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Myrauusi, BO3HHUKAKOIAas B ayTOCOME WU
MMEKAasg NPU 3TOM JOMUHAHTHBIN XapakKTep,
OyzeT nposBiIsAThHCS B peHoTHNE. BOo3HMKArOIIIEE
npu 3TOM 3a00JIeBaHKE HAa3bIBAETCS
ayTOCOMHO-JOMHWHAHTHBIM. B OCHOBHOM CBOEM
MAacC€ OHM BO3HHUKAIOT [0 OJHOW U3 JBYX

IpU4YuH. Bo-mepBhIX, U3-3a  NOSABJIECHUSA
MyTallid MOXET BO3HUKHYTH JAe(PEeKT B
CTPYKTYpHOM O€llKke, B pe3yJbTare 4Yero
CTAHOBUTCA  HEBO3MOXHBIM  HOpPMajbHOE
(YHKIIMOHUPOBAHUE OPraHU3Ma, MOCKOJIbKY
€r0  OCHOBHOM  CTPOMUTEINIbHBIM  Marepual

U3MeHsieTcsa. Bo-BTOPBIX, MOXET HApPyIIUThCS
peryJsius SKCOPECCUU T€HOB, TO €CTh OajaHC
BBIPAOOTKH HEOOXOAUMBIX OPraHU3MYy BEIECTB.

AyTOCOMHO-AOMMWHAHTHOE HacneaoBaHue

Orey MaTts
(Gonekn) (3popoBa)
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MyTanuu JOMUHAHTHOIO XapaKTepa MOT'YT IPOU30UTHU B MOJIOBOM KJIETKE. B Takom
CJly4yae OHU MPAKTUUYECKU BCETA MPOABIISIOTCSA B IEPBOM K€ MTOKOJIEHUU ITOTOMKOB.
[To 3TOM NpUYMHE OCHOBHBIM (DAKTOPOM, BBI3BIBAIOIIUM PA3BUTHE AYTOCOMHO-
JTOMHUHAHTHBIX 3a00JICBAaHMM, CUMTAIOTCSI HOBbIe MyTaluu. Kpome Toro, Ha 4acToTy
BO3HHMKHOBEHUS HEKOTOPBIX OO0JE3HEW OKa3bIBAC€T BIIMSIHHE BO3PACT POJUTEINICH,
OCOOEHHO OTIIA.




PopociioBHas npu ayToOCOMHO-IOMHUHAHTHOM
HACJIEIOBAHUU
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AyTOCOMHO-JIOMMHAHTHBIE 3a00J€BaHUsI Yy TETEPO3UTOT  IIEpeNaroTcs B
POAOCIOBHOM MO BEPTUKAIN OT OOJIBHBIX JIFOOOTO I10J1a MOTOMKAM JH000r0 MoJia.
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Yacrora ciayuaeB Bappupyet oT 1:500 (cemeliHasi TUIIEPXOISCTEPUHEMMS )

10 1:50 000 (panHEee pa3BUTHE KaTapaKThI).

['eHeTYECKUI PUCK TIepeiaun 0ose3Hu pedeHky cocTtaBisieT 50%.

BapuaOenbHas 3KCIIPECCUBHOCTD: KJIMHUYECKAs KapTUHA ayTOCOMHO-

JTOMUHAHTHBIX 00JI€3HEH 0OBIYHO YpPE3BbIYAHO BAPbUPYET JAKE BHYTPU OJIHOM U
TOM k€ ceMbU. Takue pa3anuusi MEX1y UHAWBHIYyMaMH Ha3bIBalOT
Bapra0eIbHOM SKCIPECCUBHOCTHIO. DTUM (DEHOMEHOM OOBSICHSIIOTCS JIETKUE U

TsDKEJIbIe (POPMBI 3a00JICBAHUH.



HenonHas IEHEeTPaHTHOCTD. HCHeTpaHTHOCTB - HaCTOTa HIPOABJIICHUA JOMUHAHTHOI'O

MYTAHTHOTO aJulesid cpean ero Hocureneu. [lenerpantHocts coctasusaeT 100%, ecnu
3200JICBAIOT BCE HOCUTEINU MyTalluU. Y HEKOTOPBIX MHIUBUIYYMOB, T€TEPO3UTOTHBIX
0 MYTAallUsIM, BBI3BIBAIONIMM ayTOCOMHO-JOMHUHAHTHBIE OOJIE3HU, MOXET HE OBITh
BCEX  KIMHWUYECKHX  MPU3HAKOB. IJTO  SBJICHHUE  HA3BIBAIOT  «HEMOJHOU
MEHETPAHTHOCTBIO», KOTOpAask MOXKET OBbITh PE3YJAbTaToOM MOAUDUIUPYIOIIUX
3((PEKTOB APYTrUX T€HOB JIMOO BIUSHUS CPEAOBBIX (PAKTOPOB.

neHeTpaHTHOCTb N IKCNpPecCUBHOCTb
(oBarnbl — 0cO6U C OAMHAKOBLIM FEHOTUIMOM)
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BapbupytoLas sKcnpeccMBHOCTb



Myrannu de novo (BrnepBbi€ BO3HUKIIIEE U3MEHEHUE,

B OTIMYME OT YyHaclenoBaHHOro). OOBIMHO MpH
ayTOCOMHO-JIOMUHAHTHBIX 00JI€3HAX OOJbHOU MMEET
MOPaXEHHOTO POAMUTENSA, HO HEPEIKO HaOII0JaI0TCA
uckmoueHus. Hampumep, mnpu axoHAPOIUIA3UH -
OHOW M3 (HOPM KApJIUKOBOCTHU - POJUTENIN OOBIYHO
HOPMAJBbHOTO POCTA, TaK KakKk KaXIbld Cllydyau
3a00JIeBaHUsI SIBJISIETCS pE3YJIBTATOM HOBOM MYyTAIlUHU.
OmHako MOTOMCTBO OOJIBHOTO OyJeT MOPaKeHO C
puckoM S50 %. IlosiBiieHHE HOBBIX JOMHHAHTHBIX
MyTallMi CBS3aHO C YBEJIMYEHHEM BO3pacTa OTIa
BCJICICTBME  OOJBIIOTO  YHWCJIA  MUTOTHYECKUX
JI€JICHUM, KOTOPBIM TOJBEPrarOTCs IMOJOBBIE KICTKH
MYXYMH B TEUECHHE PENPOAYKTHBHOIO TEpUOA
KU3ZHU.




Kpurepun ayToCOMHO-IOMUHAHTHOTO TUIIA HACIICOBAHUA:

1. MyTaHTHBIM I'€H PEAIM3YETCA B MPU3HAK B T€TEPOZUTOTHOM
COCTOSIHUM, T.€. VISl pa3BUTHS 00JE€3HU JOCTATOYHO YHACJIEI0BaTh
MYTAHTHBIN aJUIEIb OT OJHOTO U3 POAUTEIICH;

2. XapakTepHa paBHAs BEPOSITHOCTh BCTPEYAEMOCTH JAHHOTO ITPU3HAKA,
KaK y MYKYWH, TaK U y XKCHIIWH;

3. boapmmHCTBO 00JI€3HEN 3TOTO TUIIA IPU MPOSIBIICHUM Y TETEPO3UTOT
HE HAHOCAT CEPhE3HOI0 ylep0Oa 310pOBbIO YEIOBEKA, U B

OOJIBIIIMHCTBE CIIY4acB HE BIUSIOT HA pEIPOAYKTUBHYIO (DYHKIIHIO;




Kpurepun ayToCOMHO-IOMUHAHTHOTO TUIIA HACIICOBAHUA:

4. JIOMHMHAHTHBIE TOMO3UTOTHBIE 0COOM BCTPEYAOTCS YPE3BBIUANHO PEAKO, TAK
KaK B OOJIBIIIMHCTBE CJIy4aeB TAKOE COYETAHUE MTPUBOJIUT K CMEPTH IO
WJIM XapaKTEPU3yeTCA HAJTUUUEM 00JIE€ BBIPAXKEHHBIX U TSHKEIBIX
(PEHOTUITUYECKUX MTPU3HAKOB.

5. bose3Hb BCTpedaeTcsi B KaXJ0M MOKOJICHUH, TaK KaK Y OOJIbHOTO POJIUTENS
MYTAHTHBIN I'€H JIOKAJW30BaH B MMOJOBUHE FAMET, KOTOPBHIE MOT'YT OBITh
OTUUIOIOTBOPEHBI B PABHOW CTENEHU C HOPMAJIbHBIMU KIIETKAMU -

BEPOATHOCTh BOBHUKHOBEHUSI 00JIe3HU y AeTer 50%;




Kpurepun ayToCOMHO-IOMUHAHTHOTO TUIIA HACIICOBAHUA:

7. Hekoropslie 3a00€BaHUS MPOSIBISAIOTCSI HE C MOMEHTA POXKJICHUS, a JIUIb B
ONPENECIICHHOM BO3PAacCTE;

8. Bce dheHOTHIIMYECKH 310POBBIE J€TH OYAyT 310POBBI M TEHETUYECKHU, €CIIU
MIEHETPAHTHOCTh MYTAHTHOTO T'€HA ITOJIHAS;

9. B ciyyae HA3KOM IEHETPAHTHOCTH B HEKOTOPBIX MTOKOJICHUSIX

IIaTOJIOI'MYCCKHUC ITPU3HAKH HE IIPOABJIAIOTCA.




AyTOCOMHO-JIOMUHAHTHBIE 3a00JICBaHUSI

OTHONOTHS:

B nopme skcnpeccust FGFR3
MIPOMCXOUT B XOHIPOLIUTAX
(MpEeUMYIIECTBEHHO B IIACTUHKAX
pocTa pa3BUBAIOIIKNXCS TPYOUaThIX
KOCTEM), II€ HOPMaJIbHBIN aJlIeb
yrHeTaeT U30bITOYHBIN pocT. [Ipu
aXOHAPOTUIA3UX MYy Talus
BBI3BIBAET MPEKIAECBPEMEHHYIO
nuddepeHImanuio XOHAPOIUTOB U
BCJICZICTBUE ATOTO -
MPEKICBPEMEHHOE 3aKPBITHE
IJTACTUHOK POCTa.

B 80% cirydaeB 00j1€3Hb
BO3HHMKAET B PE3YJIBTATE HOBBIX
MYTAaLUH.

AXOHJIpOILIA3Hs

FGFR3 - Peuentop akropa pocra
¢budpobmacToB 3



CuaapoMm Ma dHa arachnodactyly

Pectus excavatum
DTHOJIOT U

B ocHoOBe narorenesa
JCKUT UBJTUIIHSSA
AMACTUYHOCTh
¢ubdpminHa- 1.
JIOMHUHAHTHBIN
OTPHUIATEIbHBIN
3(PEeKT y rerepo3urot
00y CJIOBJICH
CBSI3IBAHUEM C
MYTaIlMOHHBIM O€JIKOM
1 OJIOKHPOBKOM
HOPMAJIbHOT'O
budpuiInHAa.

Dilation
I ¥ of aorta

Ectopia lentis




xopes | eHTUHITOHA

- 3a00JIeBaHUE HEPBHOW CUCTEMBI,
XapaKTepU3yIolleecs MOCTENEHHBIM Ha4yajaoM OObIYHO
B Bo3pacte 30-50 yieT u coueranmem
MPOTPECCUPYIOIIETO XOPEUUECKOTO TUIIEPKUHE3a
(HEMPOU3BOJIBHBIE JBWKCHUS) U IICUXUYECKUX
paccTpoicTB. 3a00JIeBaHUE BBI3BIBAETCS YMHOKEHUEM
kojgoHa CAG B reae HT'T. OToT ren,
MPUCYTCTBYIOIIUN Y BCEX JIFONIEH, KOTUPYET OEJIOK
xaHTUHITUH. e HTT pacrosnoxen Ha KOpOTKOM
miede 4-ii XpoMOCOMBI.

[TposiBisieTcst B 6€CIIOKOMCTBE, HEMPOU3BOJIbHBIX
JIBIDKCHUSIX, HAPYLICHUH KOOPJNHALNY U 3aME/ICHUH |
CKaYKOOOpa3HbIX ABUKEHUM [J1a3, MOTYT BOBHUKHYTh |
Jemnpeccus U MaHUKa, SMOLIMOHAIIbHBIN 1€(PUINT,
ATOLIEHTPU3M, arpeCcCusi, HaBsI3YUBbIC UJIEU, TPOOIEMBI
C Y3HABaHUEM JAPYTUX JIFOACH.




AyTOCOMHO-JIOMUHAHTHBIE 3a00JICBaHUS

Heiipoduopomaros I Tuna (0ose3Hs PeknnHrxayseHa);
CHHJIpOM DJiepca-/lanino;

HECOBEPILIEHHbBIN OCTEOTEHES;

MHOTOHHUYECKAs TUCTPODUS;

MUTMEHTHBIA PETUHUT;

CeMElHas TUIIEPXOIECTCPUHEMUSI;

Cunapowm Jlowca-/luta u ap.
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