ble 3a00s1eBaHMA. AyTOCOME
peliecCMBHBIE ¥ ayTOCOMHO-
MHAHTHBIE TUIIBI HACJIeJOBaHU



I'eHHbIEe 00JIe3HU

-3TO rpymma 0oJie3Her, B OCHOBe Pa3BUTI KOTOPBIX
JIeXaT HapyIIeHMs Ymciia VIV CTPYKTYPhL
XPOMOCOM, BO3HMKAIOIIIVEe B raMeTaxX pOmuTesIeV VI
Ha paHHMX CTagMsaX APpO0JIeHs 3UTOTHI.

-3TO Pa3sHOPOIHA 110 KIIMHUYECKVM IIPOSIBIICHVSIM
rpymnma 3a0osieBaHnVi, 00y CIIOBIIEHHBIX My TalVISIMM
Ha TeHHOM ypoOBHe. B HacTosI1iee BpeMms omnmcaHo
DoJstee 3 ThIC. TAKMX HACICICTBEHHbBIX OOJIe3HEeTA.



/
Knaccndmkanms

[ennvie boae31HU KAACCUDUUUPYIOMCA:

COIJIaCHO Munam Hacae006anus (ayTOCOMHO-
JIOMVHaHTHbBIE, Yy TOCOMHO-peLleCCUBHBIE, X-
CLIeIUIeHHbIe JOMMHAHTHBIE U T.J1.);

B 3aBVICIMOCTVI 0711 CUCHeMbl UAU Opeanad, Haviooslee
BOBJICUEHHOTO B I1aTOJIOIMYECKU ITPOIIECC
(HepBHBIE, TJIa3HbIE, KOKHBIE, SHIIOKPVUHHBIE U IP.);

10 XapaKTepy memadosuteckoeo Oecpexma (O0Ie3HY,
CBs3aHHBIE C HapYIIeHVIeM aMHOKVICIIOTHOTO,
YIJIEBOTHOTO, JINIIMTHOI'O, MHEPaJIbHOTO OOMEHOB,
oOMeHa HYKJIEMHOBBIX KMUCJIOT U AP.).
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= AyTOCOMHOe HacIeOBaHMe
XapakTepHble UepThl ayTOCOMHOI'O HacJIe[l0BaHUA
IIPM3HAKOB OOYCIJIOBJIEHBI TeM, YTO COOTBETCTBYIOIIIVE
reHbl, pacIlOjIOKEHHbBIE B ayTOCOMax, IIpeICTaB/IeHbl y
BCeX 0CcODe Bujia B JIBOMHOM Habope. DTO O3HayvaeT,
YTO JIFOOOVI OpraHM3M I10JTy4YaeT TaKye TeHbl OT 000X
ponuTesiet. B cooTBeTcTBIM C 3aKOHOM UMCTOTHI ramMeT
B XOJIe raMeToreHe3a BCe I10JI0BbIe KJIIETKM I10JTyYaroT
110 OJTHOMY IreHYy M3 KaKI0W aJUIeJIbHOW I1aphl.



dYTOCOMHOI'O HaC/1IeJOBAHWMAA

I — ramwiommHbIE
rameThl pOITesIel],

II — murutoMOHBITL
TeHOTUII 0COOM
(deHOTMII 3aBUCUT OT
B3aVIMOIEeVICTBUSA
aJUIeJIbHBIX TeHOB Aa);
III — rarorouoHbBIE
raMeTbl
reTepoO3nIrOTHOM
ocoOu (TraMeTsl
«YUCTBI», TaK KaK
HeCyT I10 OJJHOMY 3
ITapbl aJUTeJThHBIX
reHOB); YePHBIM U
OesrbIM 0003HaUEHBI
rOMOJIOTMYHBIE
XPOMOCOMBI; OyKBaMm
— oIperiesieHHbIe
JIOKYCBI

IIPU3HAKOB

: 9\ /o’
o la



/
/—\ E———

~ AyTOCOMHO-TOMWHAHTHBIV THUI
Hac/ienmoBaHMs(1/3)

Kpurepnn:
MYTaHTHBIVI T€H peaIr3yeTcs B IIPM3HaK B
TeTepPO3UTOTHOM COCTOSIHUM, T.€. IS Pa3BUTVS
OoJ1e3HV JOCTATOYHO YHACIIeIOBATh MY TaHTHBIV
aJUIeIb OT OHOI'O M3 POOMUTESIeT.

XapaKkTepHa paBHas BEpPOsSTHOCTh BCTPEUYaeMOCTH
JTAHHOI'O ITPU3HAaKa, KaK Y My>X4YMH, TaK U Y
JKEeHIIIVH.

OOJIBIIIMHCTBO OOJIe3HEVT 3TOTO TUIIA ITPU
[IPOSIBIIEHUN Y TeTePO3UTOT He HAHOCST CePbe3HOTO
yiepOa 3/10pOBBIO YeJIoBeKa, V1 B OOJIBIIIVHCTBE
cJIy4aeB He BIVSIOT Ha PepOayKTUBHYIO PYHKIIUIO.
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~ AyTOCOMHO-TOMWHAHTHBIV THUI
HacJiemoBaHMsA(2/3)

Kpurepnm:
TOMO3UTOTBI HEXXM3HECIIOCOOHBI.
OoJ1e3HBb BCTpedaeTcs B KaXXI0OM ITOKoJIeHMM. Tak Kak
y OOJIBHOTO pOAUTENISE MyTaHTHBIV IF'eH JIOKaJIM30BaH
B II0JIOBVIHE TraMeT, KOTOpble MOT'yT OBITh
OIUIOZOTBOPEHBI B PaBHOW CTEIIeHV C HOpMaJIbHBIMU
KJIeTKaM¥, BEpPOATHOCTh BO3HUKHOBEHVISI OOJIE3HU Y
nerert 50 %.

HEKOTOpPBIe 3a00JIeBaHVIsI ITPOSBIISIOTCS He C
MOMEHTa POXIeHNs, a JINIIb B OIIpe]e/IeHHOM
BO3pacrTe.
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~ AyTOCOMHO-TIOMMHAHTHBIV TUII
HacJieqmoBaHMsA(3/3)

Kpurepun:
BCce PEHOTUITNYECKN 300POBbIe eTH OyOyT 3M0POBBI 1

regeTm4yeckKu, ecjin HeHeTpaHTHOCTB* MYTaHTHOTI'O I'€Ha
ITIOJIHAZA.

B CJIy4ae HM3KOV IIeHeTPaHTHOCTI B HEKOTOPBIX
IIOKOJICHWMSIX IIaTOJIOTMUecKyie IIPU3HaKy He
IIPOSIBIIAIOTCSL.

(*nenempanmHocme - yacmoma NposbAeHUS ar1eNs
0npedeseénH020 2eHa Y PA3HbLX 0co0ell po0cbeH ol epynnbl
opearu3mob)



adJie10BaHME 110 dYTOCOMHO-

JOMVHAHTHOMY TUILY
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bosie3Hn c ayrocOMHO-IOMVHAHTHOM
TUIIOM Hac/JIeZOBaHMS

® HempodmbOpomaTo3s (boresHb PexiHrxayseHa),
® cuagpoMm MapdaHa,
® MmoTM4YecKasd OuCTpod

® xopes I'enTuHITOHA,
® cunapom Ditepca-/larmo




o

HevipodmnbpomarTos (00/1e3HB
PexsImHIrXxay3eHa)

/

OCHOBHbBIe KIIMHUKO-IMAarHOCTYeCKVe ITPU3HaKN
3a00JIeBaH M

MHoO>XecTBeHHBIe IIATHA TUIIA BeCHYIIIeK
HaOJIFOJAI0TCs 110 BceMy KOXKHOMY ITOKPOBY, OHAaKO
HamOoJIee xapakTepHa VX JIOKaJI3aus B
[IOAMBIIIeYHBIX OOstacTsax. I1aTHa rydre
BU3YaJIN3UPYIOTCA IIPY OCMOTpe 1101, J1lamIion Byna.

BBISBIISAIOTCS KpYyITHBIE ITTHA [1BeTa Kode C
MOJIOKOM — VX JOJDKHO OBITH OOJIee 6 y B3pOCIIBbIX U
He MeHee O y IeTell.
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Cungpom Mapdana

JTronm ¢ cuagpomom Mapdana yacto (HO He Bcerya)
rOpas/o BBIIIIe, YeM VX POACTBEHHVKN VI POBECHVIKY,
OTJINYAIOTCA aCTeHWYECKVIM TeJIOCJIOKEHVIEM.

[ IasteIipl MIX PyK M HOT OOBIYHO JUTMHHBIE V1 TOHKME.
VIx pyxm v HOI'M 4acTO HEITPOIIOPLIMIOHAJIBHO
JUTVHHBI I10 CPaBHEHUIO C pa3Mepamit TYJIOBUIIA, a
pa3Max pPyK 3a4acTylO0 HaMHOT'O OOJIbIIle X pocTa.

Y O0JIbHBIX MOXXHO BBIIEJINTE CXOXXVIE YEPTHI JINIIA, B
TOM 4MCJIe YJINHEeHHBIV Yeperl, TITy00KO
TIoCa’KeHHBbIe I71a3a, MaJIeHbKasl YeJIlOCTh, BBICOKOe
rOTMYHOe HEDO, HEeITPaBWJIBHBIN POCT 3y0O0B.
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AyTOCOMHO-perecCMBHBIV B/
HaciemoBaHmsi(1/2)

/

Kpurepnm:
MYTaHTHBIVI TeH peasI3yeTcs B IIPU3HaK B
TOMO3VUTOTHOM COCTOSHUM

reTepo3nUTrOThl KIIMHUYECKU He OTIIMYAIOTCA OT 3[OPOBBIX
JIVILT,

Y dpeHOTHTIIUECKM 37TOPOBBIX POOUTEIIEN, HO MMEFOIIIX
peLIeCCUBHBIV TeH NaTOJIOTMYECKOTO MPU3HAaKa,
BEPOSTHOCTB POXKIEeHMS OOJIBHBIX JIeTeVt COCTaBUT 25 %,
ertte 25 % OyayT 300POBBI M (PEHOTUIINYECK U
reHeTYeCcK!, a OCTaBIIIasiCs MTOJIOBMHA OKaXKyTCH
reTepo3UTrOTHBIMU HOCUTEIAMY HaTOJIOTMYECKOTO
IIpU3HaKa, KakK U X POOUTEIIN.
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AyTOCOMHO-perecCMBHBIV B/
Hac/iemoBaHMsi(2/2)

/

Kpurepnn:
BEPOATHOCTD 3a00J1eBaHA MAJIbYMKOB U JIeBOYeK
OO VIHAaKOBas

B POIOCIIOBHOVI TPV ay TOCOMHO-PELeCCBHOM
HaCJIeIOBaHUV 3a00JIeBaHVie MOXKeT IIPOSABIISThCS
yepe3 OQHO VIV HeCKOJIBKO IIOKOJICHWI

YyacToTa BO3HMKHOBeHVIsI OOsIe3Her, HacjlelyeMBbIX 110
ay TOCOMHO-PELIeCCBHOMY TUILY, 3aBVUCUT OT
KOHIIEHTPAL PeLieCCMBHOIO I'eHa B ITONYJIALINN U
HaXOLWTCS B IPSAMOV 3aBUCVMOCTI OT CTEIIeH I
pacrpocTpaHeHs MyTaHTHOI'O I'eHa
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aroosiee TUIIMYIHBIMM 00JI€3HSIMM C
dYTOCOMHO-peleCCMBHbIM TUIIOM

HacCJIeJOBaHWSA
© MYyKOBUMCIIVIO3,
® dpenwikeronypms,

@ rajrakro3zemMmsd,
© agpeHOreHUTAIIBHBIV CUHIPOM,
© MmyKorosnvcaxapvaosbl.
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MykoBucomnagos

[ IpyamHoOM 11aToJI0rMYecKmx M3MeHeHU [IPU
MYKOBVICIIMI03€ SIBJISIETCS My Tallvisi TeHa
TPaHCMeMOPaHHOIO peryJisiTopa MyKOBUCIIMIO3a.
DTOT DeJIoK perympyeT TPaHCIIOPT 3JIEKTPOJINTOB
(r71aBHBIM O0pa3oM xJI0pa) yepe3 MeMOpaHy KIIETOK,
BBICTMJIAIOIIVIX BBIBOTHBIE ITPOTOKM 3K30KPVHHBIX
Kejies.

MyTarg NprBOAUT K HapPYIIEHUIO CTPYKTYPhL 1
pyHKIIMY cCHTe3MpyeMoro Oesika, B pe3yJsibTaTe uYero
CeKpeT, BbIIIeJIIeMBIV TUMM XXeJle3aMi, CTAHOBUTC
Ype3MEePHO I'YCTBIM U BA3KUM.
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DeHMIKEeTOHYPWUSL

[ TpyamHbl pasBuTa PEHWIKETOHY PUNL:

MyTanms (M3MeHeHVe) reHa, pacpeieJIeHHOTO Ha
JABEeHaII1aTOVI XpPOMOCOME;

brimskoponcrseHHBIe Opaky (YBeIMYMBAIOT PUCK
PpOXIeHVs 00JIPHOTO (PeHWIKETOHYpUen peOeHKa).



AYTOCOMHO-QOMWHAHTHBIA AYTOCOMHO-PELECCHBHbIA

TUNHACNEAOBAHHA TUNHACNEQOBAHWA
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ORGROIORORONONO,

posaeHHa = BepoatHOCTs poXASHHA | BepoaTHoCTs ‘
Somuroro peBenxa S0%. | Goasnoro peSenxa 75%. mm Gonekoro pefenxa 25%. | Sonshoro peSenxa 50%.

( ]“\  Foni, e nopeoprumAce MyTaUMN ‘a’ [lOMMNEHTHIR MYTANTHAA roM (RRAUNNG XOTS Bbl ORHOMO TUXOFO FéNA ‘a} Pousccumidh MyTaKTHL ron (NETONDIMECKMA NPUANAK
. ¥ s napo o6ycnannmsaet NPORLAGHHE NTGAOIMNEOKOO NPMIHAKY) NPORBARETCH, TONBKD BC/K 003 FOHA NAPM - MYTAHTHWE)
HockTens rerHoR Naps 3a0pos Hotwurens reHHol naps: Sonex =



