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BBenenue

* HapyineHue nprukyca MOXeT HaOIr01aThCs KaK
M30JIMPOBAHHAS aHOMAJIHS, SIBIISITHCS
CICACTBUEM MYJIBTH(PAKTOPHAILHOM MAaTOJIOTUU
WJIA BHEIITHECPEAOBBIX BO3JICHCTBUM, 1100
BXOJIMTh B COCTaB HEKOTOPHIX HACJICICTBEHHBIX
3a00J1€BaHUM U CUHAPOMOB. Kak OT/IeIbHBIN
(PeHOTUINYECKUI MPU3HAK aHOMAJIMU MPHUKYyCca
BCTPEUYAIOTCS B MOMYJISIMH C BBICOKOM YaCTOTOM.



HonyJasimuoOHHbIC YACTOTHI AHOMAJIUH
npukyca (Iucreas B.A., 2001)
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* B Hacrosiee BpeMs Kak COCTaBJISIOIIAS
4aCTh HACJICJICTBEHHOI'O MOHOT€HHOI'O
CHHJpOMa HapyILICHUS IPUKYyCca (PUTYPUPYIOT
oosiece yem npu 10 popmax ayTocomMHO-
pELeCCUBHBIX 3a00yeBaHu, pu 12 popmax
3a00JIEBaHUI C AyTOCOMHO-IOMHHAHTHBIM
TUIIOM HACJEI0BaHUS U IIpU 5 popmax X-
CIIETJIEHHBIX 3a00JICBAHUM.



HapyLu. npuKyca u3-3a BbICT. AyTOCOMHO-40MWHAHTHbIN
BMnepes BepXxHux nep.s.

CuHapom buHaepa AyTOCOMHO-A40MUHAHTHbIN

MwnacTeH. CMHAPOM BPOXK4. AyTOCOMHO-peLecCMBHbIM  17p12-p11, 17p13-p12,
11p11.2-p11.1

CuHapom Cekkena 1 AyTOCOMHO-peLeccuBHbIN  3Q22-024

CumncoHa-Tonabu-bexmena X-cuen. peLeccuBHbIN Xq26
cuHapom, Tun 1(SGBS-

CUHAPOM)

®poHTOMEeTadpu3apHaAn X-cuen/i. peLecCMBHbIN Xp22.2-p22.1
ANCN/A3UA

CuHgpom LUNpUHT3EH- AyTOCOMHO-4OMUHAHTHbIA  15(21.1
Fonbabepr KPAaHMOCMHOCTO3

CK1epocCTeos AyTOCOMHO-peL.eCcCMBHbIM  17q12-C21

CuHgpom KodduHa-/loypu  X-cuena. AOMUHAHTHBIN Xp22.2-p22.1




AyTOCOMHO-4OMWHAHTHbIE
CUHAPOMbI C HapyLLUEeHUuem

NMPUKYyCa
e Hapyienue mpuKyca u3-3a BBICTYIAIOINAX
BIIEpPel BEPXHUX IePeaAHUX 3Y00B . 3a00I€BaHUE
ONMUCAHO ¥ 19 yesloBEK B 8 AEPHBIX CEMbSX Y TPEX
nokoJicHur. HaOmronaercst HapyIeHue NpruKyca,
BBICTYMAIOIINE BIIEPE] BEPXHUE TIEPETHUE 3YOHI.
Trm HaciaemoBaHUs: ayTOCOMHO-IOMUHAHTHBIM.




MakcuL10-Ha3aJdbHaa quciiazus T buaaepa (buniaepa

CHHJIPOM). CyvHIpPOM ONMCAH KAK CAMOCTOSITEIbHASI HO30J10THYecKas equHnna B 1962 r.

Binder (1962) onucaJ 3a00/ieBaHle KAK aNJIa3Wsl BepXHeil 4eJI0CTH, KOPOTKUI HOC ¢ IUPOKOM
NnepeHocuiie, aHomanus nPuKyca. XapaKkTepHoO 4YepToil CUHAPOMA SIBJISETCH TMIOIJIA3ZHUS
cpeaMHHON YacTu Juna. Tun Hacjae10BaHUA: NPEANOJI0KUTEIbHO AyTOCOMHO-TOMUHAHTHBIH, HO
HE HCKJIKYeHA MYJIbTU(PAKTOPHAJbHAA NPUPOAA 3a001€BaHUS.




X-CHEIMJICHHBIN peeCCUBHLIN THII

HaCJICA0OBaAaHUSA

Cumncona-l'onadu-bexmeas cunapom, tun 1 (SGBS-cunapom).Jlokanu3zaius resa B JIOKyce
Xq26. 3aboneBanue o0ycnoBieHo myrtanueit rena GPC3. XapakrepusyeTcs npe- U OCTHATAIbHBIM
OOJIBIIIUM BECOM, IIMPOKUM JIUIIOM, MaKpoledaauend, BpokICHHBIM TOPOKOM CepAlla U APYyruMu
BPOXKJICHBIMH aHOMaTHSIMU. [IposiBIeHUs:MaKpOCTOMUSI, MAaKPOTJIIOCCHS, TTOACIU3UCTAs paCIIeInHA
ryObl, paciiesnHa HEOa, HapylIeHUE TPUKyca.

Figure 1.

Clinical findings in Simpson-Golabi-Behmel syndrome. A and B: Facial phenotype. Note the
cleft lip, coarse, square face and broad nose. C and D: extra-nipple in a carrier mother and a toddler.
E, F and G: close up of the mouth of three different patients. Note the large tongue, middle groove in
the tongue, teeth malposition and repaired cleft (in G).

Tenorio et al. Orphanet Journal of Rare Diseases 2014




- X-CHENJCHHBLIH TOMMHAHTHLIN THUII
HacCJe10BaHUA
Kodduna-Jloypu cunapom.

Bunepsbie cunapom onucan B 1966 r. Tun nacienoBanus: X-
CHeIUICHHBIN JOMUHAHTHbIH. MMHUMAJILHBIMU IMATHOCTHYECKUMHU
NPU3HAKAMU SIBJISAIOTCS: aHTHMOHOIOJIOU/IHBIN pa3pe3 11as,
JIYKOBHII€OOPa3HbIi HOC, HU3KUI POCT, KOHYCOBUAHbIE MAJbIbI,
YMCTBEHHAsl 0TCTaJM0CTh. CHHAPOM XapaKkTepu3syercs
crneurpuIecKUMH YepenHO-JINIEeBbIMUA NPU3HAKAMM:
MUKpouedamsi, BBICTYNAKIINE HAA0OPOBHbIE IyT'H, THIIEPTEJI0PHU3M,
AaHTHMMOHIOJIOMIHBIN pa3pe3 IJ1a3,0TKPbIThIE BIIepel HO3APH,
nepeopouTAJIbHAS MOJTHOTA TKAHEH, INMPOKAas CIIMHKA HOCA,
OTTONbIPeHHbIE YIIH. MHOKeCTBEeHHbIE NPU3HAKU ATOJI0Ir MU
COCIMHUTEJbHOH TKAHM U CKeJieTa (THIepMOOHIBHOCTD CYCTABOB
KHUCTel U cToIl, AepopMalisl IPYIHON KJIETKH, CKOJIHO03, KU(]PO3 1
ap.). K cromarosiornyeckum nposiBJieHUIM CHHAPOMA OTHOCSTCS:
00/1b1110#1 IPUOTKPBITHIN POT, Y3K0€ BbICOKOE HEDO, TMIIOACHTHS,
HApyLIeHHe NPUKYCa, IUPOKO paccTaBJIeHHbIe 3y0bl, 00/IbLINE
CpeAMHHBbIE pe3bl (MAKPOIEHTH).




AyTOCOMHO-AOMMHAHTHbIN TU
Hac/eAOBaHUA

o SHORT-cuHapom.

Tun HacleA0BaHUA AyTOCOMHO-40MUHAHTHBIN. FeH He
naeHtTupuumupoBaH. B OMIM N2 269880 (puc. 6-13). HasBaHue
CMHAPOMa OTPAXKAET €ro OCHOBHbIE PpeHOTUNMYECKHUE
XapaKTEepPUCTUKU: HU3KUIA POCT, TMNEPNOABUXXHOCTb CYCTABOB,
rny6OKOo nocakeHHble r1asa, aHomanus Purepa, nosgHee
npopesbiBaHue 3y60B.

CMHAPOM TaK}Ke XapaKTepu3yeTcA /IML,EeBbIMU 0COBEHHOCTAMM
(TpeyrosbHoe mL0, AMNOATPOdUs, OTTONBIPEHHDIE YLLK,
LUIMPOKAA NepeHoCUL,a, TE/IEKAHT, rMyBOKO Nnoca*KeHHble raasa,
rMMNon/Aasus Kpbl/IbeB HOCa, MUKPOreHUs ), .
MHCY/IMHPE3UCTEHTHbIM AnabeTom, runepr/iMKkemMmuei, Puc. 6-13. SHORT-cunapox (a, 6)
HEMPOCEHCOPHOM TYrOyXOoCTbl0, MAaTO/I0rMeN OpraHa 3peHus
(MronusA, KaTapaKTa, r/1ayKomMa, Mera/ioKOpHea, Te/IeKaHT),

CKe/IeTHBIMY QHOMA/IMAMMU: FTMMNEPNOABUXKHOCTBIO CYCTaBOB,
OTCTaBaHWEM KOCTHOIo BO3pacTta, 60/1bwmmm anudpusamu,
TOHKUMU Anadu3amu, KAMHOAAKTUAMKENM V Na/IbLEeB HA PyKax.

Habatogatotca pasHoobpasHble BapuaHTbl naTo/s10rMm 3y60s:
rMNoAeHTUsA, HapyLUeHue NPUKYCa, 3a4eprKKa Npopes3biBaHuA
3y6oB



AyTOCOMHO-peLeCCUBHbIN TUI
Hac/1eAO0BaHUA

Cekke/s19 CUHAPOM.

Tun Hacsnego0BaHUA ayTOCOMHO-
peueccuBHbIA. FeH 10Ka/IM30BaH Ha 3q22-q24.
B OMIM N2 210600 (puc. 6-16). CuHgpom
XapaKTepu3yeTca OTCTaBaHUEM B POCTe,
Mukpouedanmei, ceoeobpasHbiM CTpOeHUEM
ro/10Bbl U ML («MNTULLEr0/10BOCTb»),
YMCTBEHHOMW OTCTa/I0CTbIO, CYAOPOXHbBIMU
npucTtynamu. HYepenHo-1muesbie U
3yb6ouentoCcTHbIe NPOAB/I€HUA CUHAPOMA:
MWKPOTFHaTUA, HU3KOMOCAXKEHHbIe
AedopmMUpOBaHHbIe YL, BbICOKOE HEDO,
WMHOrAa paclie/nHa HEGa, YacTUYHanA
aHOAEHTUA, TMMON/IA3UA dMa/u,
Ma/zi00K/103uA |l, HenpaBu/bHbLIN POCT 3y60B.

Puc. 6-16, Cuaapom Cexkens
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