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rIACISHCTE [© DO

O HacinepgcrBeHHbIe 60/1e3HN —
3abos1eBaHNs yesioBeKa,
obycsioB/IeHHbI€e XPOMOCOMHbIMU U
reHHbIMHU MyTaLNUsIMH.

Hepeako oluin604HO TEPMUHDI
«HacneacreBeHHas 6onesHb» m
«BpoOXXAeHHaAa 6os1e3Hb»
ynoTpebnsaoTca KaKk CUHOHUMBbI,
OAHAKO BpOXXAEeHHbIMU 6onesHaMH
Ha3blBalOT Te 3abosnieBaHnA, KOTOpbIE
MMELIOTCH YXKe Npu poxxaeHuu pebeHka
M MOTyT 6bITb 06YyC/IOB/1IEHbI KaK

HacneaACTBeHHbIMU, TaK U 3K30reHHbIMM
cdhbaKkTopamm.



Knaccnpmkayums
HacJsiegqCrBeHHbIx 6os1e3Heun

HACJIIEACTBEHHbBIE bOJIESHH

¥

MOHOTI'EHHBIE XPOMOCOMHBIE INOJIMTEHHBIE

i AyTOCOMHO-JIOMHHaHTHble * TIe€HOMHBbIe MYTallHH
: AyT0c0MHo-peueccuBm>1e * XPOMOCOMHbIE MYTAIlHH

* CueluieHHbIE € IOJIOM




MOHOIeHHbI |e3HMN

-
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1 O6ycnioBJieHb MyTaL‘waivlm nl%
OTCYTCTBMEM OTAE/IbHBIX MrEHOB W
HacsieaytTCca B NOJIHOM COOTBETCTBUU
C 3akoHaMn MeHaend (ayTocoOMHoOe
NN CUEernJiIeHHoe C XXpOMOCOMOWM
HacnheaoBaHMe, AOMMHAHTHOE Uun
peL.eccnBHoe).

MyTauumn MoryT 3axBaTbiBaTh Kak

Oﬂﬁ Tak 1 oba annenﬂ./ '/[ =
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<Y KnMHmleCKue npo;IBneHml
| BOSHUKAIOT B pesyhbTaTe

OTCYTCTBMSA onpeneneHHoﬁ
reHeTuYecKoOn uucl:opmauuu nu60
peanu3auuu necbeKTHou. ;

O Xotsa pacnpOCTpaHeuHocn:
MOHOreHHbIX 60/1€3HeN HeBbICOKa,
NO/SIHOCTbIO OHWU HEe UCcHEe3aloT.

O Jnsa MOHOreHHbix 6onesHen
XapaKTepHbl «MOJ1Yallue> reHbl,

AEUCTBUE KOTOPbIX NPOABASAETCH

M|

noa BJIMSSHUEM OKpYyiKatoLlen



AYyTOCOMHO-AOMMUHAHTHbIE
6onesHn

O B OoCHOBe NneXXuUT HapyLleHue
CUHTE3a CTPYKTYPHbIX 6enkos
nnv 6enkosB, BbINOMHAOLWMNX 4 iia
cneundpunueckue by mn ¢ |
(HanpumMmep, remorn a)

O J[dencTBMe MYyTaHTHO Ha |
NPOSABNSIETCH MPaKT |‘ /
BCceraa —
0 BboJZibHble MaJIbuMUKU N OEeBOUYKMU
POXXAAIOTCA C OAMHAKOBOM
—4acCTOTOMW-
0 BeposATHOCTb pa3Butusa 6os1e3Hu B




NMpuMmepbl 60n1e3Hen:

CuHapoM MapdaHa
O 6one3Hb OnbpanTa
AN30CTO3bl

[0 OTOCKNepos3
[0 napokKcu3aManbHaa MUonneruns
TanaccemMunsa un ap.




CuHapom MapdaHa

HacneacreseHHoe 3aboneBaHue
coeIMHNTENBbHOWN TKaHU ,
nposBnstoLlIeecss USMEHEHUAMN
cKeneTa: BbICOKMM POCTOM C
OTHOCUTENIbHO KOPOTKMM TYJIOBULLEM
, ANMMHHBIMMN NayKoobpa3HbIMU
nanbuamun ( apaxHoaakTuIng ),
Pa3b60/ITAHHHOCTbIO CYCTaBOB , 4YacCTo
CKOJINO30M , KUPO30M ,
nedpopMaumnsaMm rpyaHou KNeTKu |,
apKoobpa3sHbIM HEH6OM . XapaKTepHbl
TaKXXe nopakeHus rnas . B cBsa3un C
aHOMannaMm cepaeyHo-cocyancToun
CUCTEMBI CpEAHAA
NPOAO/IKNTENbHOCTb XWU3HU




BbiCOKUM Bbl6poOC
agpeHaJivHa,
XapaKTepHbIN ans
3a6oneBaHus,

CrnocobCcTByeT He
TOJIbKO Pa3BUTUIO
cepaevyHococyamcT
bIX OCJ1I0>KHEHUMWN,
HO U MNOSAABJIGHUIO Y
HEeKOTOpPbIX Ny
ocobom cunbl ayxa
M YMCTBEHHOMU
OAAapPEeHHOCTMU.
Cnocob6bl neyeHusn
Hen3BecCTHbI.
CuuTaloT, uUTO e
6onenun NaraHvHm,
AHpepceH,
YYKOBCKMUM.




AYTOCOMHO-pEeLEeCCUBHbIE
6os1€3HU

MyTaHTHbIW reH NpoABJNA
roMO3UroTHOM COCTOSIHUM

BoJibHbIe MaJIbuMUKU M neMu POX
OAMHAKOBOM 4ya v

BepoATHOC
coctaB/ifie

CHA TOJIbKO B

dlOTCA C

AyTOCOMHO- | 7
6onee xaw
KOTOPbIX v
HEeCKOJIbKuX pepMERIOE

dpepmeHTONATHIF




NMpumepbl 60ne3Hen:

[T DEHUJIKETOHYPUS
0 Mukpouedanuns

0 UNxtno3 (He
cyersieHHbIN C
[10/10M)

0 [lporepus




lporepuns

NMporepusa (rpe4. progeros
npexxaespeMeHHOo
COCTapUBLUMUCH) —
NaToNoOrMyeckKkoe COCTosIHuE,
XapakTrepuaytouieecs
KOMM/IEKCOM U3MEHEHUWN KOXMU,
BHYTPEHHUX OPraHoB,
06ycnoBNeHHbIX
npexxaeBpeMeHHbIM CTapeHneM
opraHun3mMa. OCHOBHbIMU
dbopMamMun gaBnaeTca getckas
nporepus (cMHAPOM 'eTYMHCOHA
(XagumHcoHa) — vndopaa) u
nporepus B3pocC/biX (CUHAPOM
BepHepa).




NMporepus
S Hayan CcTapeTb, XM3Hb N TaK KOpOTKa.
Y MHOMMX Nto4en oHa, Kak peka -
HeceTcsa Kyaa-To B MaHsLWYO Aanb,
[apys To paaocTtb, To CKOpbb, TO Neyarns..
Mos e noaobHa ckane c BoAONaAO0M,
YTo nagaet c Heba cepebpsiHbIM rpagoMm;
Town Kanne, KOTOpoW ceKyHAa AaHa,
JInwb 4T0bbI Ppa3zbuUTbCA 0 KaMHM Yy AHA.
Ho 3aBUCTU HET K MOry4yen peke,

YTO pOBHO Te4UeT No Tpone Ha necke. Yaen
NX OONH, — 3aKOHYNB CKUTAHbA,

Mokon obpecTn B MOpSAX COCTpaaaHbs.

[MycTb BeK MOW He gonor, cyabbbl He
6otoch,

Beab, B nap npeBpaTaCb, BHOBb K HEOY
BEPHYCb.
29 ceHTa6psa 2000 roaa
bbiukoB AnekcaHap




NATUO3

O WxTtno3 (rpeuy. - pbiba)
— HacneaAcCTBEHHbIN
AepMaTo3,
XapaKTepu3yroLnncs
ancddPpy3HbIM
HapylwieHueMm
OporosBeHus no Tuny
rmnepkKeparosa, e AT
nponBnReTcs v
obpa3zoBaHMEM Ha KO o
yeuwlyek)
HanoMUuHaKLWMUX

~— pbI6bM.




bone3Hun, cuensieHHble C NOJIOM

[0 MbilueYHass guCcTrpogunsi tuna
AdroweHHa, remo¢puninmn A n B,
cMHAgpomMa Jlewa — HanxaHa,
6onesHun 'ynHtepa, 6onesHn ®abpu
(peueccmBHOe HacieaoBaHue,
cuensieHHoe ¢ X XpoMOCOMOMW)

0  gpocgpar-gnaber (AOMUHAHTHOE
HacnenoBaHwme, cuenaeHHoe c X
XPOMOCOMOW)
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Xpo Wbos1e3Hn

\ WY R RN
a. Bosikaio sC/lenCTBI e n3MeHeHus
ymncna DVKTY bl «“'}“'o MOCOM.

6. Mpw nom 3aboieBaHnu
Hab o fgeTca N dEBIA kapnoTtun u

chbeHOTUR HanpvMep, CUHAPOM
OayHa). " el

B. XpOMOC@MHbLIEBONE3HM
BCTPEYaloTCH 3HaumUT )bHo yaLle
MOHOreHHbIX (6 -10 n3'1000

HOBOPOXAEHHbIX).






bosne3Hb [layHa

m bonesHp,
obycnoBfieHHasd
aHoMannen
XpPOMOCOMHOro Habopa
(M3MeHeHneM yucna nUnau
CTPYKTYpPbl @ayTOCOM),
OCHOBHbIMMU
NpOSsIBJIEHNSIMU KOTOPOW
SABNSAIOTCSH YMCTBEHHAs
OTCTaNoCTb,
cBoeobpa3Hbll BHELLIHUIA
061K 60/1bHOI0 U
BpOXAEHHbIE MOPOKU
pa3sutna. OgHa us
Hanbonee
pacnpoCTpaHeHHbIX
XPOMOCOMHbIX
bonesHen, BCTpeyaeTcy
B cpefHeM C yacTtoTtom 1
Ha 700

I H VN aY e Yal aVah\Va sFaYEE R AY4




boaAe3sas

m Ha nmagonum yacto
OOHaAPY>KHUBAIOT a XA

[IOTIEPEYHY IO

CKJIAJIKY
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Kapuotun 6onbHoro



NMonunreHHble 60one3Hn
(MynbTUdaKkTOpuasibHbie)

O O6ycsioB/ieHbl B3anMOAENCTBUNEM
oripesesieHHbIX KoOMOuHaunmn asiesnen
pa3HbIX JIOKYCOB U 3K30Mre€HHbIX
baKTopOoB.

O [lMonnreHHblie 60/1€3HUN HE
Hacs1e4yrTcs rno 3akoHam MeHpesis.

0 M5 OUEHKN reHETUYECKOIro p1ckKa
NCroJs1Ib3YIOT crieymnasibHble TabsinLbl




NMpumepbl 60ne3Hen:

[0 HeKOTOopble 3/I0Ka4YeCTBEHHbIE
HOBOOOpa3oBaHMA, MOPOKU
PAa3BUTUA, a TaKXe
npeapacnosioXeHHOCTb K
NBC, caxapHoMy anabeTty u
anKoronn3my, pacuienneHume
ryébbl u Heba, BpOXAEHHbIW
BbIBUX 6eapa, wmnsodppeHus,
BPOXAEHHbIE MOPOKU Ccepaua.




PacwenneHue rybol nu HebBa

O PacwjesinHbi
ryboil m '

MopPoOKO}
pa3BUT




DaKTOpbl pPUCKa

[0 ®usnyeckme ¢paktopbl (pa3nnyHble
BMAbl MOHU3UPYIOLLEN paanaunm,
yNibTpaUoNeToBoe nssyvyeHume)

[0 Xummyeckmne paktopbl (MHCEKTUUMNAbI,
repbuunabl, HAPKOTUKU, aNKOrofb,
HEeKOTOopble /1IeKapCTBEHHbIE
npenapaTbl U Ap.BelecTBa)

1 buonornyeckme gpaktopbl (BUPYChb
OCMbl, BETPSAHOW OCnbl,
SNnaAeMnyeckoro napoTtuTa, rpunna,

KOpW, TenatuTa v ap.)



MeaAukKoO-

[IpouiaKkTnka reHeTnyeckoe
CyNbTpOBaH

"paCTe 35 ner
4 cTaplLue,

HaCleaCTBEHHDbIX

\u%\déleg/gg/ ~— 6one3Hen B
: poAOC/IOBHOM
_ NcknrouyeHune
POACTBEHHDbIX

6GPRAKOR



JleyeHne

OveTtoTepanunsa
3aMecTuTe/NibHad Tepanus

ypnaneHue ToOKcnye
NpoayKToB 06MeHA BEL
MeaneometTopHoe " &
Bo3aeuncreue (Ha cum
c¢bepMeHTOB)

NcknrouyeHune HEKOTOprX

nexkapcrts (bapburtypartos,
cynbdaHnnaMmvuaos v Ap.)

Xupyprumueckoe neyeHue
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Cnacunb6o 3a BHMMaHue!
C Bamu 6b1/1m

Cuma BepLinvHUHa

Matlua [JMUTpneHkKo

BaHs 1010308

Cogpbsi CysinmoBa

Motsa losyLunH

Huka HukuiumHa



