MyTanmusa —-31To
Hacaenyvembie
V3MEeHeHUA
reHeTu4YeCcKoro

| MaTepua/sia OPraHu3MOB.
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« 1. HapyweHue oomMeHa
aAMWHOKUCNOT: PeHUNKETOHYPUA.

« 2. HapyweHue obmeHa yrneBoaoB:
ranakro3emMus, ppyKTo3eMus.

« 3. HapyLieHne oomMmeHa nMnuaoB:
ceMenHasi rmnepxosieCTepuHEMMUSI.

4. HapywieHue bMocuHTE3a
rOpMOHOB: afpeHoreHnTanbHbIN
. CUHOPOM.

5. HapyweHne ooMeHa BUTAaMUHOB:

HapylleHne BcacbiBaHUsA BUTaMUHa
B12.

6. HapylweHune cuHTe3a
remMorsioonHa: cepnoBUaHoO-
KfieToyHasi aHeMus, TarilaccemMum.
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TVl MyTaunn

* [ @eHOMHblE MyTauuu
* XPOMOCOMHbIe MyTauLnu
* [[feHHble MyTaUnK
— CBsA3aHbl C UBMEHEHNEM B caMuX
reHax:

* BbinaZieHne HykneoTuaa.

« 3amMeHa 04HOro HykneoTuga Apyrim,
* YABOEHMe HykneoTnga u T.m.

3TO NPUBOANUT K TOMY, YTO CUHTE3MpyeTcs 6ok C
W3MEHEHHbIMW CBOCTBAMM.




Bone3xHn, obycnoBneHHble TEHOMHbIMU MYTALUAMU WA CTPYKTYPHbBIMMK
M3MEHEHUSAMMN OTAENbHbIX XPOMOCOM.

XpomMocOMHble 60Ne3HU BO3HUKAKT B pe3ynbTare MmyTalui B NON0OBbIX
Knetkax ogHoOro M3 pogutenei. V13 nokoneHnMsa B NOKoNeHue
nepepatkwTca He bonee 3—5 % M3 HuUX.

XpOMOCOMHbIMWU HapylweHuaMmun obycnoBneHsl npuMmepHo 50 %
CNOHTaHHbIX abopToB 1 7 % BCEX MEPTBOPOXAEHUIA.

- B HacTosuee BpeMsa y yenoseka nssectHo 6onee 700 3aboneBaHuid,
BbI3BAHHbLIX U3MEHEHUEM YUC/la UTN CTPYKTYPbl XPOMOCOM.

YacTtoTa 3aboneBaHuit 6-10 n3 1000 HOBOpOX. A€ HHEIX.



% O6ycnoBeHbl MyTaLUsIMU WA
OTCYTCTBMEM OTAENIbHbIX TEHOB U
Hac/ie AytoTCSA B NOJIHOM COOTBETCTBUM C
3akoHaMun MeHpaens (ayTocoMHOe WUiu
cuenneHHoe ¢ X-XpoMOCOMOM
A HacnegoBaHve, I MMHAHTHOE UK
peLeCcCcuBHoE).

MyTauum MoryT 3axBaTbiBaTb KakK OUH,
Tak n oba annens.




lporepus

IIporepusi (rped. progeros
PEKICBPEMEHHO COCTAPUBIIIUUCS ) —
[aTOJIOTHYECKOE COCTOSHUE,

XapaK TEPU3YIOIIEEC KOMILJIEKCOM
U3MEHECHHUN KOYKH, BHYTPEHHUX OPraHOB,
00YCIIOBIIEHHBIX ITPEKIAECBPEMEHHBIM
cTapeHueM opranusma. OCHOBHBIMHA
popMamu ABIACTCS JAETCKAS IPOTEPH s
(cuHapoM I eTunHCOHA (XaqUUHCOHA) —
['mndoppa) u nporepust B3pocCibIx
(cunapom Bepuepa).




Curopoy KKoumaysezo Kbukay




femoguaus

remodpunus

(kpoBOTOUMBOCTD). HacnedosaHueceMeduauY
MpuuKHa: reHHas MyTaLyus.

NposaBneHue:
HejoOCTaTouHoe pasBuUTUe
thakTOopoB CBEpPTbLIBaHUA
KpoBu (TpomGoKuHa3s),
CW/IbHO 3aTAruBaloleecs
Bpems cBepTbiBaHUA
KPOBU; NPU paHeHUsx
60/ibluMe NoTepu KPOBWU.
HacnegoBaHue CONpsKeHo
C NMoJ/I0M; FeH,
OTBeTCTBEHHbIN 3a
60/1e3Hb, pacnosioXeH B X-
XpoMocome, peljecCcUBEH.

2H 3TOW 60/1€3HU
Hacnegyertca no
MaTepUHCKOW INHUN.
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MYKOMOMVCAXAPUOO3

’\ » CuHgpom Mopkno onvcaH B
1929 ¢

» KnnHn4deckne npusHakn:
OTCTaBaHNE B POCTE,
Aechopmalns No3BoHOYHNKA U
rpyavHbl, AedopMaLn s KOTEHHbIX
CYCTaBOB, KOPOTKas LUes U
MAeEpTPONS HIMKHEN YacTn
nvua, 6bonbluon »KMBoT. CMeEpPTb
yallle OT CEpAEYHON MaTonormm
A0 20 ner.

» [y HacnegoBaHns: AP

> [MonynAaunoHHas YacToTa
HEN3BECTHA




