leHeTUKa noJsia v cuernjeHHoe
C NOJZIOM HacnenoBaHue

Kak XpoOMOCOMbI onpenenaroT NnoJsl U HacneOaCcTBEHHbIe I—Ipl/IBHaKl/I?



[loyemMy 3Ta TeMa NnoMoraetr
NMOHATb HaceaAcCTBeHHOCTb

I3yueHne NonoBbIX XPOMOCOM MOKa3bIBAET,
KaK KapUOTUM BMAET Ha pPa3BUTME OpraHM3Ma

1 pacrnipeneneHme npmusHakosB B POOOCIOBHbIX. Ha 3TUX
3aKOHOMEPHOCTAX OCHOBaHbl O6bACHEHME
OANbTOHM3Ma, reMOPUNK 1 OPYIUX HAacNeOCTBEHHbIX
COCTOAHWIM, BaXKHbIX 0719 MeANLMHbI M TeEHETUYECKOIo

KOHCYJ1IbTUPOBaHWNA.




Kapuotun yenoBeKa U COCTaB
NOJTIOBbIX XPOMOCOM

O6Lwumn Habop

Y yenoBeka 46 XpOMOCOM: 44 ayTOCOMbI 1 2 NonoBble. UMeHHO 23-
q rnapa onpenensaetr bnonormyeckme pasnmymng, CBa3aHHble
C MOJSIOM, M OCOBEHHOCTM HacNegoBaHMA HEKOTOPbLIX MPU3HAKOB.

IlBa BapuMaHTa KapuoTtuna

OO6bIYHO XEHCKMIM KapMOTUM 0603HAYaOT KaK XX, @ My»XCKOW —
KaK XY. 9ToO 6a30B0O€e pa3/indyme exxmT B OCHOBE OOMbLUMHCTBA
CXeM HacnegoBaHWd, CBA3aHHbIX C MOSIOBbIMM XPOMOCOMaMW.

Pasnmuume XnyY

X-XPOMOCOMa KPYyMHEe N COOEPUT BoblLUe reHOoB, YeM Y-
XpoMocoMa. No3ToMy MPU3HaKKM, MOKaM30BaHHbIE Ha X,
BCTpeYatoTca Yallle 1 NpoaBaaoTca MHade, YeM ayTOCOMHbIe
MNPU3HaKMN.

NMpaKkTU4yeckoe 3Ha4vYyeHue

ECniv reH pacnosioxXeH Ha X-XpOMOCOME, Y MY»XYUMH

OH NpeacTaBneH eanHCTBEHHOM Konmen. M3-3a 3Toro
PELIECCMBHbIE BapWaHTbl 30eCh Yallle Cpa3y CTAHOBATCH 3aMETHbI
B peHOTUNME.



Kak onpepenserca 6Mo/1Iorm4yecKum nost SM6puUoHa

Ponb Y-XpOMOCOMBDI

Hannyme Y-XpOMOCOMbI
3amnyCKaeT MY>XCKOW MyTb
Pa3BUTUA, MOTOMY YTO MMEHHO
OHa HEeCET KJ1to4eBOU
PErYNATOPHbIN YYaACTOK,
KOTOpPbIM BKJIKOYAET
OanbHeuLme sTanbl
PopMUPOBaAHNA MNoSa.

'eH SRY

[eH SRY goewncrtByeT

KaK MYyCKOBOW CUTHa/

ON19 Pa3BUTUA CEMEHHUMKOB.
OH He co30aeT MY»XCKOU
beHOoTMM caM Mo cebe,

a BKJIIOYAET Lefbl Kackag,
OPYTrNX FreHOB.

PasButue 6e3 Y

Ecnu Y-xpoMocoMbl U SRY HeT,
2MOPUOH Pa3BMBaAETCH

MO YXeHCKOMY MyTU. B aTOM
cnydyae popMmpoBaHMe
MOJIOBbIX MPU3HAKOB MAOET
6e3 3arnycKa My>CKOW
NporpaMmbl.

3HauyeHue perynauumm

TakMM 06pasom,
6MONOrMYEeCKMN Mo 3aBUCUT
He TOSIbKO OT Habopa XPOMOCOM,
HO N OT TOYHOW PABOThl FEHOB-
PEryNaToOpOB, KOTOPbIE
HaMpPaBAatOT paHHee
SMOpPUMOHaNbHOE pasBUTHeE.




dTtanbl opMUPOBaAHUSA NOJSIOBOINO Pa3BUTUSA

CxeMa NoKasblBaeT NocsiefoBaTe/IbHOCTb CO6bLITUI OT onNNoAoTBOpeHUs A0 PopMMPOBaAHUSA NMOJIOBbIX OPraHoOB.




ouyemy X-cuenneHHbIe NPU3HAKUMN NPOABAIOTCH MNO-
Pa3HOMY Y MY)XYUH U YX€HLUMH

1. OpHa Xy MY»>4UH

Y MY>XUUMHbI TONbKO OgHa X-XpOMOCOMa, MO3TOMY Ntobaqa peueccmBHada
MyTaLUMa Ha HEW HE MMeeT BTOPOM HOPMaNbHOM KOMMK, KOTOpada Mora Obl
CKPbITb ee 23PpPEeKT.

2. [OBe Xy XXeHLWuH

Y »eHLMHbI OBe X-XPOMOCOMbI, U HOPMarslbHbIM anfienb Ha OOHOM U3 HUX
4aCTO KOMMEeHCUMPYET MYTaHTHbIM BapuaHT Ha Opyron. Nostomy
KMTMHNYECKMNE MPOABIEHNA BO3HMKAIOT pexe.

3. HocutenbcTtBO U PUCK

IKEeHLWMHbI HepeOKO CTaHOBATCH HOCUTEJIbHNUaMWN, HE MMEH BblPa>XXEHHDbIX
cuMnToMoB. OOHaKO OHU MOTYT rnepegarb MyTaHTH bl annenb 0eTd M, UTO
OCOBEHHO Ba)XHO AOJ14 aHal1n3a POOOC/TOBHDbIX.



CpaBHeHuUue X-cuenneHHoro u Y-cuenneHHoro

HacleaoBaHUSA

Tabnunua MNOKa3blBA€T, KaK MNMOoJ1IOXXeHME N'eHa
B NMOJIOBOM XPOMOCOME MEHAET MNYyTb rnepeaydmn
NPEM3HaKa N ero pacripene/jieHne B ceMbe.

X-cuenneHHble MPN3HAKWM HYaCTO 3aTPparnBaroT obounx

MNoJs10B MNMO-Pa3HOMY, a Y-cuenneHHble COXPaHAKTCH
TOJ1IbKO B My)-l-(CKOVI JTMHUNWA.

NMapamMeTp X-cuenneHHoe Y-cuenneHHoe
Yalwle npoaBnigaeTcH MY>YUHDbI TONbKO MY>XYUHDbI
OTeu, > CbIH HeT aa

OTel, » godepwu a HeT

PogoocnoBHada

MPOMNYCKWN NMOKOSIEHUN

MO MYXCKOW NTIMHNU

O606LeHMe LLKOMbHOW MreHETUKM MoJia U 3aKOHOMepHOCTel;1 Hac/1ieJoBaHUA, N3yHaeMbIX B KypcCe

Ouno1Iormun.




feModUNnA Kak Kflaccuueckmum npuMmep X-cuenseHHoro
HacneaoBaHUSA

bone3Hb, 3aMeTHaA B UCTOPpUMU

feModunnma ctana ogHMM M3 CaMbIX M3BECTHbIX
NpPMMEepPOB HaciegoBaHMA, CBA3aHHOIO C MNOJIOM.

Ee n3yuyeHme ocobeHHO NpoaBUHYNOCH Noce
HabMOOEHUN B €EBPOMNENCKMX KOPONEBCKMX OMHACTUAX
XIX-XX BEKOB, roe 60n1e3Hb NpocnexmBasracb Yepes
HECKOJ/TbKO MOKOMEHUN.

Koraa KpoBb He CBepTbiBaeTCH BOBpeMS

feMmodunnuma A n remodpumnmsa B cBA3aHbl C MyTaLLMAMU
reHOB Ha X-XPOMOCOME. V3-3a HapyLUeHNA PaKTOPOB
CBepPTbIBaHMA KPOBb OCTaHaBIMBaeTCa MealeHHee,
a Jake HebonblUMe TpaBMbl MOMYT MPUBOOANTL

K OJINTENTbHbIM KPOBOTEUYEHUNAM.

NMoueMy yalle 60/1el0T MaNlbuNKM

Y ManbyMKOB eANHCTBEHHaa X-XpOMOCOMa, MO3TOMY
MYTaHTHbIM anfienb cpa3sy npoasndeTtca. XXeHLWMHbl Yalle
OCTaloTCA HOCUTENMbHULLAMK U MOTYT NepenaTb MyTaLuio
OETAM, HE MMes BblpaXXeHHbIX MPU3HaKoB 3aboieBaHuS.




HaKOB Y MY)XYMH

~ MyxuuHbl  JKeHWwuHbl
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CxeMaTnyecKoe cpaBHeHMe, OCHOBaHHOE Ha 0BLLEN3BECTHbIX 3aKOHOMEPHOCTAX X-
CLLen/IeHHOro HaceooBaHMg; He aBNFeTCa 3MUAEMMONOrMYECKOM CTaTUCTUKOM.




MexaHu3M nepepayum X-cLuensieHHOro peLeccmMBHOro
NpU3HaKa

1. BonbHOMU oTeL 4. NponycK NoKo/ieHUs
Mys>KUMHa € X-CLemnneHHbIM 2. HocutenbHUUWa-MaTb 3. NoaBNeHue NPU3HaAKa B ponoCcroBHOM MPM3HaK HEPELKO
BCEM 0OYEPAM, HO CbIHOBbAM y 7 . He NPOoABNATLCA Y HOCUTENbHULLbI,
MYTaHTHbIW annenb 4acTum geTen. NoMadaeT K CbiHy, PeLLeCCMBHbIN
nepenaeT Y-XpoMocoMmy. NoaTomy B ’ HO 3aTeM CHOBA MOABUTHLCS
EPOATHOCTb Mepeaadym KaXxkaomy annenb cpasy NposiBAseTcs 5
CbIHOBbS HE HAcNeOyrT OT HEro 6 ' Yy ee CbIHOBEW U/ BHYKOB.
RECE Ky CRtre 2T MMeHHO no3aToMy 3aboneBaHme
STOT ansieflb HanpPsMmyto. npUMepHO 50%.

Yalle o6|—|apy>1<MBaeTcsq
Y MaJibiMKOB B CJieayroLeM
MNOKOJIEHUMWN.
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X-cuenjeHHoe AOMMHAHTHOEe
HacneaoBaHue

OoMUHUpYyOLWMU annenb

Ecnn BoMMHaHTHAag MYTaUWMNA PaClOJ1IOKeHa Ha X-XpOMOCOMe,
NMPUN3HAK MNMPOABITIAETCH Y>Xe MNPpU OOHOW KOMUMW annens. |_|03TOMy
3aboneBaHMe MM ocobeHHOCTb MOTYT BCTPEYATbCAH Y 0BOUX MOOB.

Nepepaya oT oTUA

BonbHOWM oTeL, nepegaeT CBOK X-XPOMOCOMY BCEM O0YEPAM,
HO HEe CbIHOBbAM, MOCKOJIbKY CbliH MOYy4YaeT OT HEero Y-XpOMOCOMY.
TakKoM pUCYHOK OCOBEHHO 3aMeTeH B POOOCIOBHbIX.

Nepenaya oT MaTepu

[eTepo3MroTHag MaTb MOXET nepenaTb AOMUHAHTHbIA MYTaHTHbIM
annenb Kak go4vyepaMm, Tak M CbiIHOBbAM. BepoATHOCTb NPOoaABIeHUSA
MPM3HaKa Yy Ka)XOoro pebeHKa 3aBUCUT OT KOHKPETHOro reHoTmna.

NMpuMepbl HApyLUEeHUU

K X-cuenneHHbIM OOMUWHAHTHbIM COCTOAHMAM OTHOCAT HEKOTOpPbIE
POPMbl TMNOPOCHPATEMMYECKOTO PaxmTa U CUHOPOM PeTTa,
CBA3aHHbIN C MyTaumnamMm reHa MECP2. Ix HacnegoBaHme
MOMOI3EeT TOYHO aHaIM3MPOBATb CEMEMHbIE Crly4daM.

i



OCHOBHbI€ 3a60n1eBaHMA, CBA3aHHbIE C X-XPOMOCOMOM

Yawe
3a6oneBaHue HacnepoBaHue | CuMnToMm
6onelot
[eModumnma A X-peueccmBHoe | KpoBOTOUMBOCTb My>UYMHbI
HapyLieHmne
[1anbTOHN3M X-peueccmBHoe My>UYMHbI
LIBETOBOCMPUATUSA
Onctpodpua
X-peueccmBHoe | MblllevyHasa cnabocTb Manb4YmMKmn
IoweHHa
X- HeBponormnyeckme
CnHopom PeTTa [1eBOYKM
OOMMHAHTHOE HapyLleHUS

LLIKONMBbHbBIN KYPC FreHETUKM; 0606LLEHMNE MO TUMMYHbIM X-CLIeNIeHHbIM 3a601eBaHNAM.

CpaBHeHMe Hanboree N3BeCTHbIX X-CLLemnIeHHbIX
3aboneBaHnM Mo TUMNy HacegoBaHMa, OCHOBHOMY
MPOABAEHUIO U TUMMYHOM rpyrne pucka.

BonblWMHCTBO X-CLIeMnM/eHHbIX 601e3Hen nMetoT
PELLECCUBHbBIN TUM M YaLle NMPOABATCA Y MY»XUMH,
TOrga Kak JOMUWHaAHTHbIE HApYLUEHUA MOTryT
3aTparmBaTb 06a Nnosa, HO No-pPas3HOMY.

12



KnioueBble 0CO6eHHOCTU Y-cuen/eHHOro HacneaoBaHusa

o

TONbKO MYXXCKaf JIMHUSA

[eHbl Y-XpOMOCOMbI NepenaroTcd
NCKJTIOYUMTENTbHO OT OTLA K CbIHY,
MO3TOMY MPU3HAK HE MOABMAETCH
Y XKEHLLMH N HE MepexoanT vepes
noyepen. Takou TUM
HacnegoBaHWA NEerko ysHaeTcs
MO POOOCTOBHOMW.

2

Heb6o0onbLoe YNCNo reHoB

Ha Y-XxpoMocoMe CcpaBHUTESTbHO
MaJ10 reHOB, HO YaCTb U3 HUX
HeobxoamMa 019 opPMUPOBaAHUS
MY>CKOIO noJsla N HoOpManbHOIO
Pa3BUTUA CNepMaToO30M1O0B.
[1o3TOMY Oa)ke pegkune MyTaunm
MOIYT UMEeTb 3aMeTHbIe
nocneacTBug.

5"

BnnaHue
Ha $epTUNbHOCTDb

I3MeHeHWd B Y-cLUemnMeHHbIX reHax
CMOCOOHbI HapyLlaTb
criepMaToreHes M CHMKaTb
PePTUNBHOCTb. B HEKOTOPbLIX
C/lydadax OHU TaKXXe BITUNGIOT

Ha POPMUNPOBAHMNE MYMKCKNX
MOSTOBbIX MPM3HAKOB M MOMOratoT
YTOYHATb NPUYMHbI 6ecnoamna.

115)



Kak reHoTun npeBpawiaeTca B GeHOTUN NpU cLuenJieHUM C rnosiomMm

CxeMa nokasbiBaeT, KakK XpOMOCOMHbIﬁ HaGOp, TN annenda n HarnpaBsjieHUe nepepnaydum onpenendioT npodsjieHume
nMpuU3HakKa.
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KoMneHcauusa Ao3bl FreHOB Y YXeHLWUH

Tenbue bappa

OOHa 13 OBYX X-XPOMOCOM B KJ1eTKaxX
YXEHCKOIo opraHmMaMa MHaKTUBUPYETCH
N NpeBpaLlaeTca B Tenble bappa. 210
CHWMYKAET N3ObITOK NrEHETUYECKOW
MHPOPMaLMNN 1N BblpaBHMBAET 003y
reHoB Mexxay XX un XY,

PaHHUU 3anycK

MIHaKTMBaLMA MPOUNCXOANT HA PaHHMX
3Tanax aMOPUMOHANbHOIO Pa3BUTUS,
KOorga TKaHW elle TONbKO
PopMUPYIOTCA. TO3TOMY pPa3Hble
KNETKM MOIYT «BblOUNPATb» pa3Hble X-
XPOMOCOMbI, CO34aBas 6MONOrMYECKYHo

MO3adNYHOCTDb.

Pa3Has BblpaXXeHHOCTb

Y HOCUTENBbHUL, X-CUEeMnMIeHHbIX
MyTaUnM NpOoaBAeHMa MHOrga ObiBatoT
HEOOMHAKOBbIMU B Pa3HbIX y4aCTKaxX
Tesla. 9TO CBA3aHO C TeM, KaKag X-
XPOMOCOMa OKa3aslaCb aKTUBHOM

B KOHKPETHOW KNETOYHOUM NNHUMWN.




CCMBHDbIMW

| MexaHu3Mbl BbICOKOIA YacTOTbI

OpfHa X'y My>X4KMH HeT BTOpOi1 Konuu MaTtepu-HocuUTenbHULbI

CxeMaTm4yecKaa gmarpamMmma no MexaHmamMaM X-peLeccuBHOro HacnegoBaHug; 6e3 YmMcnoBomn
CTaTUCTUKMW.



1.

XPOMOCOM MOYET MEHATb
Pa3BUTUE OpPraHmn3Ma.

[MTpopwn kapumoTunax XXY m XO
POPMUMPYIOTCA CUHOPOMBbI,

PYHKLMWM MOMNOBbIX YXene3s

XpOMOCOMHbIE€ BapUaHTbI
N3MeHeHMe Yymcna NonoBbIX

CBA3aHHbIE C HapyLlleHMeM

1 peI'IpOJJ,yKTMBHOVI CNCTeEMbI.

2.

Ponb reHa SRY

Ia)xe npun Hanun4vmm Y-
XPOMOCOMbI PasBUTNE MOXKET
OTKJ/TOHATbCHA OT TUMMUYHOIO
nyTn, ecnn reH SRY noeBpexageH
N He paboTaeT. Torga

He 3anyCcKaeTca HopMalbHag
nporpamMmma GopMmMpoBaHMA
CEMEHHUKOB.

3.

HeuyBCTBUTENbHOCTDb
K aHAporeHam

NHorga kapmnotun octaetca XY,
HO TKaHWM He OTBeYatoT

Ha MY>XCKMeEe MOPMOHbI 1M3-33
nedekTa peLenTopoB
aHOporeHoB. BHelwHMNM
bEeHOTUM B TAKOM Cllyyae MOXKET
OblTb YXEHCKUM.

F
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4 NMNoJiIoBOIroc pasBuUTmNA. reHeTn4HecCckKkume
U BAapUaHTDLbI

4.

HecooTBeTcTBUe reHoTuna
u peHoTUNa

STV NPUMEPDbI MOKAa3bIBAtOT, YTO
Mo onpenensaeTca He TOMTbKO
HaAaBOPOM XPOMOCOM,

HO M PaboToOM reHOB, FOPMOHOB
N peuenTtopoB. IMeHHO No3ToOMY
OOWVH KapWnoTUMn He Bcerga
NpenckasbiBaeT GEeHOTUT
MOSTHOCTbIO.




MpuuMepbl HApyLLeHUU NOJIOBOIO pa3BUTUSA

CornocTtaBneHme Hambonee M3BECTHbIX BaAapWaHTOB

HapyI_IJeHl/ll;l Mo KapmnotTmry, OCHOBHbIM NMPHN3HaKaM
N OCOBEHHOCTAM Pa3BUTUHA.

OOMHaKOBbIM HAaBoP MOMOBbIX XPOMOCOM

He rapaHTUPYyeT TUMMYHOE Pa3BUTUE: BaXKHbI

He TO/TbKO KapWOTUM, HO N YyBCTBUTENTbHOCTb TKaHEW
K FOPMOHaM M paboTa Ko4YeBbIX MTEHOB.

CuvHgpoM Kapuotun | NMpusHaku Oco6eHHOCTH
KnanHdenstep XXY BbICOKMW pOCT becnnoave
y HepoopasBuTHe
TepHep XO HU3KKUM pOCT
ANYHUMKOB
HedyBCTBUT. Sy XKeHCKMM HeT oTBeTa
K aHOporeHam deHoTUM Ha aHOpPOreHbl

LLIKOTbHbIN KYPC NreHETUKKM YeJioBeKa, TUNMnmMYHble KITMHUNYEeCKME XapPaKTePUCTUKNM CNMHOPOMOB.
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[NpaKTU4YeCcKoe 3HaYeHUEe NreHeTUKu nosia Ana MeaANLHDI

AHanun3 poaocnoBHbIX

PoaocnoBHbIE MOMOratoT BbIABAATL CKPbITbIX
HocuTenem X-cuenjieHHbIX MyTaun U OLLEHMBATDL
PUCK POXKAEeHMA B6ONbHOIoO pebeHKa. 9TO 0OCOBEHHO
Ba>XHO B CEMbSAX C MOBTOPAOLLMMUMCA CTyHasagMU
HacneacTBeHHbIX 3abo1eBaHNI.

PaHHee HabnwoaeHue

CBoOeBpEeMEHHOEe BbiaBNeHME HAaceACTBEHHbIX
HapyLleHWMM MoMOoraeT 3apaHee NoaobpaTbh TAKTUKY
HabnoeHna, NpeaynpeonTb OCNTOXXHEHWA U cOeNnaTb
MeONKO-TeHETUYECKNI MPOrHo3 6onee TOYHbIM

M MOJSIE3HbIM /19 CEMbMW.

'S

feHeT4yecKasd ANAarHOCTUKa

MonekynapHble TeCTbl YTOUYHAKOT OMarHo3

npuv reMopPuinm, MbllLeEYHOW ONCTPOPUM [doeEHHA
M HAapYLUEeHMAX NosIOBOro passmtmna. OHM NO3BONAIOT
NoaATBEPAUNTL NMPUYNHY CUMIMTOMOB, KOrAa
KITMHMYECKasa KapTUHA eLle HeEACHaA.
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