«MeToAabl N3y4YyeHUs1 HacrneacTBeHHOCTMU:
reHeanorm4yeckum, 6nu3HeLoBbIN,
OUOXMMUNYECKUUN, LUUTOreHeTU4YeCKun,
aepmMaTtornndpunyeckun,
nonynAUUOHHO-CTaTUCTUYECKUMN,
MMYHHOreHeTU4YeCKUun»

1. OcobGeHHOCTM pPOAOCIOBHbLIX NP
ayTOCOMHO-AOMMWHAHTHOM,

ayTOCOMHO-peLecCMBHOM n
cuenfieHHbIM c Nnosriom
HacneaoBaHUMN.

2. CocTtaBneHue u aHanu3

POAOCNOBHbLIX CXEM.



KnnHuko-reHeanormyeckmm metopn yCcrioBHO BKIOYaeT 2 3Tana:
nepBbIN — COCTaBNEHME pogocrnoBHou (cbop cBeaeHNN O CEMbE)
BTOPOW - reHeanornyecknn aHanmns.

NMpo6aHaom HasbIBaeTCcs N1Lo, POLOCITOBHYHO KOTOPOro HeobXxoanmo
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Puc. 3.3. CHMBOAM, HCIONBIYEMBIE ITPH COCTABNCHHK POAOCAOBHOR CHMBONIbI, NCIONL3YEMbIE NPH COCTABNEHMH POROCIIOBHbIX



eHeanornyeckum meTton: MeTo4 aHanusa POAOCINOBHbLIX B
reHetTn4yeCKnx nccriegoBaHuAX 4esioBeka

Puc. 1: lNpumep cocmasneHusi «KnuHU4ecKol poOOCI08HOU»:
a — boribHbIe caxapHbIM duabemom;
6 — 6orbHbIE Helipoghubpomamo3oM; 8 — JTIU4HO 06Cr1e008aHHbIE.
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AYTOCOMHO-IOMHHAHTHBIH
THII HACJIE OB AHH I

* B mHacTosimmee Bpems ormucano okoJio 3000
ayTOCOMHO-IIOMUHAHTHBIX ITPU3HAKOB:
IO JINOAKTHJIINS, OpaxXuIaKTHJIIHS,
CUHOAKTHJINS, PaHHee 00JIbICEHHE,
BECHYIIKH, 0€JILIH JIOKOH, CIIOCOOHOCTE
CBEPTHIBATH SI3BIK B TPYOOUYKY U IP.



AYyTOCOMHO-AOMMHAHTHbIN XapaKTep
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AYyTOCOMHO-4OMMHAHTHBIN THUIT HAC/IELOBAHMNS
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AyTOCOMHO-,CI,OMI/IHaHTHbII7I TUMN Hac/iegoBaHWA
Oco6eHHOCTM HacegoBaHuA:
1) 60/1bHbIE BCTPEYAOTCA B KaOKAOM
NMOKOJIEHUU;
2) 60/1eI0T KaK MY>XUUHbI, TaK U
YXEHLLUWHBI;
3) Y 300pO0BbIX poauTESien POXKAATCH
3[0pOBble AETMW.
[0 ayTOCOMHO-A0OMWHAHTHOMY TUMY
HacnenyeTca NoNMAAaKTUINA,

axoHaponaasus n ap. D AR

AxoHaponnas3us



AyTOCOMHO-AOMMHAHTHbLIU TUN HacneaoOBaHUA:
Henpocpnobpomartos
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AyTOCOMHO-AOMMHAHTHbLIU TUN HacneaoOBaHUA:

HeunpodpundbpomaTos 1 Tmna




AyTOCOMHO-AOMMHAHTHbLIU TUN HacneaoOBaHUA:
Henpocpnobpomartos
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AyTOCOMHO-peLeccMBHOe HacneaoBaHue.
[eHoTUN npobaHaa - aa
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ans AYTOCOMHO-pPELECCUMBHOIo HacnieqopaHUA XapPpaKTepPHO cneaymlulee.
*3aboneBaHune BCTpeHaeTCAd pelKo, HE BO BCEX MOKOJTIEHUAX

*Y 6oNbHbIX ponmeneﬁ BCerga poXxaatoTcAa TOJIbKO bonbHbIE AETH

eboNbHbIE AETU BCTPEHAKTCA U B TEX CEMbAX, IrAe 06a poanTend 340poBhbl
*3aboneBaHune BCTPEYHaeTCA C OANHAKOBOW YacTOTON U cpean My>4uH, n cpeaun XXeHWwnH
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Hac e A0BaHUSA

1. XapakTtepeH nponyck
| MOKONEHWN

2. PaBHO MYy>XX4MHbI U
XXEHLLWMHbI

3. «[1o ropusoHTann»

4. BEpoATHOCTb Yy AETEN
25%, ecriny
poAuTENEN NPU3HaK He
NPOSABUSICS

AyTocoMmHo-peueccuBHbiM (AR) Tun

O

o O

IIpuMeps! v yeJioBeKAa:

DeHUIKETOHY PUS
MykoBuCUHI03

ApeHOo-TeHUTAJIbHbIN
CHHAPOM



Arakcus @puapenxa - G11.1 AyTOCOMHO-
(cnuHouepebennapHan AereHepauus)

PELIECCUBHbLIN TUM
HacneaoBaHUS .

v YacTbii BapHaHT paHHE! MO3KEYKOBOH aTaKCHM
+ Havano go 25 ner (8-19)

+ ['eH 9 XpOMOCOMbI, OTBEYaHLLMH 33 CHHTES OENKa (ppaTaKCuka,
PerynupytoLLiA TpaHCMeMOpaHHbIA Tparenopt Fe

+ MynbTopraxHoe nopaxeHue - LWaTkocTb npu Xoas0e u
NafieHus, apecinexcis, BbinaaeHme ryookow
YYBCTBUTENBHOCTI B HOFAX, AK3aDTPHS, NOBLILLEHHE TOHYCA B
HOrax 10 CNACTU|ECKOMY THNY (TUNOTOHMSR), NOXYAGHKE MblLuY
B UCTANbHIX OTAENAX KOHEYHOCTEN, CKENETHbIE AedopmaLym
(kuchockonmo3, AedhopMaLls CTONbI, BbICOKMM CBOA CTOMbI),
KapAMOMMONATHS, CaxapHbli Auaber

Yacrora Bo3HuKHOBeHMs 2-10 cnyyaes Ha 100 Thic.
HaCeneHus

+ CreneHb NporpeccupoBaHuA pasnnyHa, OONbLIMHCTBO
BonbHbIX YMUpaloT B Bospacte 40 30 ner 5 MyShared




MykoBucuUuao3 numeer ayrocomuo-peueccusublﬁ T™n
HacnejoOoBaHUA

MaTtb-
HOCUTEenbHUUa

OTeu-
HOCUTEnNb

3a0poBbiv Hocurenu (retepoawrortsl) BoneHon
25% S50% 25%



AYTOCOMHO- peLl.eCCMBHbIﬁ TUn HachrepoBaHUA

< o (ﬁ‘

AnbOUHU3M-
OTCYTCTBUE NUIMEHTOB



ITo ayTocOMHO-pelleCCUBHOMY THITY
HacJIeAyIoTcs IVIyX0Ta, HeMoTa, aJJbOMHU3M,
Kapuec 3yOOB, caXapHbIN AUAOET, pbLKHeE

BOJIOCHI, JIEBOPYKOCTb, CEPITIOBHUAHO-
RJIETOYHAaA aHEMUA U APYIUe IIpU3HaAKH




Pwuc. 3.61. PogocnosHasn ¢
Ay TOCOMHO-pPeLeCCUBHbLIM
TUNOM HacnepgosaHusa 60-
ne3umn (cumHapom Tes—-Cak-
ca — GM,-ranrnmo3mno3s).

AyTOCOMHO-peneccuBHBIN (Mykosucyudos, PKY, CMA,
AI'C, mykonoaucaxapudosbl) - NONyAAUUOHHAA Hacmomad -
0,25%
Pogureny KIMHUYECKA 340POBBI
CooTHOILIEHWE OONMBHBIX U 3A0POBbIX AETEN 1:3
Ecny 60/1bHBI 00a cynpyra — 4eT! Becerga 00/bHBIE
O6a mo/ma MOPaXXarTCs OJMHAKOBO YaCTO
He vick/ir09eHO KPOBHOE POACTBO CYIPyIrOB
B 6pake 60MbHOTO ¥ HOCATEIS POMKIAETCSA 50% OONMBHBIX,
00/IBHOTO U 3I0POBOTO —POXXAAIOTCS TOIHKO 3T0POBbIE




AyTOCOM HO-peLl,eCCI/IBHbIﬁ TUIN HaclegoBaHUA

Ocob6eHHOCTM HacnefoBaHus:

1) 60MnbHble BCTPEYAKTCA HE B KaXXO0M
NMOKONEHUN;

2) 60Me0T KakK MY>XUNHbI, TakK 1 XXeHLLHbI;
3) Y 300p0BbIX poauTesnien MoryT
pPOXAaTbCA 60/IbHbIE AETU;

4) BEpOSATHOCTb POXAEHMS 6O/TbHBIX AeTel

BbiLLE B 6ﬂ|/13KOpOﬂ,CTBeHHbIX 6paKax.
PO,D.OCI]OBHaﬂ CEMbMU C

aNb6UHU3MOM [lo ayTOCOMHO-peLeccuBHOMY TUNY HAcnedyrTcs
heHNNKETOHYpUSA, anlbOGUHN3M, MyKOBUCLLEA03 1 Ap.
ANbBUHU3IM MyKOBMCMA03
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[eTn ¢ MyKoBUCUNMAO30M CTpajatoT OT 3acCTOWHbIX SBAEHUI
B JIETKNX W WUCNbITbIBAOT Npobnembl C AbixaHuem. Kak
NpaBu1I0 OHW YMUpaKT B Bo3pacTe Ao 36 neT




HacienoBanve npu3HaKoOB, CLCTIEHHBIX
C I10JIOM

B 3aBHCHMOCTH OT JOKAIM3ALUU T'€HA B CBOKO Oo4CpPCab BBIAC/IIHOT CICAYHOLIHC
THIIBI HACJICIOBAHMUAA:

Tun sacierosanns

X-CIIeTIeHEEIH

VANAARAANAAANSASAS

PeLeCCHEHEIH

X -CHeTIeHEEIH
JOMHHAHTHBIH
X-Y-cuennennui

(4aCTHYHO CUEIIICHHEIA
C ITOTIOM)

Y -cuennensnii

Jokaanianas resoB

Heronmonorsassm
VIaCTOK X-XpPOMOCOMEI

Heromomoruausm
VIaCTOK X-XPOMOCOMEI

[ OMOTOTrHYIHEIH VIACTOK
X-n Y -xpomocoM

Heromomorugnsii
VIaCTOK Y -XPOMOCOMEI

[Ipamepsi

['evodumia, pasHse HopMEI IBETOBOH CIIEOTEL
(mpoTaHOmHA, JCHTEPOHOMHA), OTCYTCTEHE IOTOBHIX
JKeJe3, HeKOTOPEIe OpPMEI MEIIEYHOH JUCTPODHHE H
Imp.

Kopuanersrii nper 2vOH0#H 3Mamu, BHTaMuH D
VCTOHYHBEIH PaXHT H IIp.

CurzpoM AJEIOpTa, 00ImIad HBETORAA CICTIOTA

[1epenor9aToCT NIbIER HOT, THIEPTPHX03 Kpad
VIIHOH PaKOBHHEI
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OCHOBHbIe HDVI3HaKVI HaclieaoBaHUA. cuenneHHoro C NOJIOM:
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PentecCMBHBIN X-CHEIJICHHBLIM THII HACJICTOBAHUSA 3200 IcBAHUSA

HacnedosaHue semochunuu




IlonroBeie
XPOMOCOMBI HE
TOMOJIOTHYIYHBI

B X-xpomocome
HeCKOJIBKO ThICAY
reHOB,aB Y —
XpOMOCOMeE BCero 78
reHoB. IloaTomy
MHOTrUe NPpUu3HaKH
HacneayeMmblie ¢ X-
XpPOMOCOMOMH
NPOABAATCAY
MY>X4YMH, Ja)Ke eC/Iu
NMPpU3HAK
peneccCuBHBIN.




® O CxemMa HacsiegoBaHUA gaJIbTOHU3MA

X-cuennexHHoe peueccMBHOe HachegoBaHne
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PenieccuBHBIN X-ClIENJICHHbINA THII HACJIE10BAHNSA 32001eBAHUS ;
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4. CuensieHHbIN ¢ X-XPOMOCOMOMW peLeCcCUBHbIN TUM HAcnenoBaHUSA
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PennecCMBHBIN X-CIHEeNJICHHBLIM THII HACJIEIOBAHUSA 3200 ICBAHUSA

Hacuie1oBaHne reMo(iumm y 4e10BeKa

HOCHTEJBHIIA I"GMO(I)IIJIIIII 'S,I[Ol)OBblﬁ

Q XHXh X 3 XHY

3j0opoBasi  30poBas 3/I0OPOBBIII 0oJ1eH

HOCIITC/IHIIITA



PenecCMBHBIN X-CHEILICHHBIA THITI HACJETOBAHUS 32001¢BAHUS

legjoBaHne remocounnmm

PopocnoBHaAa KopoJsieBbl BUKTOpPUM

B remodmnux
.)Keumm-nocnmb

Koponesa
Bukropus
B AMrnum
Bukropua 3ayapa wll\:;‘unca d) Neononepn bearpuca
Oplenepm

oJe 0
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HacnepoBanue reMoc]meH

CEMBbHA HMINEPATOPA




X-CHEIMICHHBIA JOMHAHAHTHBLINA THII
HACTIETOBAHNAA

:3Hb BCTPESIACTCH ¥ MYJKIHH H JKCHIIIHH,
JKEHIIHH MIPHMEPHO B JBa pa3a Talllc; J .
yHOH MY KIHHA TIEPEAACT MyTAHTHEIH ! 2
JIb BCCM CBOMM JOICPSIM H HE NICPEIACT

YBEBSAM, TTOCKOILKY TIOCICHHS

/MAI0T OT OTIA Y -XPOMOCOMY; ‘
yHEIC JKCHIHHE TICPCAAI0OT MyTaHTHEI n

a6 50 % croux aereii HE3aBHCHMO OT ] 2 1 o0

: g
IIIHHE B CITydac OONC3HH CTPagaloT

¢ TSDKETO (OHH TSTSPO3UTOTH), IEM m 1 ‘ .
SUHE (IBJISIONMECT TCMH3UTOTAMH ). ] 2

MEPLI 30 oneganui: BUTAMHH -

CTCHTHRII PaXHUT, POTOHICHAIBICEOH
[pom THIIa .
!V _ =
3




OMHUHAHTHBIN X-CHeNJEeHHBIM THII HACJISTOBAHUS 3200J1eBAHUSA
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PonocnioBHas ¢ AOMHMHAHTHBIM X-CUCIUICHHBIM THIIOM
HacaenoBaHus 3aboneBanus (BUTAaMUH J1-pe3MCTEHTHBIN paxuT)



JIOMMHAHTHBINA X-ClIeNJICHHBIM THII HACJe10BaHNS 3200J1eBaHUSA

X-cuenneHHbIN OOMUHAHTHbIN
(XD)

« Be3 nponycka nokoneHun —
Mo BepTUKanu

« JKeHLWMnHbI nopaXeHbl B 2 ‘ ‘ ‘

pasa Jalle
« OToTuUa nepepaeTcs BCeEM

AodepAM; oT Matepn 50% é ‘ | i

CbIHOBEWN U fouepen.

NMpumMepbl v YenoBekKa:

PaxuT, pe3aucTeHTHbIN K
BUTaMUHY []

KopuuHeBas amanb 3y6oB




N -CHeILIeHHBIH JOMHUHAHTHBII THIT HACJIeJOBAHUS CX0/1€H C
AVTOCOMHO-JAOMHHAHTHBIM, 32 HCKJIKYeHIEM TOIr0, UITO MY/KUHHA
nepeaaer 3TOT NPH3HAK TOJbKO J0UePSM (CbIHOBbSI IMOJIYYAKOT OT
otua Y-xpomocomy). IIpuimepom Takoro 3ado0./1eBaHIs sIBJIsSIETCS,
VCTOIYHBASI K JieUeHII0 BUTaMHHOM D ocodast hopma paxira.
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MUHAHTHBIN X-CICIIJICHHBIM THII HACJCTOBAHUSA 3200 1eBAHUS

X CHeN/IeHHOe TOMHHAHTHOS
HACJAECJOBAHHE

X-CHENJEHHOE JOMHHAHRTHOE
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Y—C!!CHJICHHOQ, WJIN TOJAHIPUYCCKOC, HACJICIOBAHUE ITPU3HAKA

TUNbl HacNepjoBaHUA

* FonaHgpUYEecKuii, UK cueryieHHbI ¢ XpoMocoMon Y,
TUN HacnefaoBaHUA

Oco6eHHOCTU HacnegoBaHUSA:
» nepepaya rmpnu3Haka ot otua BCeM CbIHOBbAM,
> BGPMUKa.ﬂbeHj XapakKTep HacriegoBaHUA NMpU3HakKa,
> BEpOﬂTHOCT.b HacnegoBaHUA ANA UL MYXCKOTO norsia

100%. ] =

[Mpumepbl:
> rMNepTpnxos yuHbIX pakoBUH;

» N3GbITOYHbIN POCT BOJIOC Ha cpeAHUX dhanaHrax
nasbLeB KUCTEN.



Y—c!!ermenﬂoe, WJIN TOJAHIPUYCCKOC, HACJICIOBAHUE ITPU3HAKA

[[lonaHgpu4yeckun Tvun (Y)
HacneaoBaHUs

_ pm@®

[lepenaetca no
MY>KCKON NMUHUN

6e3 nponycka i
NoOKONeHun

MNMpumep v
yenopeka:

MMnepTpuxos
YLWHON
pPakoBUHbLI




Y—C!!GHJIGHHOQ, WJIN TOJAHIPUYCCKOC, HACJICIOBAHUE ITPU3HAKA

HacneaoBaHue reHos,
CLUENMEeHHbIX C Y-XpOMOCOMOW
| ' ¥,

™\

CUNEPTPUX03- USNULLHAS
BOIIOCATOCTh

NXTno3- 3adbonepaHne KoXu. Puidba
yeLlya

IS

TepMmuH: JTnyo «oBopoTHA»



Haubornee pacrnipocmpaHEHHbIMU 6051€3HSIMU U3 3MOoU 2pyrirbl S6rsHmcs
0bbIYHBIU UXMUO3 ¢ OOMUHAHMHbIM HacriedogaHueM, 0bbI4YHbIU UXMUO3 C
peueccuBHbIM cesi3aHHbIM ¢ X-XpOMOCOMOU Hacrie0oe8aHUEM

xTno3 — 3a00JieBaHUE KOXKU
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IV

Circumscribed
gray hyperkeratosts




[onasapuyeckoe HaciIeaO0OBaHUE

Mpu3HaKku, cuenieHHble ¢ Y-XPOMOCOMOW
FronaHapuYecKne NpU3sHaku

nansyamm Hor PaHHee o6nbiceHne

TMNepTpHxo3 MoYKn
YILHOH pakoBuHbI




anMepbl HacnegoBaHUA HEKOTOPbLIX Op(*)O(bM3I/IO.I10FM‘IeCKMX NMPU3HaKoOB.
OdOMWHaHTHbIEe n peuecCuBHbIC NPU3HAKWN Y YelloBeKa.

JloMMHAHTHbIE

PeneccuBHbBIC

HopMaanaﬂ NUIrMEeHTanus KOXKH, 1j1a3, BOJ0C

AJBLOMHU3M

BimsopykocTh

HopmanbHoe 3penue

HopmanbHoe 3penne

Hounas caenora

IlBeTOBOE 3peHueE

Janbronuszm

Karapaxkra

OTcyTCcTBHE KATAPAKTHI

Kocorinasue

OTcyTCcTBHE KOCOTIA3US

ToJicThie ryobI

Tonkue ryont

MomuaakTunus (106aBoYHbIE MAJIBIIBI)

HOpMaJII)HOC YUCJI0 NMAJbIEB

BpaxupakTunus (KOpoTKHe NaJIbLbI)

HopmanapHasi JINIMHA NAJbIEB

Becnyumku

OTCyTCTBI/Ie BECCHYHICK

HopmanbHbliii c1yx

Bpoxkaennasi nryxora

KapauxoBocth

HopmaubHslii poct

HopMmasibHoe ycBoeHHE IITIOKO3bI

Caxapubiii 1uater

HOpMaJ’[LHaﬂ CBEPTHIBAEMOCTHb KPOBH

I'emodunims

Kpyrnas ¢popma auua (R-)

KBaaparnas ¢opma smmua (rr)

Kpyrablii nondoponok (K-)

KBaaparuslii nogdopoaok (kk)

SAmouka Ha nogdopoake (A-)

OtcyrcTBHe IMOUYKH (aa)

BpoBu He coenunsirorest (N-)

BpoBu coexnnsirorest (nn)

Jdaunnble pecunubl (L-)

Koporkue pecaunsi (11)

Kpyraslii Hoe (G-)

3aocTpeHHbIH HOC (g2)

Kpyrisie nosapu (Q-)

V3kue Ho3apu (qq)

CBo0ogHast Mouka yxa (S-)

Cpocuasicsi MoUYKa yxa (ss)







