«Bce Mbl CTOMM Ha nfievyax Hawunx npeakoB»

I'eneTuka nmoJsa. Haciaeanosanue,
ClleIIJIEHHOE C I10JIOM.




KapTa XpoMOCOMHOr0o Ha0opa uejioBeKa

Kapunotun yenoBseka coaepXxuT 22
napbl XPOMOCOM, O4NHAKOBbLIX Y
MY>KCKOIO U >XEeHCKOro opraHmama, u
O4HY Napy XpPOMOCOM, N0 KOTOPOu
pasnuyarTcsa oba nona. XpoMoCcoMmbl,
onHakoBble y 0bomx Nonos, Ha3blBa-
0T ayTOCOMaMUnU. XpOMOCOMbI, MO
KOTOPbIM MY>CKOW N XXEHCKNU Non
OTNnuYyaroTCsa Apyr OT gpyra - ato
NonoBbLIE UITN TETEPOXPOMOCOMBbI.
[TonoBble XPOMOCOMbI Y XXeHLLNH
OOVHAKOBbI, NX Ha3bIBalOT X-XpPOMOCO-
MaMU. Y MYXHYUH MMeeTca X-XPOMOCO-
Ma 1 ogHa Y-Xpomocoma.
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[NONOBIE XPOMOCOMB!

NMONoBbIE XPOMOCOMbI )KEHLIJMHbI HOJ'IOBbIE XPOMOCOMbI MY)KHVIHbI

Mapy XxpOMOCOM, KOTOPOW XEHCKWUIA MON OTNMYaeTCcA OT MYXCKOro, Ha3blBaloT NOMoBbIMU
XpoMocomMamu. Y XeHLIUH Nonoeble XxpoOMOCOMbl 0ANHaKoBble — MX 0603Ha4alT XX, a B KneTkax
Y MY>X4YMH OHU pasHble — X 1 Y.



I'eHeTyeckoe O0OBSICHEHHE COOTHOIIIEHUS I10JI0OB
y ueJIoBeKa

B pesynbrate rametoreHesa Bce fAunLue-
KIMETKN MMEKT MO OAHOM X-XpOMOCOMe, a
cnepmMaTto3onabl - raMeThbl ABYX COPTOB: MO-
noBnHa HeceT X-XpPOMOCOMY, MoSsioBUHaA —
Y-xpomocomy. [lorn notomka 3aBUCUT OT TO-
ro, Kakowm crnepmMum OnnogoTBOPUT  AunLe-
KIeTKy. Ecnn  aunueknetka  onnogoT-
BOPSETCA cnepmaro3ouaom, Hecywmm X-
XPOMOCOMY, pPa3BMBAETCH XEHCKUM opra-
HM3M. Ecnn anuekneTka onnogoTBOPAETCS
cnepmMaTo3onaomM, HecyLmnm Y-XPOMOCOMY,
pPa3BUBAETCHA MY>XCKOW OpraHn3Mm.

KeHwmHbl (XX) nmeloT ogHy X-XpOMOCOMY
OT OTUa M OAHYy X-XPOMOCOMY OT Marepwu.
MyxumHa (XY) nonyyaetr X-XpoOMOCOMY

TONbKO OT Marepu. JATuM 0bycrnoBneHa

OCODOEHHOCTb HacnegoBaHUA reHos,

pPacCnosioXXeHHbIX B MOJ10BbIX XPOMOCOMaXx.

Genorunsl podureasexux  Camka X Cawel
ocofei (9) (o

lexorunw podureavexux XX X XY
ocobedl (3n )

Metos
Tamersi (n) @ @ 4 ® ®

Cayuailnoe
onaodorsopenue

Teorunsi noromxos(3n) XX XY qu \Y
Oenorunsi noronkos & ¢ d

Y pa3nenbHoNnosbiXx OpraHM3MOB COOTHOLLEHNE
nonoB 0bbI4HO cocTaendeT 1:1, T.e. camLbl U
CaMKW BCTpeYaroTCs OANHAKOBO YacTo




XPpOMOCOMHOE OoIIpeaeJIeHUE IM0JIA

FTOMOTAMETHbIV MON FETEPOFAMETHbIN MON
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MTULA

Mon, chopMUpyIOLLKIA raMETbI, OIMHAKOBbIE MO MOMOBbIM XPOMOCOMaM,
Ha3blBaKT FOMOraMeTHbIM, 8 HEOAMHaKOBbIE — rETEPOraMeTHbIM.




XPpOMOCOMHOE OoIIpeaeJIeHUE IM0JIA
lMon, cogepawmm B CBOUX Krietkax aBe X-XpoMOCOMbI, Ha3biBaeTCH

. FOMOrameTHbIM, a cogepxawmm u X- u Y-XxpoMOCOMb! -
N rereporameTHbIM.
3

F

’ernoBeka, 6oNbLUIMHCTBA NO3BOHOYHbIX, MHOMUX g,
HaCceKoOMbIX U OBYOOMHbLIX pacTeHUN FOMOraMeTHbIM SBMAETCS XXEeHCKUU
A ). a reteporaMeTHbIM — My>CKou nos (XY).

&
Ui ni-‘.,.gf TV, babo4ek, penTumm, XBocTaTbix amdpnbnn -

aMeTHbIM ABRAeTCA MYyXckour non (XX), a rereporaMmeTHbIM —
XeHckuin non (XY). NonoBble XpOMOCOMbI Y 3TUX BUAOB MHOrAa

obosHa4vatoT bykBamu W u Z, npun aTom camubl 0003Ha4aroTCs
cumBonamun ZZ, a camkm WZ.

Y NpAMOKpPbINbIX (Ky3HEYNMKOB) rOMOraMeTHbIM
ABMAETCA XeHCKu nos (XX), a MoHoraMmeTHbIM — My»ckoun ron (XO).




XPpOMOCOMHOE OoIIpeaeJIeHUE IM0JIA

nonaus LMPOKO pacrnpocTpaHeHa y nyen u

2 Y 3TUX OpPraHN3MoB HET MOMNOBbIX XPOMOCOM:
caMKu — 9TO gunnougHble ocobu, a caMubl —
rannovgHble. - -

Y HEKOTOPbLIX XXUBOTHbIX OnpeaerneHne nona 3aBmMcuUT OT
BHELLUHUX ycrnoBun. Hanpmumep, y MOPCKOro YepBst OOHENuu,
ocobu, KoTopble B NMUYNHOYHON CTaann ocTtatoTcs cBOOOAHO
naBakmLMMN, CTAHOBATCH caMKaMu, a NIMYNHKM,
NPUKPENMBLLMECA K TeNny B3POCIION CaMKU, NpeBpaLlarTCcd

B CaMLIOB B pe3yrnbrate MyCKYNMHU3UPYIOLLEro AENCTBUS
ropMOHa, BblAENIIEMOro CamMKOMN.
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l1Ipu3sHaku crierieHHbIE C I10JI0OM

X Y [lpu3Hakn, Hacnepyemblie C NOSIOBLIMU
v Xpomocomamu X 1 Y, nonyumnu
@ Ha3BaHUe cuenneHHbIX C NOJIOM.

Y-XpOMOCOMY Ha3bIBaklOT FEHETUYECKN MHEPTHOU USTU FTeHETUYECKHN
NYyCTOWN, TaK KaK B HeM OYeHb MaJsio reHoB.

Y 4YenoBeKka Ha Y-Xxpomocome pacnonaraeTtcsa psaa reHos,
perynupyrowmx crnepmatoreHes, NpPOABJIEHUA aHTUNeHOB
rMCTOCOBMECTUMOCTU, BINAIOLLUX HA pa3Mep 3yOOB U T. A.

U3BecTHbI aHomanuun, cuensieHHble ¢ Y-XpOMOCOMOM,
KOTOpble OT oOTua nepegawTCd BCEM CbIHOBbSM
(yewyn4yaToCTb KOXW, nepernoH4yaTtble Nanbubl, CUIbHOE
OBOJIOCEHUE Ha yluax).



IHoapooHasa kapTa X-XpOMOCOMBI UeJI0OBEKa

U3BecTHO Oornee
370 bone3Heu
cuenrfieHHbIX ¢
X-XpomMocomoMn.

NMocKonbKy y
0CO00EeUn MyXCKOoro
nona ogHa X-
XpomMmocoma, To Bce
FloKann3oBaHHbIE B
HeWu reHbl, gaxe
peuecCUBHbIE,
cpa3sy xe
NPoOsIBNAIOTCA B
¢deHOTHUNE.

hMellweyHaa aucTpoduA JoWweHHa
MelweyHaa gucTpoduA Bekkepa

HKPOHWYECKAA rpaHynemaTosHan
BonezHe

BonezHe Hoppu |

CuaepofnacTHaa aHemuA
CuHOpom Aapckora - CKOTTa
MemMonUTUYecKan aHemMuA

ArammarnobynuHemMua
CuHAapomM KeHHegu

BonezHe MNenuueyca-Mepubaxepa
CUHApOM ANbNOpTa
BonezHe ®abpu

MIMyHHaA HeA0CTaTOYHOCTE

NumdonponubepaTUEHbIA
CHMHAPOM
MMyxoTa U aneBUHKUZEM

MxTHO3
HexeaTka cynb@daToe B CTEROMAER NNALUEHTHI
CHHApomM KanemaHa

MnodgochaTtiAa
MMnomarduemMua
MMazHoW anbBUHUEM
PawenuHa cemdaTku

ApTepraneHaAa runonnasuMa
MuuepKuH-KMHaza aeduyuT

DeduumT OpHUTHUHE

HeycToOHYMEAA NUIMEHTAUMA
CuUHApoM BUcKOTTa-ONapuya
CvHApomM MeHkeca

HeuyecTEMTENBHOCTE @aHApOreHa

HeeponatuAa Wapko-Mapu-Tyca
PacwenneHue HEDA
CynopoxKHaA napannerva

PRFPS nogarpa
Cunapom Noy

CuHapom Newa-HalxaHa
HPRT nogarpa

CHHAROM XaHTa
MemogpunuAa B

Mremodunua A

KPOHWYECKAA TEMONUTHYECKAA aHEMMA
MaHWakaneHo-AenpeccueHoe 3aboneeaHue
QOcnenneHue APKMMK LEETaMM
AnpeHonelkogucTpodua
ANNEHOMUWENOHEBPONATHA

MycKyNneHaA gucTpoduA

HecaxapHeld guaber




CuenneHHoe € NOJQIOM HacriegoBaHue

JanbTOoHN3M, YacTU4YHaA LBeToBas crenorta, oaguH U3 BMOOB
HapyLeHUs UBeTOBOro 3peHuns. to 3aboneBaHne BrnepBbie ONUCAHO B
1794r. JlansTOHU3M BCcTpeyaeTcs y 8% Myx4uH U 'y 0,5% XKeHLUnH.

anxpomasus

C nomMoLwbo 3TUX TAONNL, MOXHO
HapyLlleHue uBeTooLlyweHus. B
Tabnuue Ne 1 nroam ¢ HopManbHbIM
3peHunemM BUAAT undpy 16.

ooy ¢ npuoOpeTeHHbIM
pacCcTPOMCTBOM 3PEHUA C TPYAOM
Unn BoBCe He pasnuyaroT undpy 96
B Tabnuue Ne 2.




I'emoniaua

I'emoduinua - cuelieHHOoe € II0JI0M pelleCCuBHOe
3a0o0JieBaHue, IIPU KOTOPOM HapyIllaeTcsa o0pasoBaHUeE
¢daxropa VIII, yckopsarmoiiero ceeprbiBaHue Kposu. I'eH,
AerepMuHHUpyomun cuares paxkropa VIII, Haxoaurcsa B
ydacTke X-XpOMOCOMBI, HE UMEIIIeM rOoMoJI0ra,
MIPEeACTABJICH ABYMA AJIJICJIAMUA - JOMUHAHTHBIM
HOPMAaJbHBIM U PEIlEeCCUBHBIM MYTAaHTHBIM.

KpoBOTOUYMBOCTH NIPU reMo(PUInu NPOABIAETCA C
paHHero AercrBa. /[axe J€érkue yurnobl BbI3bIBAIOT
OOLIMPHBbIE KPOBOUIJINUAHUA - MOAKOZKHBIE,
BHyTpuMbIlieuHble. [lope3sl, yiaieHue 3yoa u ap.
COIIPOBOKAAIOTCA OMACHBIMMU /1A dKU3HU
KPOBOTEUEHUAMU, MOT'YT BbI3BAaTh CMEPTh.



«IHapckaa 00/1e3Hb»

JTO naTtonorM4yeckas MyTauuma B reHe
F8C Obina B reHoTUNEe HacneaHuka
LLIApPCKOro npecrosia pycckoro uaps
Anekces.

femodununa A — Taxenasn
HacrieacTBeHHana 6onesHb, NopaxarLlas
MOYTU UCKNIOYUTENIBHO NI0AEU MYXCKOrro
nona. B cpeagHem, oanH u3 10 000
MaJsib4MUMKOB POXAOAETCA C 3TOMU
natosnioruen, u Tonbko B 70% crny4yaeB B
ero poaocyioBHOU MOXXHO HaUTU yYKa3aHUNA
Ha HacneAcTBEHHYIO nepenavy
MYTaHTHOro reHa. 3To 3HA4YUT, UTO ANNA
KaXXOoUu TpeTben ceMbiu, B KOTOPOU
CIlyuYMIOCb TaKoe HecyacTbe, nocnegHee
ABJIAETCA NMOJSIHON HEOXXNOAHHOCTLIO.




PogocsioBHasI MIOTOMKOB aHIVIMMCKOUN KOPOJI€EBbI
Buxktopuu. IIpeamoJsararwT, 4TO reH reMo(Quinm
BO3HHUK B pe3yjIibTaTe MyTallu: Y CAMOU KOPOJIEBbI
BuKTOpPUU NJIU Y OTHOTO U3 €€ POAUTEJIEN.
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PoagociioBHaA HAC/IeAOBAHUA reMO(MOUINU Y
TesieyToB KemepoBckou odJiacTu.

B KemepoBckoun obrnactn B benoBCKOM paoHe NpoXXuBaeTt
KOpPeHHOe HacerieHue — TeneyThbl, Y KOTOPbIX HabnroaaeTcs
remodounus.

femodunua npocnexuBaeTcsa B NATU NokoneHnsx. 06 atom
cBuaeTesibCTByeT poaocnoBHas. [peanonararoT, YTO 3TO BHOBb
BO3HUKLUAsA MyTauusa, poaoHadyanbHMKOM KOTOPOMN ObIn My>XYMHa
(nMn6o ero maTb).

Cenyac 3To 3aboneBaHue LWUUPOKO pacnpoCcTpPaHUNOCh B AaHHOM
nonynsauuu. Ecnu B Mmupe B cpeagHem ot 6,6 0o 18 60nbHbIX
npuxoautca Ha 10000 My>X4uH, TO y TereyToB YacToTa 3aboneBaHusA
remocpunuen 3 yenoseka Ha 1000 My>X4uMH, YTO NpeBbILWIAET
MMUPOBOM YPOBEHb B COTHU pa3. Takmm obpa3omMm, MOXXHO FrOBOPUTL O
BbICOKOM HAKOMMISIEMOCTU reHa remocounum B nonynsiiMm TeneyTos.
Bo3HMKaeT cepbe3Hasa OnacHOCTb A1 AaHHOW HapOAHOCTMH,
NMOCKOJIbKY YNCNIEHHOCTb €€ Bcero 3, STbICAYM YesioBeK .



PopnocnoBHasa HacneaoBaHusa remoounum y
TeneytoB KemepoBCKOU obnacTu.

=] (] wggb -
Qopmaanaﬂ KEHLUMHa Hopn{ bl MyX4MHa

Q XeHwWwunHa- HocuTenb

- My>XuymnHa - reMmopuUnuk

. XXeHLnHa- BepOATHbIN HOCUTENNb




Jamzaua

N3yumB pooocnoBHYHO HacnegoBaHusa remodpunuu vy
TeNeyToB MOXHO HaUTU CeMbHo, B KOTOPOU XEHLUMHA —
HOCUTENb Bbllfla 3aMyX 3a 300pOBOro MyXx4duHy. OT
aToro Opaka poaunocb AOBOe [AOeTeUu: ManbuuK -—
reMmopusIMK U OeBOYKa — npepnornaraemMbin HOCUTENb

3aboneBaHuA.

e =

Poautenu oyeHb o6ecnokoeHbl 340pOBbLEM CBOUX AeTen
U BHYKOB. [laTe NporHo3 B OTHOLUEHNUN 300POBbA BHYKOB

B 3TOUN ceMbe.




Cxema HacjeZ0BaHUA reMoO(PHuaIum

Matps — HOocuTe b reHa remodumiauu (XHXh), oren 3gopos (XHY).

H - yopmansusiit anens  (AOMMHAHTHBIR)
R~ arens remodunn (peueccHBrbIH )

X X -xeHckne XpoMocoOMe!

XY -MyxcKHe XpoMOCOMB]

Penorunvt podurese 300poBad KeHWHHE 3 3A0POBBIA MYKWHH
{HOCHTED)
Texorunst podureaeii (2n) xH xh X xHy
Metoz
(/"\\_ /‘\ /"\\ /.\
J : H' i h ) x 5 H ] ‘ \ )
Famersi (n) X XY SR
Cayuaunoe onaodoreoperue
[enorunvt noromxoe (2n) XH XH xHy xh xH xhy
Penorunst ROTOMKO8 3nopopas 3noposstit  3n0posan  MyKuma ¢
KEHUMHAE MYKYMHa OKeHUIMHa reModnike
(HOCHTEND)

Ocobu XxxeHCKOro norsa, retTepo3mrotTHblie no sil6omMy U3 cuenneHHbIX
C NOJFIOM NpPU3HaKoB, (PeHOTUNUYECKU HOPMaJSibHbI, HO NOJIOBMHA UX
rameTt HeceT peLecCuBHbIN reH. HecmoTpa Ha Hanu4yne y oTua
HOPManbHOro reHa, CbIHOBbSfl MaTepeu-HocuTesrien C BepPOATHOCTLIO
50% oyanyT cTpagaTtb remocunuen.



PopnocnoBHasa HacneaoBaHusa remoounum y
TeneytoB KemepoBCKOU obnacTu.
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Qopmaanaﬂ KEHLUMHa Hopn{ bl MyX4MHa

Q XeHwWwunHa- HocuTenb

- My>XuymnHa - reMmopuUnuk

. XXeHLnHa- BepOATHbIN HOCUTENNb
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10.

OTBeThTE HAa BOIIPOCHI

Kak Ha3bIBaKoTCH XPOMOCOMBLI, OANHAKOBbIC Y oboux nonoB?

Kakne xpoMocoMbl Ha3bIBakOTCH NOMOBbLIMU UMK
retepoxpomocomMmamun?

OT 4yero 3aBMCUT non dbyayuiero NOToMmka?
Kakon non n noyemy Ha3biBaeTcs roMmoraMmeTHbIM?
Kakow non Ha3bIiBaeTcs reteporameTHbIM?

Kakou non romorameTteH Yy YelioBekKa, OONbLUMHCTBA MO3BOHOYHbIX,
MHOIr'mX HaCeKOMbIX U ABYAOMHbIX paCTEHMﬁ?

Kakow nosn romorameTeH y ntuy, 6adboyek, penTunmm, XBoctaTtbIX
amcunounn?

Kakue NMPU3HAaKN Ha3biBakOTCA CLenJfieHHbIMU C nonom?

lMoyemy y ocoben MyKcKkoro nosna B ¢peHoTUNE cpa3y NPOSABAAIOTCA
Aaxe peueccuBHble NPU3HAKU, CBA3aHHbIe ¢ X -XpoMmocomMmon?

NMpuBegute npumepsbl 3ad6oneBaHUN, cUuEenJieHHbIX C NOSIOM?



3agayuvm no reme
«HacnenoBaHue cuenneHHoOe C NOJIOM»

f'Mnonna3ua amanu HacrneayeTcA Kak cuensieHHbIn ¢ X —
XpOMOCOMOUN AOMUHAHTHbIW NpU3Hak. B ceMmbe, roe o6a poautens
cTpaganu 3ToM aHoMarnuen, poausrics CbiH ¢ HopMasibHbIMU 3ybamu.
Kakum 6yaeTt BTOpO#M CbIH?

Y yenoBeka ncesgoruneprTpodpunyeckas MyckyrnbHasa guctpodusa
3akaHuyuBaeTcs cmeptbio B 10 — 20 neT. B HeKOTOPbIX CeMbsIX 3Ta
Oone3Hb 3aBUCUT OT PeL,eCCUBHOIo CLUensieHHOro ¢ NosiomMm reHa.
Bone3Hb 3aperMcTpmMpoBaHa TONbKO Yy Manb4YukoB. Ecnun 6ornbHbIe
MaribYMKu ymMmparT A0 AeTOPOXAEeHU s, TO NovYemMy 3TO 3aboneBaHue
He nc4yesaet U3 nonynauun?

'MnepTpunxo3 (BbipactaHue BOJSIOC Ha Kparo YLWHOW PaKOBUHLI)
HacrnenyeTca Kak Npu3sHak, cuenneHHbin ¢ Y —-xpomocomon. KakoBa
BEePOATHOCTb POXAEHUA AeTen U BHYKOB C 3TUM NMPU3HAKOM B CeMbe,
roe oteu v geaylika obrnaganu runepTpmxosom?



