EHETUKA U
3/10POBbE




MyTaumum - cToukme
M3MEHEHMA reHoTuna (T.e.
monekyn AHK), Kotopble
MOryT 3aTparmeaTthb Liesble
XPOMOCOMbI, UX YaCTHU UIU
OTAEe/IbHbl€ IEHbI.




MyTaLUM

NonesHsble -

MPMBOAMT K

MNOBbILLIEHMIO
YCTOMYMBOCTHU

HeuTpanbHbie - He BpeaHble -
OTpaXKalTCA Ha MOHM¥KaeT
YM3HECNOCOOHOCTU | *U3HECMOCOOBHOCTb
OpraHusma. OopraHusma.
(aMeprKaHCKMK (rnyxora,
Kepn - AaNIbTOHU3M,
3aKpy4EHHOE YXO). c. [layHa).

OpraHu3ma.
(TapaKaHbl K
A00XUMUKATaM,

rpeundpyT).




AnenbCuH




® K HacTosLweMy BpeMeHM u3BecTHbl bonee 4500
reHeTMYeCcKmx 60s1e3Hen, 0HAKO JOCTAaTOYHO
NoJIHO n3y4veHo He 6onee 500 m3 HMX.

® YTO0 XKe aBnseTca NpUYMHOU TaKMX 3abosieBaHUM?



dusnyeckme (M3nyyeHue, pagmaums,
dKCTpeMasibHble TeMnepaTypbl)

XUMMYeckKkue (nectmuymabl,
HEKOTOpbIE NULLEBble J00aBKU,

JIeKapCTBEHHbIe npenaparhbi)

buonormyeckme (BUpycbl, MUKpOObI U
napa3uThbl)




r’eéHHbIE XPOMOCOMHbIE reHOMHble

i
Aynavkaums
UHBepCuUA
TpaHcnoKkauuA

[Noannaonama

AHeynnounama




CBA3aHbl C KAMEHEHMEM COCTaBa
MU NMocaeoBaTe/IbHOCTH
HyKneotnaos [IHK B npeaenax
reHa.




K 60one3Hn NpUBOAMT MyTaLUA B
ayTOCOMax, NPMYEM MYTAHTHbIU FeH-
JOMUHAHTHbIN.

AyTocoMma - HemnosioBasa XpoMmocoma (Y
YyesioBeKa 22 napbl ayToCOM M OZHa napa
NOJIOBbIX KJIETOK).

CuHapom MapdaHa

[MpU3HaKK: ANIMHHbIE HECOpa3MepHble C
TYNOBULLEM KOHEYHOCTH, CKOIMO3
(rop6), naykoobpasHble najiblibl,
JedopmMauma rpyaHOM KNETKH,
natonormna CCC. lNMpoaoKnTesIbHOCTb
¥n3Hu 30 - 40 ner.




KunesuaHasa rpyab

This person with
the Marfan
syndrome s tall
amd thin and has

an armspan tha
erveds her hﬁ‘l




MNonnpakTnauna -
pa3BUBAIOTCA
AONOJ/IHUTE/IbHbIE
nanbubl. JleyeHue -
XUpyprmuyeckoe
yaaneHue i
106aBOYHbIX NaJibLEB. | .3@







K 601e3HU npu
pe3syabTaTe
ayTOCOMbl.

ANbOMHU3IM-BL
MeJlaHMHa, K
BOJIOCAM U P

BbiasnaeTca 1o
[lpoaonute
Kopoue.
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MykoBucumaos 3A0pOBbIE NIerkue




®enmnketoHypma (OKY)- HacneacTteseHHoe
3a60/1eBaHMEe, CBA3AHHOE C HapyLlEHMEM
MeTabo/IM3Ma aMUHOKUCIOT
(dpeHTNaNaHUH), KOTOPbIM HaKanJMBaeTCa B
KpoBu U npespauiaetca penmn MNBK - 44!

[IpM3HaKM: TOHYC MbILLL, NOBbILLEHHAA
BO30YAMMOCTb, CYZIOPOKHbIE NPUNAAKM,
CBET/1adA KOXa, TPeMop PYK, LaTKas
NMoxoJKa. XapaKTEPHbIM NMPM3HAK - HAIMYME
«MbILUMHOro> 3anaxa oT 60/1bHOro.
JleyeHune: cTporasa guerTa.

[py NnporpeccMBHOM 3ab60/1IEBaHMU MOXKET
NpMBECTU K rMbenun B Bo3pacTte 2-3 NeT.




AYTOCOMHO-peleCCHBHOE HACJIeI0BAHNE 3200 /IeBAHMI

3nopoBBIit
0Tel-HOCHTE b

!!ﬂ i nﬁ nﬁ

3popossuit 3 mopoBrrit
pelexnox peﬂemn—mcm.n pelenox-HocHTe B peﬂem
RATONOXNYECKOTO NATOJOXHYECKOXO
rexa rexa
2504 28%
S0%

[MoaBneHue pebeHKa no AP HacneaoBaHMio 25%,
HO npu 310 50% ABNAIOTCA HOCUTENAMM.




K 60n1€3HU NpMBOAUT NATO/IOrMA reHa NoJIoBoM X-
XPOMOCOMbI.

[emodmnmusa - 3aboneBaHue, 0bycoBJIEHHOE
HeOCTaTOYHOCTbIO CUCTEMbI CBEPTbIBAHMA KPOBU U
nposBaAlLEeecs KpOBOTOYMBOCTbIO. bonetoT
rNIaBHbIM 00Pa3oOM MYXUYMHbI, }KEHLWMHbI — NNLLb
HOCUTE/IM MYTAHTHOIO reHa 1 nepeaarwT reMopuanto
CbIHOBbAM. [1pn NpaBUNIBHOM NIEYEHMM, KUBYT KaK M
3/10pOBble 0N (MHBEKUMM CBEPTHIBAEMOCTM KPOBU
M3 IOHOPCKOM KPOBMK).



Cxema HacnepoBaHwa remocounmu
oTey GOOH MaThb 340poBa oTey ODOB Mh HO?M-

2N




BcTaBKa napbl MM HECKOJIbKMX
nap HyK1eoTuoB.

Hanpumep: cepnoBMAaHO -
K/leTo4YyHaA aHemMMA (3amMeHa T
Ha A B 11XpoMocoMme), YTo
BeJleT K CUHTE3Y aHOMaJIbHOMU

OpMbI remor1o6uHa L A e
(ceprnoBuaHon). C TakuM B O
3a60/1€BAHNEM KM3Hb HE FN '
NPOJOJIKMTEIbHA.

[Ip3HaKK: aHEMUA, HapYyLLUEHUA
KpOBOO6paLU|eH Mﬂ o HopmansHeiu

pumpoyum




MyTaLusa apuTPOLLUTOB.

+

ot 0 (

Hopmanshbie @opmupoeganue cepnosudnbix CepnosudHbie
pumpoyumei apumpoyumoes apumpoyumoes




Tun mytauum B AHK nnmn PHK, Ang KoToporo xapakTepHa
3aMeHa OAHOro a3oTUCTOro OCHOBAHUA APYruM.

TPaH3ULMA TpaHCBeEpCHUA
| A TesC | AeC, Aol
Ciesls, BT

OAHOWN 13 NpuYnH 06pa3oBaHUA MyTauun -
NE3AaMUHMPOBAHME 5- METUNUMTO3NHA. Takme MyTaumm
HUKaK cebsi He NPosIBNSIOT.



3TO NEPECTPOMKM XPOMOCOM, U3MEHEHME UX
cTpoeHusa. OTae/bHble Y4aCTKM XPOMOCOM MOTYT
TEPATbCA, Y/BAMBATLCS, MEHATb CBOE MOJIOXKEHME.

HopmansHas

XpOMOCOMa YTpara Oeneuus Odynnukauyus UHBepcusn TpaHcnokauus
A A A A A A
B B B B B B
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> ¢ K r 3 3
5
% n
K " K
E K ~
K K >
3 2 >
" u
K . »




XUNBbI/T KO OHBBbIUTMUJ

CUHOPOM KoLlaYybero KpukKa.

[IpU3HaKM: Heaopa3BUTHE
rOpTaHU C XapaKTEpPHbIM
KPUKOM «MAYKaHbe>,
JIYHOOGpa3Hoe nLO C
LLULMPOKO pacCTaB/IEHHbIMM
rJlasaMm, YMCTBEHHaA
oTCTanoctb. OObIYHO
60/1bHbIE C 3TU CUHAPOMOM
YMUPAKOT B paHHEM
AeTcTBe.




Cunapom LepwiEBcKoro TepHepa -
OTCYTCTBUE OAHOU M3 X-
XPOMOCOM®bI.

[pM3HaKK: HM3KMM pocT Ao 150 cMm.,
YKOPOYEHHaA LWes, KpblJIOBUAHbIE
CKJIaJKM1 Ha Wwee, aedopMaumA
YLWHbIX PAaKOBMH, MOPOKM cepAua
M COCyA0B, noBbilleHHoe A/l,
Nnos10BOE HeAOopa3BUTHE, Yallle
Bcero 6ecnioame. MporHos *xusHu /Al
61aronpuATHLIM, 32 UCKIOYEHMEM
TAXeNbIX PopM 60/1€3HM.




CuHapom KnanHdenbTepa -
HacneACTBEHHOE 3abo/ieBaHMe,
conpoBoXaatoLeecs AMWHeN X -
XPOMOCOMOM Y MYKUMH (47,
XXY).

[Tp13HAKM: NPOSABASIOTCA TO/IbKO B
nepmoz rnoJIoBoro Co3peBaHus.
[ANMHHbIE HOMU, BbICOKAA Ta/m4,
BbICOKUM POCT, }KEHCKUM TUM
TENOC/IOKEHMUSA, OXKMPEHMUE,
NoJIoBoe HeAopasBMTHE,
yBEJIMYEHUE TPYAHbIX KENes.

[IpOoA0/IKUTENBHOCTb XU3HU NpPU
NpaBUJIbHOM JIEYEHMU TaKadA, KaK
Y 3/10pPOBbIX NHOJEN.




Cunapom JayHa - TIpucyTCcTBUE B KJIEeTKaX YesioBeKa
TpeTbeU 21-1 XpPOMOCOMbI.

[MpUNNCHYTBIA HOC U MU,
NPUNOAHSATHIE BBEPX

CKOLWIEHHbIe rNa3a.
OamHoYHas cknanka Ha napouu ("obesbaHba”)

YKOPOYEHHbIW NATbIK naneu,
NOBEPHYTbIN BHYTPb.

Jlaneko oTcTaBneHHbli bonblwon naneuy
W Pa3sBMTbIE KOXHbIE CKNAAKK Ha CTyNHe.







He B/MAIOT Ha peHOoTMN (COBOKYMHOCTb
BHELLUHMX U BHYTPEHHUX NPU3HAKOB)
HOCUTENA, HO NATOJIOrMYECKUMN (PEHOTUN
MOXeT PopMUPOBaTbCA, €C/IM pa3pbiB reHa
HaxoAMTCA B NpeAesiaxX reHa 1 HapyLllaeT ero
perynaumio. Mo 3ToM NpUYMHE ecTb
BEPOATHOCTb POXAEHMUA NOTOMCTBA C
aHOMaJIbHbIM PEHOTUIMOM.

MrpatoT posib B 3BOJIIOLMOHHOM MNpoLuecce U
BM1000pa30oBaHMM - BOSMOXHO Npu
napTeHoreHese (04HOMOJI0E Pa3MHOXeEHMe).



Turposaa canamMaHgpa
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"
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O o2™“™  300POBAA KPOBE NEAKO3




Cucremuuie

Nuxopaaka
CHWwxeHne maccel Tena
HacThie nHdexyum

Ierkne
Oasiwka

Mbiuys
Cnabocte

Koctu n cycrassi
bonb, NOMoTa

YCTanoCcTe,
CHMXEeHMe annetura

INumdbarmueckune
y3nbi

Yeenuuenue

Ievyenn,

CeneseHka
Yeenuuenne

Koxa
KpoBoTeuexus,
MenkoToueuHan
ChiNb, NOTNMBOCTL




LLIn3odpeHms - NCMXMYECKoe pacCTPOMCTBO.
McKarkeHue BOCNpUATUA U MbICSIMTENbHbBIX
onepauum.

AyTU3M - Ype3MepHasa NMorpyeHHOCTb B cebs.




MuHaanuHa

| Mamenenue ceR3en
3:""”'““ MEXAY IPUTENLHOM
Kopa % 3 KOPOA ¥ MUHOANKHOR
1 CexcopHas "4 § . S N3 Hapywaer
nupopMauna ' IMOUMOHANBHY IO
Hanpasnaerca I peaxkuymio pedanxa
B MHUHAANKUHY
5
M’ ““::a = 2 Crrnans! U2 MWHRANKHLE
afexsaTHyo ::m;‘:w' DHOMEYIO
IMOLNOHANBHY IO NOBLILLIAR 4aCTO ,
AKUMIO : Y
pe COPASYHBIX COKPALIEHNA
vqacrora
COpAEYHBX 3 PebeHok nateraer
OKPALEHNA ‘ garnspa cobecenHuxa,
NTOGLI OCNAGUTL
6eCcnoKoORCTBO

TUNMN4YHbIN PEBEHOK PEBEHOK C AYTU3MOM




M3MEHEHMEe Yn1C/ia XPOMOCOM B KIETKAX
OpraHu3ma.




KpaTHoe yBenYEeHUE YMCa XPOMOCOM.

Hezpenkie 4
nonossie merV \ :?mrma
A  Hapywe+ue
. pacxomAeHWA
u XPOMOCOM B OnnoumaopeHue \

/ npouecce
' Mmeno3a I' aMeTa

mmo..,:‘uz.; mh \\ ”




Nonnnnonama - 3To BUA MyTaLMK YacTo
BCTPEYaeTCA Y paCcTEHMUM.

HNY

&

o7 ~CH,

JAumioninoe pacrenue
Koaxurimy,
CBSI3BIBAETCS C (2n)

TyOyAVHOM U '
OA0KMpyeT AeaeHue

KAE€TKM

Fekcomlowmoe pacreHue
(6n)




C/inBa TepH

anblya
2n=48 2n=32 on=16






Taknm obpasom, MyTaumm NpUBOAAT K OYEHb
TAXENbIM NOCNEACTBMAM, Bbl3blBas
reHeTu4yeckme 3aboneBaHmAa. OaHaKko
CYLEeCTBYIOT CNOCOObI, MO3BOASALIME CHUSUTD
BEPOATHOCTb BO3SHUMKHOBEHMSA FTEHETUYECKMX
3a601€BaHUU:

He BcTynaTb B 6JIM3KOPOACTBEHHbIE HPAKM.
MeanKo-reHeTUYeCKMEe KOHCYIbTUPOBAHMUS.

CBECTM K MMHUMYMY JEUCTBME HA OPraHM3m
MyTareHHbIX (PaKToOpOB.




