«Bce Mbl CTOMM Ha nfie4yax Hawunx npeakoB»

I'eHeTunka nmoJsia. HaciaeanosaHue,
ClIEeIIJICHHOE C I10JIOM.




KapTa XpoMOCOMHOTr0O Ha0oOpa uejioBeka

Kapunotun yenoseka coaepXxuT 22
napbl XPOMOCOM, O4NHAKOBbLIX Y
MY>KCKOIO U >XEeHCKOro opraHmama, u
O4HY Napy XpPOMOCOM, N0 KOTOPOu
pasnuyarTcsa oba nona. XpoMoCcoMmbl,
odnHakoBble y 0bomx Nonos, Ha3blBa-
0T ayTOCOMaMUnU. XpPOMOCOMbI, MO
KOTOPbIM MY>CKOW N XXEHCKNX Non
OTNnuYyaroTCsa Apyr OT gpyra - 3ato
NonoBbLIE UITN TETEPOXPOMOCOMBbI.
[TonoBble XPOMOCOMbI Y XXeHLLNH
OAVHAKOBbI, NX Ha3bIBalOT X-XpPOMOCO-
MaMU. Y MYXHYUH MMeeTca X-XPOMOCO-
Ma 1 ogHa Y-Xpomocoma.
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NMonoBbIE XPOMOCOMbI M UHbI

Mapy XpoMOCOM, KOTOPOW XEHCKUA NOMN OTNUYAETCA OT MY>XCKOro, Ha3biBaloT NONoBbIMU
XpoMocoMaMM. Y XeHLUUH Nonoeble XpoOMOCOMbl 0ANHaKOBble — UX 0603HavaloT XX, a B KneTkax
Yy MY>XYUH OHU pasHble — X U1 Y.



I'eHeTHUYECKOE O0OBACHEHHUE COOTHOIIIEHUA IT0JIOB

Y 4€/J10BECKa
B pesynbrate rameTtoreHesa Bce SiLe-
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noBnHa HeceT X-XpOMOCOMY, nosioBuHa — |ocobei (2n)
Y-xpomocomy. [lon notomka 3aBUCUT OT TO- Medos
ro, Kakoum crnepmMum OnnogoTBOPUT  AunLe- ®
KIeTKy. Ecnin  anueknetka  onnogot- |lamers (n) @ @ 5 ®
BOPSETCA cnepmaro3ouaom, Hecywmm X-

XPOMOCOMY, pPa3BMBAETCH XEHCKUM opra- g%’ﬁmm

HM3M. Ecnn anuekneTka onnogoTBOPAETCS XY x N
_ lenorunsi noromo(2n) XX g q

CMepmMaTo30MaoM, HECYLUUM Y-XPOMOCOMY, | gavommu notomkos 3 o 0

pPa3BMUBAETCHA MY>XCKOW OpraHm3Mm.
Y pa3geribHonoMnbIX opraHM3MOB COOTHOLLEHUE

nonoB 0bbI4HO cocTaendeT 1:1, T.e. camLbl U
YKeHLLMHb! (XX) MEIOT OfHY X-XPOMOCOMY CaMKW1 BCTpeYatTCs 0O4MHAKOBO YacTo
OT OTUa U OOHY X-XPOMOCOMY OT MaTepu.
Myx4dnHa (XY) nony4aer X-XpOMOCOMY
TONbKO OT MaTtepu. ITuUM OOycnosrieHa
0CODEHHOCTb HacrnegoBaHuUd ’eHoB,

pPacCnosioXXeHHbIX B MOJ10BbIX XPOMOCOMaXx.




XPpOMOCOMHOE OoIIpeeJIeHUE IM0JIA

FTOMOTIAMETHbIV NOon TETEPOIAMETHbIV MO~
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Mon, hopMUPYIOLLNIA raMETbI, OMHAKOBbIE MO NMOMOBbIM XPOMOCOMaM,
HasblBalOT FOMOraMeTHbIM, @ HEOUHAKOBbIE — FETEPOraMeETHbIM.




XpPOMOCOMHOE OoIlpeaAeJeHuE I10/1a

lMon, copepxawmm B CBOUX Krietkax aBe X-XpoMOCOMbI, Ha3biBaeTCH
R romorameTHbIM, a cogepxawmm n X- n Y-XxpoMmocombl -

-~ Y -.

rereporamMmeTHbIM.

HaceKkoMbIX 1 ABYOOMHbIX paCTeHUN TOMOraMeTHbIM SBMSAETCH XXEHCKUN
nosn (XX), a reteporaMeTHbIM — MY>XCKoun nos (XY). 5o

XeHckuin non (XY). NonoBble XpOMOCOMbI Y 3TUX BUAOB MHOrAa
obosHa4vatoT bykBamun W u Z, npu aTom camubl 0003Ha4aroTCs
cumBonamun ZZ, a camkm WZ.

Y NpAMOKpPbINbIX (Ky3HEYMKOB) rOMOraMeTHbIM
ABMAeTCA XeHcKkun nos (XX), a MoHorameTHbIM — My»ckoun ron (XO).



XPpOMOCOMHOE OoIIpeeJIeHUE IM0JIA

777 annongmsa LWMPOKO pacnpocTpaHeHa y nyen u
MYypaBbeEB. Y 3TUX OPraHN3MOB HET NOSTOBbIX XPOMOCOM:
caMKu — 9TO gunnougHble ocobu, a caMubl —
rannovgHble. - -

Y HEKOTOPbLIX XXUBOTHbIX OnpeaerneHne nona 3aBmMcuUT OT
BHELLUHUX ycrnoBun. Hanpmumep, y MOPCKOro YepBst OOHENuu,

0cobu, KOTopble B IMYNHOYHOWM CTaauu ocTalnTcs cBoO6ogHO
nraBaloLLMMMN, CTAHOBATCA caMKaMu, a NMUYUHKMU,

B CaMLIOB B pe3yrnbrate MyCKYNMHU3UPYIOLLEro AENCTBUS
ropMOHa, BblAENIIEMOro CamMKOMN.




l1Ipu3sHaku crierieHHbIE C I10JI0OM

X Y [lpu3Hakn, Hacnepyemblie C NOSIOBLIMU
v Xpomocomamu X u Y, nonyuumnu
@ Ha3BaHUe cuenneHHbIX C NOJIOM.

Y-XpOMOCOMY Ha3bIBaklOT FEHETUYECKN MHEPTHOU UJTU FTEeHETUYECKHN
NYyCTOWN, TaK KaKk B HeM OYeHb MaJsio reHoB.

Y 4YenoBeKka Ha Y-xpomocome pacnonaraeTtcsa psaa reHos,
perynupyrowmx crepmatoreHes, NpPoOSABJIEHUA aHTUNeHOB
rMMCTOCOBMECTUMOCTU, 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
cLensieHHbIX C
X-XpomMocomoMn.

NMocKonbKy y
0CO00EeUn MyXCKOro
nona ogHa X-
XpomMmocoma, TO Bce
FloKann3oBaHHbIE B
HeWu reHbl, gaxe
peuecCUuBHbIE,
cpa3sy xe
NPoOsAIBNAIOTCA B
¢deHoOTHUNE.

hMellweyHaa aMcTpoduA JoWweHHa
MelweyHaa gucTpoduA Bekkepa

HKPOHWYECKAA rpaHynemaTosHan
BonezHe

BonezHe Hoppu |

CuaepofnacTHaa aHemuA
CuHOpom Aapckora - CKOTTa
MemMonUTUYecKan aHemMuA

ArammarnobynuHemMua
CuHAapom KeHHegu

BonezHe MNenuueyca-Mepubaxepa
CUHApOM ANbNOpTa
BonezHe ®abpu

MIMyHHaA HeA0CTaTOYHOCTE

NumdonponubepaTMeHbIA
CHMHAPOM
MMyxoTa U aneBUHKUZEM

MxTHO3
HexeaTka cynb@daToe B CTEROMAER NNALUEHTHI
CHHApoM KanemaHa

MnodgochaTtiAa
MMnomarduemMua
MMazHoW anbBUHUEM
PawenuHa cemdaTtku

ApTepraneHaAa runonnasuMa
MUuepKuH-KMHaza aeduyuT

DeduunT OpHUTHUHE

HeycTOHYMEAA NUIMEHTAUMA
CuHAapoM BUcKoTTa-Onapuda
CvHApomM MeHkeca

HeuyecTEMTENBHOCTE @aHApOreHa

Heeponatua Wapko-Mapu-Tyca
PacwenneHue HEDA
CynopoxKHaa napannerya

PRFPS nogarpa
Cunapom Noy

CuHapom Newa-HalxaHa
HPRT nogarpa

CHHAOPOM XaHTa
MemogpunuAa B

Mremodunua A

KPOHWYECKAA TEMONUTHYECKAA aHEMMA
MaHWakaneHo-AenpeccueHoe 3aboneeaHue
QOcnenneHue APKMMU LEETaMM
AdpeHonelkogucTpoduA
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 TAaONNL, MOXHO
HapyLlleHue uBeTooLlyweHus. B
Tabnuue Ne 1 nroam ¢ HopManbHbIM
3peHunemM BUAAT undpy 16.

Ilrogyn ¢ npuoOpeTeHHbIM
paccTpPOMCTBOM 3PEHUA C TPYAOM
Unn BoBCe He pasnuyarT undpy 96
B Tabnuue Ne 2.




I'emoniaua

I'emodnina - cuelyieHHOe € II0JI0M pelieCCuBHOe
3a0o0JieBaHue, IIPU KOTOPOM HapyIllaeTrcsa o0pasoBaHUeE
¢daxropa VIII, yckopsamoiero ceeprbiBaHue Kposu. I'eH,
AerepMuHHUpyomun cuares paxkropa VIII, Haxoaurcsa B
ydacTke X-XpOMOCOMBI, HE UMEIIIeM rOoMoJI0ra, 1
MIPEeACTABJICH ABYMA AJIJICJIAMUA - JOMUHAHTHBIM
HOPMAaJbHBIM U PEIlEeCCUBHBIM MYTAaHTHBIM.

KpoBOTOUYHMBOCTH NPU 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 CMEPThb.



«IHapckaa 00/1e3Hb»

JTO naToriorm4eckaa MyTtauumsa B reHe
F8C Obina B reHoTUNEe HacneaHuka
LLAPCKOro npecrosia pycckoro uaps
Anekces.

femodununa A — Taxenasn
HacreacTBeHHasa 6orne3sHb, NopaxarLas
MOYTU UCKNIOYUTENIBHO NI0AEU MYXCKOro
nona. B cpeagHem, oanH u3 10 000
MaJsib4MUKOB POXAOAETCA C 3TOU
natosnoruen, u Tonbko B 70% crny4yaeB B
ero poaocyioBHOU MOXHO HaUTU yKa3aHUNA
Ha HacneAcTBEHHYIO nepeaavy
MYTaHTHOIoO reHa. To 3HA4YUT, UTO ANNA
KaXXOou TpeTben ceMbu, B KOTOPOU
CIlyuYMIOCb TaKoe HecyacTbe, nocnegHee
ABJIAETCA NOJSIHON HEOXXNAAHHOCTLIO.




PogocsioBHas MIOTOMKOB aHIVIMMCKOUN KOPOJI€EBbI
Buxkrtopuu. IIpeamoJsararwT, YTO reH reMo@uinm
BO3HUK B pe3yjIibTaTe MyTalliu1 Y CAMOU KOPOJIEBbI
BuKTOpPUU NJIH Y OTHOTO U3 €€ POAUTEIEMN.
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PoagociioBHaA HAcC/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 remounum y
TeneytoB KemepoBCKOU obnacTu.
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Qopmaanaﬂ KEHLUMHa Hopn{ bl MyX4MHa

Q XeHwWwunHa- HocuTenb

- My>XuymnHa - reMmopuUnuk

. XXeHLnHa- BepOATHbIN HOCUTENNb




Jamzaua

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

3aboneBaHuA.

e =

Poaoutenu oyeHb o06ecnokoeHbl 340pOBbLEM CBOUX AeTen
U BHYKOB. [lanTe NporHo3 B OTHOLUEHNUN 300POBbA BHYKOB

B 3TOUN ceMbe.




Cxema HacjieZO0BaHUA reMOo(PHuaIum

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

H ~ HOPMAbHALIN AINeNs ( AOMHHAHTHLIN )
h — aens remodunuy (peuecCHBHbLIH)
X X —xeHcKHe XPOMOCOME!
XY -My%cKue XpoMOCOMEL
Penorunsl podureneu 3N0POBAA MEHIWMHA ¢  3A0POBLIA MyKH
{HOCHTE!D)
{'enorunti podureaeii (2n) xH xh X xHy
Meiioa
rary | 7 o\ o) N
Famers (n) (xH) (xh) « (xH) | \/:
\\ /‘/ \\- -_/ \-/ 9
Cayuatnoe oniodoreéopenue
' . JHy hy
lenorunw noromxoe (2n) XH xH xHy xh xH XY
PenoTuUnsvl NOTOMKOE 3noposas 3nopossiit 3noposax  MyxwHHa ¢
WEHUIMHE MYKYMHA  oKeHuaHa remodumed
( HOCHTENIDL)

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 remounum y
TeneytoB KemepoBCKOU obnacTu.
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Q XeHwWwunHa- HocuTenb

- My>XuymnHa - reMmopuUnuk

. XXeHLnHa- BepOATHbIN HOCUTENNb
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10.

OTBeThTE HAa BOIIPOCHI

Kak Ha3bIBaloTCH XPOMOCOMBLI, OANHAKOBbIC Y oboux nonosB?

Kakne xpoMocoMbl Ha3bIBakOTCH NOMOBbLIMU UMK
retepoxpomocomMmamum?

OT 4yero 3aBMCUT non dbyayLiero NOToMmka?
Kakou non n noyemy Ha3biBaeTcs roMmoraMmeTHbIM?
Kakow non Ha3bIiBaeTcs reteporameTHbIM?

Kakon non romorameTteH Yy YelioBeKa, OONbLUMHCTBA MO3BOHOYHbIX,
MHOIr'mX HaCeKOMbIX U ABYAOMHbIX paCTEHMﬁ?

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

Kakue NMPU3HAaKN Ha3biBakOTCA CLUenfieHHbIMU C nonom?

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

NMpuBegute npumepsbl 3ad6oneBaHUN, CUuEeNJIeHHbIX C NOSIOM?



3agayuvm no reme
«HacnenoBaHue cuenfneHHoOEe C NOJSIOM»

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

Y yenoBeka ncesgoruneprTpodpunyeckas MyckyrnbHasa guctpodusa
3akaHuymBaeTcs cmeptbio B 10 — 20 neT. B HeKOTOPbLIX CeMbsIX 3Ta
Oone3Hb 3aBUCUT OT PeL,eCCUBHOIo CUensieHHOro ¢ NosiomMm reHa.
Bone3Hb 3aperMcTpmMpoBaHa TONbKO Yy Manb4YukoB. Ecnun 6ornbHbIe
MaribYMKM ymMmparT A0 AeTOPOXAEeHUs, TO NovYemMy 3To 3aboneBaHue
He nc4yesaet U3 nonynauun?

'MnepTpunxo3 (BbipactaHue BOJIOC Ha Kparo YLWHOW PaKOBUHLI)
HacrenyeTca Kak Npu3sHak, cuenneHHbin ¢ Y —-xpomocomon. KakoBa
BEPOATHOCTb POXAEHUA AeTen U BHYKOB C 3TUM NPU3HAKOM B CeMbe,
roe oteu v geaylika obrnaganu runepTpmxo3om?



