Kak nosnoBble/ XpOMOCOMbI onpeaensatoT
NPU3HAKM U HacneaCcTBEHHbIE PUCKU




[louemy 3Ta TeMa BaXHa

OHa 06bAacHAET, NoYeEMY HEKOTOPbIE
NPU3HAKM Yalle BCTPEYATCA Y MY>KUYUH,
NOMOraeT YNTaTb POAOCNOBHbIE, MOHNUMATb
HacneacTBeHHble 60Ne3Hn N BUOETD,

Kak nccnepoBaHua ToMaca MopraHa
M3MEHUNN FEHETUKY. DTO OCHOBA

019 FTEHETUYECKOIr0 KOHCYNbTUPOBAHUS

M MeguLUMHbI.




XpOMOCOMHasA OCHOBa onpeaeneHusa nona
Y uenoBeKa

Ha6op xpomMmocom

B coMaTtuyecknx knetkax yenoseka 46 xpomocoM: 44 aytocoMbl U 2 nonosble. VIMEHHO NONOBbIE XPOMOCOMbI
HecyT MHdOpPMaL MO, KOTOPAA 3anNyCKaeT Pa3BUTUE MYXKCKOIO UM KEHCKOro OpraHmn3Ma.

MeHCKNN N My>XCKOW KapunoTun

MeHcknim kapmoTtmn o0bblYHO 0603HaYaT Kak XX, a My>KCKo — KaK XY. 2T KoMbunHaumMm onpenenaT
pa3nmyna B Habope reHoB, NepeagaBaeMbIX MOTOMCTBY Yepe3 raMeThl.

famMeTbl 1 non

AnuekneTka Bcerga cogepXut X-xpomocomy. Cnepmato3somng MoXKeT HecTn X nnu Y, N03TOMY MMEHHO OTel,
onpenensaeT, Kakon Habop MONOBbIX XPOMOCOM MONYYUT PEOEHOK.

Ponb Y-xpoMocoMmbl

Hannune Y-xpomocoMbl 1 reHa SRY 3anyckaeT My>KCKyt NosioByto anddepeHumnpoBKy. Ecnm Y-XpoMocoMbl HET,
Pa3BUTUE NAOET MO EHCKOMY TUNY.

[MouemMy 3TO Ba)kHO

OT cocTaBa NONOBbIX XPOMOCOM 3aBUCUT HE TOIbKO MO/, HO U XapaKTep HacnegoBaHUA MHOMMX NPU3HAaKoB,
0COBEHHO TeX, YTO CBA3aHbl C X- N Y-XPOMOCOMaMMU.




X- 1 Y-XPOMOCOMbI: CTPOEHME U 0COB6EHHOCTH

Pasmep v reHoB 6onblue

[eHbl X-XpOMOCOMbI

X-XPpOMOCOMa 3aMeTHO KpynHee Y-

XPOMOCOMbI 1 COAEPXKUT ropa3ago
bonbwe reHos. [103TOMY Ha Hen
pacnonoxxeHo 6onblue
HacneaCcTBEHHbIX NPU3HAKOB, YEM
Ha Y-XpOMOCOME.

0Oco6eHHOCTU Y-XPOMOCOMBI

Ha X-xpoMocoMe HaxoaAaTca reHbl,
CBA3aHHbIE CO 3pPEHMNEM,

cBepTbiBaHNEM KPOBUN N HEKOTOPbIMIA

obMeHHbIMU nNpoueccamMn. ViIMeHHOo
NO3TOMY X-CLEen/eHHble MPU3HaKN
n3y4daroTca ocobeHHo YacTo.

CneactBue ang HacneaoBaHus

Y-XpoMocoMa MeHblue n begHee
no 4Ymcny reHos. YacTb eé reHoB
YYaCTBYET B MY>XCKOW NONOBOM
andpepeHUnNpoBKe
N cnepMaToreHese, To eCTb
B 0O6pa30BaHNN MY>XXCKMUX NOOBbIX
KNEeTOoK.

Yem 6onblue reHOB Ha XPOMOCOME,
TeM 60nblie NPU3HAKOB MOXKET ObITb
C Hen cBa3aHo. [loaTomy X-
cuenneHHble HacNeaCTBEHHbIE
BapWaHTbl BCTPEeYatoTca HAMHOTIO
yaule, YeM Y-cuenseHHble.




OcCHOBHbIe TUNbI HACNeA0BaHUA, CLEeNn/1IeHHOro C NoJ/ioMm

CpaBHeHMe NoKa3blBaeT,

KaK pPacrnonoxeHne reHa B Nos10BOW
XPpOMOCOMe BNNAET Ha NPoAB/EeHMNE
NPMU3HaKa 1 NYyTb ero nepegayun.

X-peLieccUBHOE Yaite y My>KUnH IlanbTOHU3M

v
[NnaBHbIN BbIBOA: XapaKTep HacnegoBaHUS

XPOMOCOME PACMNOIOMKEH reH
N KaK OH NepenaeTca Yepes3 raMeThbil.

* LLIKoNbHbIN KYpPC reHeTuKkn; obobLlieHmne no Tmnam
HacnegoBaHUA, CLLEMTIEHHOIO C NOJIOM




Kak nepepaerca X-cuenieHHbin peLecCUBHbIN NPN

CxeMa HacnepoBaHMa Npu 6pake HOCUTENbHULbI M 300POBOI0 MY>KUYMHbI
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[lTouemy X-cuenneHHble peuecCuBHbIe NPU3HAKN Uallle BCTPeYvalTCa

Y MYXUUH

Y MY>XUYMH peueccMBHbIN annenb
Ha egUHCTBEHHOM X-XpoMocoMe
HEe MaCKUpPyeTCca BTOPOWM KOMMEN reHa,
NO3TOMY NPU3HaK NPOoABAAETCA cpasy.

[€MN3UTOTHOCTb MYXKUYMH MO X-XPOMOCOME
aenaeT X-cuensieHHble peueccnMBHbIE
NPU3HaKM 3HaYNTENBbHO BOoNee 3aMeTHbIMU
V HUX, YEM Y KEHLLMNH.

My>XUMHBI

YacToTa NnpoABfeHnA

YKeHLWWHbI

*

O606LWeHne No 3aKkoHaM HacnenoBaHUA,
cuenneHHOro ¢ NosoMm




Knaccnueckue npumepbl X-cuenneHHoro peneccCuBHoro

HacneaoBaHUs

HanbToHU3M

KpacHo-3eneHoe

HapyleHune
LBEeTOpa3NnNYeHnd
CBA3aHO C MyTaLMAMN
B reHax X-
XpoMocoMbl. OHO
4YacTo NPoABNAETCH

Y MY>XYUH,

a XXEHLWMNHbl HepeaKo
OCTalOTCA 34,0PO0BbIMU
HOCUTEeNbHULLAMMN.

fremocdbmnua

[emodbmnnmna AumB
HacnegytoTca Yepe3 X-
XPOMOCOMY W CBHA3aAHbI
C neeKkTamm
dakTopOB
CBEPTbIBAaHNA KPOBW.
I1na poaocnoBHbIX
XapaKTepHO
noBTopeHmne 6onesHun
cpean poaCcTBEHHUKOB
NO MAaTEPUHCKON NNHUMN.

MbiwevHas
pucTpodusn

MblweyvHaa auctpodus
HioweHHa
obycnoBneHa
MyTauMAMM B OQHOM
KOHKPETHOM reHe X-
XPOMOCOMbI. bonesHb
06bI4YHO paHo
npoABndaeTcs

Y ManibyMKOB 1 BbICTPO
B/INAET HA MbILLIEYHYIO
cuny.

Deduvunut dbepmeHTa

HedunuunT rniokKo30-6-
docdhaTaerngporeHasbl
TOXe OTHOCUTCA K X-
cuenneHHbIM
PeLecCcCUBHbIM
npun3aHakaM. OH BakeH
ONna MoOHUMaHUS
HacnenCcTBeHHbIX
ocobeHHocTen obMeHa
BellecTB

N NEeKAPCTBEHHOMN
YYBCTBUTENbHOCTW.



femounua Kak npumep X-
CLUen/IeHHOro 3abonesaHus

[eHbl n bopmMa 6onesHu

[emodmnnmna A cea3aHa c reHoM F8, a remodmnmna B— c reHom F9. Oba reHa HaxogaTcs
Ha X-XPOMOCOME M yYaCTBYIOT B CBEPTbIBaHUM KPOBMW.

OcHoBHble NnpoasneHusn

[1pn 3aboneBaHn KPOBb CBOPAYMBAETCA MeAIEHHO, MO3TOMY Aake Hebonbline
TpaBMbl MOTYT Bbi3blBaTb A/INTENbHbIE KPOBOTEYEHUA. HacToO BO3HMKAKOT
KPOBOU3NNAHUA B CyCTaBbl, Tpebylowmne HabnoageHus.

3HaveHUne gna MeguuUUnHbI

[eMonnmMa NoKasbIBaeT, Kak 0HA MyTaLMA MOXKET CYLLLECTBEHHO M3MEHUTb KaYyecTBO
*KM3HW. PaHHAA gMarHoctmka n MeanumMHCKoOe CONPoBOXKAEHNE NOMOTalOT CHU3UTb
PUCK OCNOXXHEHWUN N TPABM.




HacnepoBaHue, cuenneHHoe ¢ Y-Xpomocomomn

Nepepayva Tonbko
NO MY>XCKOW NUHUU

Y-cuenneHHble NPU3HaKK
nepexogaT oT OTUa K CbiHY,
NOTOMY YTO Y-XPOMOCOMaA eCTb
TONIbKO Y MY»XUYUH. "KeHLWNHbI
TaKue NpU3HaKM He HacneayoT
N HE NnepepatoT.

NMoueMmy nx Mano

Y-XpOMOCOMa COAEpPKUT
CPAaBHUTENbHO HEMHOIO FEHOB,
NO3TOMY NPU3HAKM TaKoro Tuna
BCTpeYarTca peako. MHorune
N3 HUX CBA3AaHbI C MY*KCKUM

PAa3BUTUEM U CNEepPMaToOreHe3oM.

[lonaHppuueckoe
HacnepoBaHue

[onaHapuyeckme NpU3HakmM —
3TO YACTHbIN cnyYvanm Y-
CUENnIeHHOro HacneaoBaHUA.
OHu BCcerga cCoxpaHAT CTPOryHo
MY>XCKYI0 NTMHUIO Nepenayn

N HE BCTPEYAIOTCS Y MEHLLMH.




CpaBHeHue X-cLenneHHoro u Y-cuenneHHoro HacneaoBaHus

CpaBHeHMe MoMOraeT yBUAOETb, NOYEMY X-
cuenneHHble NPU3HaKK BCTPEYanTCH
3aMeTHO Yalle n MoryT 3aTparmBaTtb 06a
nona, Torga Kak Y-cuenneHHble
OrpaHMYeHbl My>XCKOWN MTMHUNEN.

Hannuyme X-XxpoOMOCOMbI Y MY>*KUYUH

N XKEHLWMH genaert X-cuenneHHoe
HacnenoBaHMe 3HaYNTENbHO Bonee
PACNPOCTPAHEHHDbIM, YEM Y-CLUENNEHHOE.
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[onaHppuyecKkoe HacnepoBaHue

N3yueHune Y-xpomMocoMmbl

[pn nccnepoBaHUM KapuoTuna
OblNO YCTAHOBNEHO, YTO Y-
XPOMOCOMa nepenaeTcs TONbKO
NO MY>XCKOW NMHUWN N HECET
OrPaHNYEHHOE YNC/IO FEHOB.

BbipeneHue
ronaHppuyecknx NpPpU3HaKkos

[eHeTUKKN onNucanum NPU3HaKw,
KOTOpble NepexoanT OT OTLa

KO BCEM CbIHOBbAM

N He OOHaAPY>XXMBAKOTCA Y KEHLLNH,
NOCKO/bKY CBA3aHbI C Y-
XPOMOCOMOW.

COBpEMeHHOe noHUWMaHUeE

CerogHsa ronaHapuyeckoe
HacnegoBaHMeE paccMaTpPUBaloT
KaK YaCTHbIN cny4dan Y-
cuenaeHHOro HacneaoBaHUS,
Ba)XHbIW ONd aHann3a peaKkux
CEMEWNHbIX MPU3HAKOB 1 MOSI0BOM

ondbdepeHLNPOBKMN.




Anroputm pelieHna 3aAa4 Ha CueMm1eHHoe C No/IoM
HacnepoBaHue

HOCﬂe,EI,OBaTe}'IbHOCTb dHaAJ1IN3a NTEHOTUNNOB pO,EI,I/ITG)'IGVI, TWUMa cueniaeHna m BGpOFITHOCTGVI MOTOMCTBA

Onpegenutb

HacnegoBaHUA




HacneacrBeHHble 3a60neBaHus, CBI3aHHbIE C NONIOM

KpaTkoe cpaBHEeHMe NMoKa3bIBaET, YTO OavHaKoBbIV TN HacNegoBaHUA MOXKET
pa3Hble 601e3HN MOryT HacnegoBaTbCA fiexkaTb B OCHOBE Pa3HbIX KNUHUYECKUX

No OAHOMY U TOMY ke X-cuenseHHOMY KapTWH, ecnun MyTaumna 3aTparmBaeT pasHble
MEXaHU3MY. reHbl X-XpOMOCOMBiI.

Ob6obLueHne oaHHbIX MeANUMHCKOWN FreHeTUKU




[IceBA0ayTOCOMHDIE YUACTKU X- U Y-
XPOMOCOM

—

/

O6MeH yuacTKkamu O6uwme reHbl PaHuLUbl y4YacTKOB leHeTnyeckun 6anaHc
Ha koHuax X- n Y- B nceBno0ayTOCOMHbIX [lceBOOayTOCOMHbIE Hannune obuimx
XPOMOCOM eCTb obnacrax 30Hbl 3aHMMALOT YYaCTKOB MOMOraeT
FOMOJTOrNYHbIE PACNONIOXEHDbI MEHbI, HeboNbLKne X- 1 Y-xpoMocoMaMm
30HbI, rAe BO3MOXHa NPUCYTCTBYOLME KOHLEBbIE NpPaBUIbHO
peKoMbUHaLUMS. Ha 06enx bparMeHThI PacxoANTbCs
Bnarogapa atomy XPOMOCOMaX. XPOMOCOM. npu Memose

4YacCTb FreHOB BeneT x HachepoBaHue OcTanbHag YacTb X 4 ﬂ%ﬂ..ﬂ.Gp)KMBaTb
cebda He KaK CTporo bnnke N NoYTU BCA Y- CTADVIIBHYID

X-vnun Y- K ayTOCOMHOMY, YeM XpomMocoMa nepenadvy HEKOTOPbIX
cLenneHHas. K KN1aCCUYECKOMY HacneayTcs reHoB B MOKONEHUAX.

/ NOSIOBOMY. / Mo NUHBIM npanmaM./ /




KomneHcauusa Ao3bl reHOB Y CAMOK M/IEKONUTAIOLLUX

NHakKTuBauus X-
XPOMOCOMDbI

Tenbue bappa

PaBHOBecCHe 3Kcnpeccuu

B paHHeM
SMOPUNOHANBbHOM
Pa3BUTUN Y CaAMOK

MNEKOMUTAoOLWMX OaHa
N3 X-XpOMOCOM
CTaHOBUTCA HEAQKTUBHOW.
IDTO CHUXKAET CYMMAPHYIO
aKTUBHOCTb X-
CUEMNMEHHbIX FEHOB
00 YPOBHA,
COMNOCTaBMMOrO
C CaMUaMMn.

NHakTnBMpoBaHHAA X-
XPOMOCOMa YMNIOTHAETCS
N BUOHA B a4pe
Kak Tenbue bappa. OHo
CNYXXUT
MOPdOIOrMYECKNM
NPU3HAKOM KOMMEeHCcaLUnmn
003bl FTEHOB Y KNETOK
*XEHCKOro opraHm3ma.

be3 3Toro MmexaHn3ama
kKneTtkn XX nonydanu 6ol
N36bITOYHOE KONMNYECTBO
6enkoB, KOAMPYEMbIX X-

XPOMOCOMOMWN.

NMHaKkTBaumna noMoraeT

BblpaBHMBATb paboTy

reHoB y 0601x NoOI0B.




BepoATHOCTM A9 NOTOMCTBA NPW Pa3HbIX POANTENbCKUX reHOTUNAX

|_|pl/l X-CLI,el_IerHHOM peuecCcCnMBHOM HocuTenbH1La X 3[0POBbIi My)X4MHa
HacieoBaHUUN UTOIN 3aBUCUT HE TOJIbKO B 5o/1LHO/ MyXunHa X 340pOBast KeHLHa
OT reHoTMna poanTeneun, Ho 1 OT Toro, B QBHOR MYAGINIE ¥ B B
Kakon non y pebeHka. 50
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30
Pa3Hble 6paK|/| Ad0T CYyWeCTBEHHO Pa3HbIE 2
PUCKW: OT OTCYTCTBUA DONbHbLIX OEeTEN 20
00 BEPOATHOCTUN NOParKeEHNA Y NOTOBUNHDI 15
NOTOMCTBA. 10

5
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30poBbIe Hocutenn bonbHble

* PacuéT no 3akoHaM MeHpena npna X-cuenseHHoro
peLeccMBHOro HacneaoBaHMA




POAOCNOBHDLIX

CxeMbl
HacnegoBaHUS
nomMorawT

Nno ceMenHoM
NCTOPUN BbISSBUTb
BEPOATHbIV TUN
nepenayvn NpmU3HakKa
N YCTAaHOBUTb, KTO

B pOoay MOXXET ObITb

HOCUTENEM MyTaunNn.

leHeTUYeckoe
KOHCYNbTUpPOBaHUe

Bpay obbdacHsaeT
CeMbe BO3MOXHble
PUCKM oNnga 6yayumx
neTen n nomMoraer
NPUHATb
OCO3HaHHOE

pelweHune,
ecnu B poay
BCTPeYanuchb
cuenneHHble

[NMpeHaTanbHan
ANArHOCTUKA

[1pn NoBbILLEHHOM
puckKe
HacneacTBeHHOro
3aboneBaHuA
NCNONb3YITCA METObI
PaHHEro KOHTponNS,
no3songdiolme BbIgBUTb
npobnemy ewe

0,0 POXKOeHns

NN B NepBble 3Tanbl
Pa3BUTUSA.

[IpaKkTUYecKoe 3HaueHne B MeaULNHE U CeMEeNHON FeHeTUKe

MNpodunakTuka
OCNOXXHEHUN

3HaHWe anarHo3a
3apaHee Ba*KHOo
ona HabnwopeHus,
Bbibopa 6e30nacHoOro
o6pa3a *KN3HU

N CBOEBPEMEHHOIO
neyeHuns, ocobeHHo
npun remounnnu

N Opyrmx
XPOHNYECKNX
HapyLeHUax.




U L o8 N

CoBpemeHHble MeToAbl U3YyUeHUn
cuensieHus C Nonom

Kapunotunuposanue

[Mo3BonaeT yBMaeTb HAOOP XPOMOCOM U BbIABUTb KPYMNHbIE HAPYLUEHUA YNCNa UKW CTPOEHUS
X- 1 Y-XpOMOCOM, KOTOPbIE MOTYyT BAVUATb Ha onpeaeneHne nona n HacneaoBaHe NPU3HaKoB.

AHanun3 poaocnoBHOU

ConocTtaBneHue NMPN3HaAKa Yy 4Y1eHOB CEMbU NMOMOIMraeT 3aNnoao3pPpUnTb X-CLI,el'IﬂeHHbIlZ nnn Y-
cueneHHbIN XapaKTepP HacnegoBaHA N Bble/TlnTb TUNMNMYHBbIE NOBTOPAKOLWLNECA
3dKOHOMEPHOCTUN MO NOKONEHUNAM.

MUP-puarHocTunka

MeTop BbigaBNAeT KOHKpeTHble yYacTkmn JHK n noMoraet obHapyXmTb MyTaumio B HY»>KHOM
reHe, ga)ke ecnm BHELWHWE NPU3HAKKM eLlé He NPOoABUINCD.

CekBeHunposaHune [1HK

[lo3BoNAET TOYHO onNpenennTb NOCNeoBaTEIbHOCTb HYKIE0TUA0B U HANTU TOUEYHbIE
N3MEeHeHWUs, BCTaBKN NN aeneunmn, cBa3aHHble C HacneacTBEHHbIMU BOME3HAMM NONOBbIX
XPOMOCOM.

Ba3bl MyTaunm

CnpaBo4Hble pecypcbl cObUpPaoT cCBEAEHMA O BbIABNEHHbIX BapWaHTaX reHoB N KIUHUYECKUX
NPOABMNEHUNAX, YTO YCKOPAET MHTEPNPETALIMIO PE3YNbTAaTOB U MOCTAHOBKY AMarHo3a.




ol

raa non BAusieT
Ha HacneaoBaHMe

[eHbl NOOBbIX XPOMOCOM HacneayrTca No ocobbiM NPaBUIgM, MOITOMY
OOHW NPU3HAKM Yalle NPOoABNATCA Y MYXKUUH, a Apyrue nepenatoTcs
TONbKO M0 MY>XCKOW TMHUN. DTN 3aKOHOMEPHOCTW Ba*KHbl A9 FrEHETUK
n MeanuUnHbI.




