHOMN.




'lonoBble XPOMOCOMbDI YesioBeKa

Pa3HbiK pa3sMep MHoro reHoB Ha X

Ha X-XpoMOoCcoMe NU3BECTHO
oko1o 800-1000 reHoB.
Bonbliaga nx 4acTb

He CBA3aHa TOJbKO

X-XpoMoCcoMa KpyrHee Y-
XPOMOCOMbI N COOEPKUT
3HaYUTENbHO BoNbLLe
reHoB. [103TOMY OHa BNmMaeT
He TO/TbKO Ha MOJIOBYHO
NPUHaAOEXHOCTDb,

HO M Ha PaboTy MHOIMX
OPraHOB M TKaHeW
opraHusMa.

C NOJ10OM, a y4dacCTByeT

B CaMbIX Pa3HbIX MNMpoueccax
HKU3HEOEATEJIbHOCTI
HeJioBeKa.

He6onbLiaga Y-
XpPOMOCOMa

Y-XpoOMOCOMa COOEePXXNT
NMANLLBb HECKOMBbKO OECATKOB
reHoB. Cpeaun HMX eCTb
reHbl, HeobxognMble

0719 MY>XCKOIO pPa3BUTUS

N POPMUNPOBAHNSA
crepMaTo3omMaos.

He TonbkKoO non

[ToNnoBble XPOMOCOMbI
onpenensatoT NoJ
OpraHmM3ma,

HO M OCOBEHHOCTM
HacnegoBaHMA HEKOTOPbIX
NpPn3HaKoB. IMeHHO
MO3TOMY UX N3y4aloT
OTOE/TIbHO OT ayTOCOM.

OcHoOBa pa3nnumm

Pa3Hoe KOMmM4ecTBO reHoB
B X- U Y-XpOMOCOMaXx
OODbACHSAET, MoYemy
cLern/ieHHble C MOJSIOM
MPU3HAKKM HacneOyTca
He TaK, Kak 60MbLUMHCTBO
OObIYHbIX MPW3HAKOB.



Kak onpepenserca 6MonoruyecKum non

Aunueknetka n X

Kakaoasa amruekIeTKa HECET TONMbKO O4HY X-XPOMOCOMY. 3TO
MOCTOAHHAsA YaCTb HAcNeOCTBEHHOro Habopa CO CTOPOHbI
MaTepu M OCHOBa O/14 byayLen KOMOUMHaLMM XPOMOCOM

Yy pebéHKa.

I Ba BapuaHTa cnepMaTto3oumaa

CnepMaTto3ong MOXXET HECTU NTNBO X-, NMOO Y-
XPOMOCOMY. UIMEHHO OT HEro 3aBUCUT, Kakas MosioBad
KOMBUMHaLMa obpa3syeTca npum ornogoTBOpPEHUI.

KoMbuHauma XX

Ecnn anuekneTka coeamHAaeTca Co CcrnepMaTo3onaom
Cc X-XpoMocoMom, obpasyetca Habop XX. B TakoMm
Cny4ae pa3BMBaAETCA XEHCKNN OPraHM3M,.

KoMm6buHauumsa XY

Ecnun K anuekneTke npuncoegmHaeTca cnepmato3ons,
C Y-XpoMocoMomn, obpa3yeTca Habop XY. B Takom
cflydae pa3BMBAETCA MYXXCKOM OpPraHM3M.




KakK HacnepyeTca npu3sHak, cuernjsieHHbIU ¢ X-XpOMOCOMOMU

CxeMa NnokasblBaeT NyTb NMNPM3HaKa OT Nr’eHa B X-XpOMOCOMe HO €ro rNnpodBJieHNA B CEMbe.

HacnegoBaHue

[Mepepnava
yepes
poanteneun

—m—

>

Y neBoYku gse
X

VAYEN
ogHa X

M eCTb HOpMaJibHaA Korl nepenada

nepenada

€CNN FreH N3MEHEH




UTO O3HaYaeT cuensieHme C nosiom

eH B NO/1I0OBOUN XpOMOCOMeE

CuenneHHbIM C MOJSIOM Ha3blBatOT MPU3HAK, €C/IN ero reH
HaxoaunTca B X- nnm Y-xpoMocoMe. TaKoe pacnosioxeHmne
Cpa3y genaeT HacnegoBaHMe 0COBEHHbIM N OTTNMYHbIM
OT OObIYHOTO.

Yawie nsyvalort X-cuenneHume

B LLUKOSIbHOM BUMOMOIMUM Yalle paccMaTpMBatoT X-cLUen/ieHHble
MPU3HAKW, MOTOMY YTO X-XPOMOCOMa COAEPYKUT MHOIO reHoB.
Cpelun HMUX BCTPEeYatoTca U NonesHble, U USMEHEHHbIe
BapUaHThI.

He KaK y ayToCcOM

AyTOCOMHbIE MPU3HAKWM HacnenyTcs Yepes obbldHble
XPOMOCOMbI M OBbIYHO HEe 3aBUCAT OT Mosia Tak 3aMeTHO.
Ona cuenneHHbIX MPU3HaKoB BaXXHbl MMEHHO MoJiIoBble
XPOMOCOMBI.

Pa3Hbiu 3P PEeKT y Nonos

OOUH U TOT XXe& N3MEHEHHbIN FreH MOXXET MPOABIATbCH
MO-pPa3HOMY Y Mallb4yMKOB 1 geBodeK. [primHa B TOM,
CKOJ1bKO KOMUWM 3TOIO reHa y HMUX ecTb.




NoueMy X-cuenjieHHble NPU3HaKM vYaLye
NPOABNAIOTCH Y MAaJIbYMUKOB

I BepoAATHOCTb NPOSAB/IEHUS

2.0 —
1.8 —
1.6 —
IuarpamMmMa rnokasbiBaeT He TOYHYO
1.4+ CTaTUCTUKY, @ TUTTMYHOE COOTHOLLEHME;
19 Npuv OONHAKOBOW MyTaLIMM ManbyMKM Yalle
' OKa3blBaKOTCHA C MposdaB/IEHNEM MPU3HaKa.
1.0 —
5 Y MallbuMKOB PUCK BbllLE, MOTOMY YTO Y HUX
' O4Ha X-XpOMOCOMaQ; y OeBo4YeK Yallle
0.6 COXPaHAETCHa HOCUTENBbCTBO 6e3 CMMMNTOMOB.
0.4 —
0.2 -
0

Manbumku [eBoukun

CxeMaTunyeckoe cpaBHeHWe Mo yd4ebHoMy Nnpumepy




NpumMmepbl X-cuenneHHbIX NPU3HAKOB

n 6onesHen
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NanbTOHU3M

HapyLueHme UBeToolyueHnd Yalle
CBA3aHO C TPYOAHOCTAMMU Pa3JTMHEHNH

KpacHOro 1 3ef1éHoro LBeToB. [pn 3ToM
YeNoBEK MOXET XOPOLLO BUAETb dopMy

npegMeToB, HO MNMyTaTb OTTEHKW.

remodunua

2TO HacnencTBeHHOE HapyLlleHune
CBEPTbIBAaHMA KPOBW. [layxe HeBObLLAS
TpaBMa MOXKET Bbl3blBaTb O/INTESTbHOE
KpOBOTEYEHME, MO3TOMY 3ab0/1eBaAHUIO
yaenarT ocoboe BHUMaHMe

B MeaunLUMHE.

OooweHHa

MbllweyHaa guctpodua [JroleHHa
NPMBOOUT K MOCTENEHHOW CNaboCcTu
MbILULL M OBbIYHO MPOABASETCA

B A€TCKOM BoO3pacTe. OHa 3aMeTHO
OrpaHMYMBaET ABUTaATENbHYIO
aKTUBHOCTb pebEHKaA.

Oo6Lwmm cMmbicn

Bce T npmMepbl MOKa3bIBaKOT, UTO
N3MEHEHME OOQHOIro reHa MOYXeT
HapYyLWWTb paboTy LENoOnN CUCTEMDI
opraHmiama. [loaTtoMy MyTaumm B X-
XPOMOCOME OCOBEHHO BaXKHblI

019 N3y4YeHU4.




CpaBHeHue X-cuenneHHoro u Y-cuenneHHoro
HacneaoBaHUSA

NMpusHak X-cuenneHHoe Y-cuenneHHoe
[Oe reH X-XpoMocoMa Y-XpoMocoMa
KoMy nepepnaéetcsa O6onM nosnam TONbKO CbIHOBbAM
LlIkonbHag reHeTMnKa
X-cuenneHHble NPU3HaKKM BCTPEeYatkoTCH
CpaBHeHMe NoMoraeT YBUOETb, KaK Mo-
y 060UMX MOMOB, HO Yalle NPoABAATCS

Pa3HOMY BeOyT cebq NPEPN3HaKM, CBA3aHHDbIE

Y MaJ1b4 N KOB. Y-cuensieHHble nepenatoTcd
C MNMoJioBbiIMMN XPOMOCOMaMW. v

TOJIbKO MO MYXCKOW JTNMHUWN.




MaTb-HOCUTE/IbHULLA U PUCK AN AeTeun

CblH U pUCK YHaclnenoBaTtb reH

Ecnm MaTb 9BNgeTca HoOCUTENbHUMLEN
M3MEHEHHOIO reHa B X-XpOMOCOME, KaxKdbl
€€ CblH MoJlydaeT X-XpPOMOCOMY TOJTbKO

OT MaTepu. [103TOMY OJ19 CblHA LLUAHC
yHacnenoBaTb MSMEHEHHbIN reH

cocTaBngeT 50%. MMeHHO TakK B ceEMbe MOXET
NOABUTbCA BOTbHOM MasibyUK, OaKe eclin oTel,
300POB.

1o4yb U BO3MOXHOCTDb
HOCUTENIbCTBa

[loyb nony4yaeT Nno ogHom X-XpoMocoMe

OT Kaykgoro pogutend. Ecnm oteul, 300p0B,

a MaTb — HOCUTESNbHULIA, Y OOYEPU TOXKE €CTb
50% BepOATHOCTb CTaTb HOCUTENTbHULIEN.
[MpW 3TOM BHELLIHE OHa MOXXET ObITb
COBEPLUEHHO 300P0OBOM M He MOO03PEBATb

O CBOEM M'EHETMYECKOM CTaTycCe.

NoyeMy BaXxHa cxeMa ceMbu

[10 POOOCNOBHOM UMK PELLETKE [1eHHEeTa
NErKo YBUOETb, KAKMNe OETU MOTYT
yHac1enoBaTb MU3BMEHEHHbLIN reH. TaKou
aHaNM3 NOMOraeT CEMbe 3apaHee NoOHMMaTb
BO3MOXXHbl€ BapWaHTbl M 0OCY»adaTb

X C BPAYOM-FreHETMKOM 6e3 NNLLIHMX Ooragok.
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Y XXeHLWWH gBe X-XpOMOCOMbI, MO3TOMY
300pPO0OBasd KOMMA HePEeOKO CKPbIBAET AeNCTBME
N3MEeHEHHOW. TakK NoaBgeTCa HOCUTETbCTBO
6e3 3aMeTHbIX CMMMTOMOB.

KON X-XPOMOCOMbI
MOTYT KOMMEHCKPOBATb
M3MEHEeHHbIVN MreH

LLIKONBbHbIY KYPC FreHETUKM YenoBeKa; MHAKTMBaLMA X-XPOMOCOMbI OMMCaHa B y4ebHom
eronormmn.

1



TUunnyHaa cxemMa HacneaoBaHusa npu X-
cuensieHHOM NpuUu3sHakKe

P BonbHoii cbiH [ 3po0poBblii cbiH | [loub-HOCUTE/NbHULA

34opoBas 4oub

YuyebHaga cxeMa HacegoBaHMa X-CLUENMEeHHOro NpusHaka npu cKpeLmBaHmMm HOCUTENbHULLbI
N 300P0OBOIO MY>XUYMHbI.

CxeMa OTpaXkaeT KmaCcCUYeCcKnit crnyyau,
KOrda M3MEeHEHHbIV MreH HaXoOaMTCHa B X-
XpOMOCOME MaTepun, a OTeL, HE MMeET
MyTaL MW,

PUCK pacnpenenaeTcs MNOoPOBHY Mexay
HeTbIPbMHA MCXOOaMWN. Y CblHOBeW 60/1€3Hb
MNPOABJTAETCAH Hallle, Y ,D,oqepel?l YaLle
COXPaHAETCH HOCUTEJIbCTBO.




Y-cuenneHHoe HacnenoBaHue

1.

TONbKO MY)XXCKafl JIMHUSA

[eHbl Y-XPOMOCOMBbI
nepenaroTcd CTPOro

MO MY>CKOW TMHUU. OT OTLa
K CblIHY. [1O3TOMY TakoM
MNPUM3HAK HE BCTPEYaEeTCH

Yy OOYEPEN 1N COXPaAHAETCH
TOMTbKO B CEMbSAX, Fae
POXXOAOTCA MasTbUUNKMU.

2.

O4yeHb peaKkmm T™Mn

Y-cuenneHHbIX NMPU3HAKOB
M3BECTHO MaJs1o, MOTOMY YTO Y-
XPOMOCOMa COOEPXKNT
3HAYUTE/TIbHO MEHbLLE NreHOB, YeM X-
XpoMocoMa. B LLKonbHOM

OMonornmm eé paccMaTpmBatoT

KaK peaKuii, HO HarnaaHbIn

NpuMMep HacegoBaHUA.

3.

CBfA3b C pa3BUTUEM MNoOJ1a

Ha Y-XpoMocoMe HaxoOAaATCa reHbhol,
YYaCTBYHOLLME B MY>XCKOM
Pa3BUTUN OPraHm3Ma

M 06pa30BaHMNKM CEePMaATO30MO0B.
[1TO3TOMY OHa Ba)KHa He TOMbKO
079 HacnegoBaHUg,

HO 1 AN POPMUMPOBAHUNA MYMKCKUMX
MPUN3HaKOB.

4.,

YOo6HO ANna poaoCnoOBHbIX

Ecnuv npm3Hak nepenaeTcya

OT OTLLA KO BCEM CbIHOBbAM

M He 3aTparmBaceT Oo4epen, 3T1o
CUNbHbIV MPU3HaK Y-
CLIEMMNEHHOro HacnegoBaHMA.
Takag cxeMa Nerko 3aMeTHa

B POOOC/TOBHOMW.




MowaroBbi aHaAIN3 POAOCSIOBHOMU MNPU CLEnJIeHUU C Nosiom

CxeMa MoKa3bIBaET, KaK MO CEMEMHbIM OaHHbIM onpenesintb TN HacJieoBaHUA MNMPU3HaKa.

] ~3

CpaBHUTb EcTb

CobpaTb
AaHHbIe aHanua Masnbu1KOB nposepka nepegava
POROCNOBHYEO W [leBoYeK OTeL—CbIH? et
A H ' —M—b nepegava ™n

MaTb—CbIH?




[eH, MyTaumna u U3SMEeHEeHUMe Npu3HakKa

YTO XpaHUT reH

[eH HECET MHPOPMALMIO

O CTPOEHMM BenkKa

NN O BPEMEHMWM ero paboTbl. ITa
MHCTPYKLUMA HY>XHa KNETKe,
YTOObI MPaBUbHO BbIMOMHATL
CBOIO PYHKLIMIO

M nogaep»XXmMBaTb PaboTy TKaHM
NN OpraHa.

YTO penaet MmyTauua

Echn B reHe BO3HMKaET
MyTaumd, nocnegoBaTeNbHOCTb
INHK MeHgeTcqa. 13-3a 3Toro
6enoK MOXET CTaTb OPYyrmm

MO CTPOEHUIO, PaboTaTb
cnabee nnm BoBCE

He 06pa30BbIBATbCA.

KaK BO3HUKaeT 60/1e3Hb

Korga 6enoK nepecraér
BbIMOJIHATb CBOKO 3a4au4y,
HapyLlaeTca paboTa KNeTKW.
Ecnm TakKMxX KNeToK MHOro, coomn
3aTparmBaeT TKaHb, OpraH

1 NPOoABAAETCS

KaK HacneacrBeHHoe
3aboneBaHme.

NMoyeMy 3TO BaXXHO
npu cuens1eHuun c nNoJsiomM

Ecnv MBMEeHEHHbLIV MreH HaXoOnTCSH
B X- TN Y-XPOMOCOME,
HacnegoBaHWeE MOET MO OCOObLIM
npaBuMnaM. NNoaToMy OOHUN N Te XKe
MyTaL MM MOIYT MNO-Pa3HOMY
NPOABIATLCA Y MaJ/IbUMKOB

N OEBOYEK.
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3HaYeHue TeMbl Ana MeanLUHbDbI

fTeHeTUK pasébupaeT ceMeuHYI0 UCTOPUIO

Ha npréme Bpay-reHeTnK n3ydaeT poaoC/I0BHYIO M OTMeYaeT,
Yy KOIro MPU3HaK NpoaBnanca paHblue. No aTon cxeme

OH OLIEHWBAET, MOXET N HacnegoBaHMe 6biTb CLLEMNEHHbIM
C MOJIOM, M OBBACHAET CEMbE BO3MOXKHbIE PUCKMN.

Korpa Hy)XeH TOYHbIU PacYeT pPUCKa

Ecnun B ceMbe yyke Oblin cnydam reModunmnm, ganbToHM3Ma

NN MbllLeYHOW anctpodum dioeHHa, BayXHO NMOHATb
BEPOATHOCTb POXKAEHUNA PEOEHKA C TaKMM Xe HapyLUeHUNEM. ITO
MOMOraeT 3apaHee obcyauTb HabngeHMe n obcnegoBaHMe.

HocuTtenbcTtBO 63 CUMNTOMOB

MHoroa »eHLWMHa caMa YyBCTBYeT cebs 30,0Pp0BON, HO AB9eTCH
HOCUTENbHULLEN N3MEHEHHOIO reHa B X-XpOMOCOME.,

Ona MeguuMHbl 3TO OCOBEHHO BaXKHO, MOTOMY YTO MPU3HaK MOXET
HEOXXMOAHHO MPOABUTLCA Y CbIHOBEN.




PacnpocTpaHeéHHble X-cLuenjieHHble
HapyLueHusa

P CpepHnii Bo3pacT BbIsIB/IEHWS

Mbiweuras pncTPO

YyebHble 1 KNnHn4eckme CripaBo4yHble CBeeHNHA, SHa4YeEHNA BO3PaCTa BbldB/1IEHUNA MNMpomBEeOEHDbI
OPNEHTNPOBOYHO OJ1Hd CPaBHEHWNA.

ST HapyLleHna oTIMYatoTca He TONTbKO
MeXaHM3MOM HacsiegoBaHug,

HO N BpeMeHeM, Korga nx obbl4HO
3aMeYyatoT B XXU3HU pebeHKa.

Bce Tpun npmMepa NoKa3bIBakoT, UTO X-
cuenieHHble NPU3HAKM MOTryT
NPOABMATLCA PAHO, HO MO-PA3HOMY. Yepes
3peHne, KPOBOTOUYMBOCTb UK MblLLUEYHYIO
CNabocCTb.




TepMUH 3Ha4vyeHue
[TonoBble XPOMOCOMbI Xny
X-CLUEeMMNEeHHbIN MpUM3HaK [eH B X

HocuTtenbHMLUA

be3 cuMmnTOMOB

MyTaymng

N3amMeHeHne [JHK

LLIKONbHbIN KypC 6uonormnm, TemMa «feHeTrnka nona.

OCHOBHbI€ TEPMUHDbI TEMbDI

KpaTkme onpeneneHmna nomMoratroTt 6bICTpee
PaClrio3HaBaTb TUT HacJiedoBaHWMNHA

B POOOCJ/TOBHbIX 1 BEPHO NCIOJIb30OBATb
Hay4dHble TEOPMWHDI.

TepMUHbI CBA3aHbl Mexay cobom: MyTaLng
B MOSIOBOM XPOMOCOME MOXKET MPUBOOUTb
K CLLENMI€HHOMY C MOSIOM MPU3HaKY
N K HOCUTENbCTBY 6e3 MpoaBeHms.




MpakTUyeckoe 3HauYeHue 3HaHUM O cLuenIeHUun
C NoJiom

@ leHeTUYeCcKoe KOHCYNbTUpoOBaHUue

[ToMoraeT ceMbe MOHATb, KaK HacneaoyeTcs Npu3HaK, U 3apaHee OLLEeHUTb
BEPOATHOCTb POXKAeHUA pebéHKa C HacNeaCcTBEHHbIM 3abo/1ieBaHneM. 3To
OCOBEHHO BaXXHO MpU NaHMpoBaHUM obcrnenoBaHna U HabnooeHUs.

‘_I_‘ YUTeHune poaocnoBHbIX

[1O3BOMIAET MO CXeMEe CEMbMU ornpenesintb, CBA3aH J1 NMPMN3HAK C X-mnnnm Y-
XpOMOCOMOl;l. Takon aHanums3 YHYNT BNOETb 3aKOHOMEPHOCTHN, a HE OTAESIbHbIE

cnydau.

,i MoueMy 60neloT Yalle MaNbyUKU

O6'bF|CHF|eT, noyvyeMy HeKoTopble X-cuenjieHHble HapyLUeHMA Yalle NpoaBaoTCA
Y MaJTb4MKOB. Y HMUX ogHa X-XpPOMOCOMa, MO3TOMY M3MEHEHHbIN FeH HE MOXKET

ObITb CKPbIT BTOPOW KOMmemn.

NMpodunakTtnka v HaébnwoaeHue

[JaéT BO3MOXXHOCTb BOBPEMSA 3aMETUTb PUCK HaC/TeACTBEHHbIX 6bone3sHen
M BblBpaTh HY»XHble 06CegoBaHMNsa. 9TO COeAUNHSAET LLUKOMbHYO reHEeTUKY

C peasibHOW MeaAUNLMNHCKOM MOMOLLbIO B CEMbE.




NTorn: Kak HacnenyloTcs
NPpU3HaKu, cuenneHHbIe

C NoOJiOM

bunonormyeckmim Non YyesoBekKa ornpenensdeTcsd
codeTaHneM XX Unum XY, a X- 1 Y-XpOMOCOMbI HacnenyroT

CBOU MPUN3HaAKW TNO Pa3HbIM IMPaBWJ1aM. 2TU
3adKOHOMEPHOCTU NMOMOINaroT NoOHMMMaTb POOOC/IOBHbIE

N OLLEHMBATb CEMEUNHbIN PUCK.




