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B cmamowe npedcmasneno onucanue nayuenma c Oucniacmudeckum Genomunom, y Komopozo Ovblid Yycmanosiend 00Ha u3 peoKux
pasnosudnocmeti cunopoma Cutis laxa — 2epodepmus ocmeoducniacmuueckas, ceéssannas ¢ mymayueii zena GORAB.
IIpusodsmes noopobuvie anamiecmuueckue Oanible, NO3COLUCHUE 3aN0003PUML OAHHBLL CUNOPOM, A MAKICE Pe3YNbMambl
KAUHUKO -UHCTPYMEHMATLHO20 U MEOUKO-2eHeMUUecK020 00C1e0068anUsl, NOOMeepousuiue ouazios. Ykasamvt pucku oas 6yoyuux
Oemeil, pojcoennvix 6 OanHoU cemve. B cmamve aKuenmupyemcs GHUMAHUE HA BANCHOCU 6 COUUALLHOM dACNeKme
npedomepawenust NOGMOPHOZ0 PONCOCHUS 8 NOOOGHBIX CeMbX OOILHO020 pebenKa, umo OCMuUzAemcst C60CEPEMEHHDIM MeOUKO-

2enemudeckuM KOHCYAbmupoeaHuem.

Kntouesvte caosa: zepodepmust ocmeoducniacmuuecxas, cunopoma Cutis laxa, e GORAB, demu.

I‘epoaepMHﬂ ocreopuciiactuyeckas (I'O) — aro pen-
KO€e ayTOCOMHO-pelleccuBHoOe 3abosieBanue. BiiepBbie
aTa naroJorus Obuia onucana B 1949 r. Bamarrepom Ha npu-
mepe rsitn cnbeos [2]. Y manmentos ¢ TO ¢ cavoro poskaenust
BsJIas, NPOBUCAIONIAS, MOPIIMHUCTAS KOXKA HA THLIBHOMN
MOBEPXHOCTU PYK U HOT,  TaK:Ke, KAaK IPABHJIO, HA JKUBOTE,
KOTOpast 00bIYHO COOMPAETCST B CKIAJKU B TTOJOKCHUHT CHJISL.
Tucrosornyeckn BBISIBJISIETCS yMEHbIIEHHE KOJNYECTBA
n (parMeHTalUSA 2JACTMYECKUX BOJIOKOH B IOPAKECHHOMN
KOJKe 110 CPABHEHUIO ¢ «HOPMAJILHO BBITJISIZISAINIEN» KOXKel Ha
npyrux ydactkax tena [3]. Tem He Menee, B smreparype HeT
JI@aHHBIX O 3HAYUTEJbHBIX AeekTax B cekpernuun GpudpobdIia-
cramu npoxkoJtarena I u 111 mpu nannoit marosorum.

V 6ospubix ¢ O oTMevaercst reHepaJn30BaHHbIil OCTeO-
nopo3 (0TCIo/Ia U HA3BAHME <«OCTEOUCIIIIACTIYECKAS» ), 0CO-
GEHHO B TeJIaX MO3BOHKOB, KOTOPBIN YaCTO IIPUBOIMT K KOM-
[IPECCHOHHBIM TIePEJIOMaM. B HEKOTOPBIX CJIydasix OIMCAHbBI
ckosno3bl 1 Kudo3bl. Kpome Toro, ycranoBiena Hu3Kas
MUHEpaJIbHAsl MIOTHOCTh TPYyOUAThIX KOCTEH, MPUBOJISIIAL
K UX XPYIIKOCTH U TIOBBIIIEHUIO PUCKa repesomMoB [1].

[ToMmuMoO KOCTHBIX u3MeHeHMIl, y mnamnueHtoB c¢ 'O
Haboal0Tcst KpaHuodaciuajibHble aHOMAJUU, BKJIIOYA-
IOIIMie OITyIIeHHble BEKH, IIPOBHUCAIOININE IIEKU, OOJIbIIIe
neOpMUPOBAHHBIE YIIN, HUMKHEYENIOCTHON TTPOrHATU3M
U TUTIOTIJIA3UIO BEPXHE YeJNIOCTH. TU U3MEHEHUS B COBO-
KYITHOCTHU C BSJIOW MOPITUHUCTON KOKEN IPUAAIOT TIal{ueH-
TaM CTapuYecKuil BUI.

Ycranosieno, uro npuuunoit 'O aBasgercst red GORAB
(rakske usBectHblil kKak SCYL1BPT), Haxoagiuuiicss B XpoMo-
come 1g24. B psze uccienoBanuii yKa3bBaJoCh Ha OTCYT-
crBue nporenHoBoro kommonenta SCYLTBP1 y GoJbHBIX
¢ T'O. Ilosxe nosiBunCch paboThl, B KOTOPBIX ObLIA OIMCAHA
myTaius B reHe GORAB, 11pu KOTOpOii HapyIeHus B aibda-
CIUPAJIBHON CTPYKTYPE, COEAMHIIONIEN [BA KOJbIEBBIX
JOMEeHa TIPOTeNHa, IMPHUBOJSAT B UX Pa3pbIBYy. Bwicokas
axcrpeccuss GORAB B Koke M KOCTAX OOBSACHAET TO, 4TO
ocHOBHasg cumnroMaTuka npu ['O mposiBisercss UMEHHO €O
CTOPOHBI 9TUX OPraHoB[4].

HecmoTps Ha HATTMYMe Psijia UCCITEAOBAHUII, IS ITMPOKO-
TO Kpyra KJINHUINCTOB 3T ITATOJIOTH OCTAETCSI MAJIOU3BECT-
HOI4, U4TO 3aTPY/HSET CBOEBPEMEHHYIO [IMATHOCTUKY W IPU-
BOJIUT K PaHHEMY Das3BUTUIO ocokHeHuil. [loatomy Gosee
HoPOOHOE 3HAKOMCTBO € CHMIITOMATHKOW U JMATHOCTHYE-
CKUMU BO3MOKHOCTsIMU 11pu 'O okaszano 6bl HECOMHEHHYO
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[PaKTUYECKYO OMOIIlb B BbISIBJCHUM TakuX O60JbHBIX. [Ipes-
CTaBJISIEM CJIyYaii U3 HAIllel MPaKTUKU.

Ilavuenm Tycetin X., 5 et 2 Mecsa, OCTYIHI B y4eGHO-
TEpalleBTHYECKYI0 KJIMHUKY A3epOallizKaHCKOTO MeIUIMH-
CKOTO yHUBepCHTeTa ¢ jkanobamu Ha GOoJib B Iiede, TIOSIBUB-
IIyiocsl TMOcJe TIajleHusl, OTCYTCTBHUE AalleTUTa, 3alOphbl.
W3 anamuesa: peOEHOK OT I11€pBOii GepeMEHHOCTH, IEPBBIX
POJIOB, POJIUTENIN He SIBJISIIOTCSI POJACTBEHHUKaMU. Bepemen-
HOCTD IpoTekasa 6e3 0co6eHHOCTel, PObI CpouHble, Ha 37-i
nenene, Bec npu poxjaernu 3000 T, poct 50 caHTUMETPOB.
Ob6patany BHUMaHWE YBeJIWYEHHAs OKPY/KHOCTH TOJOBBI
(38 cMm), BBIpaKEHHAs] OTEYHOCTD JIMIA, MOPITHHHICTAS KOXKa
TeJla U KOHEYHOCTEI 1 IBYCTOPOHHUIT BHIBUX B Ta300€IPEHHbIX
cycrasax. [Ipu obcieoBaHny Ha MOMEHT POKIECHUST OTMeYaI-
Cs1 IMAHO3, B CBSI3M C YeM B TeUeHIe MOCTIeYTONTIX ABYX He/leTb
peGEHoK HaXOAUIICA HA TIOCTOSHHON OKCUTeHaIn. BhL1 BhIm-
CcaH JIOMOiT TTocJTe craga oteka ¢ Becom 2500 rpaMMOB.

Co cJI0B pouTedieii, Toc/ie BBICKH y peberka Habroa-
JIVCh TIEPUOINYECKIE TIPUCTYTIBI YAYIIbS C IIMAHO30M, TLJIOXasT
npubaBKa Macchl TeJia, 3al0Pbl, OTCTaBaHKe B IICUXO(pHU3IIe-
ckoM pa3BuTH. CaMOCTOSATEIBHO CUIETh HAYAJ C JIBYX JIET,
XO/IUTH — C TPEX JIET, PA3roBapuBaTh — € AByX JieT. [1o moBomy
BBIBUXa B Ta300eIPEHHBIX cycTaBax M0 18 MecsieB MpoBoO-
JIMJIaCh UMMOOUIM3AIMsST ¢ NMOMOMIbI0 muHbl. B 2009 romy
Oblia [pOBeleHa MarHUTHO-PE30HAHCHast ToMorpadus,
BBISIBUBIIAS JUCILIA3UIO JIEBOU ITOUKU.

Ha momeHnT mocTymienus: cocTosinie cpefHel TSKeCTH,
peGeHOK B CO3HAHWUM, B KOHTAKT BCTYIAET HEOXOTHO, IIaK-
CUB, alllIeTUT Pe3KO CHUKEH. Pa3roBOpHbIe HABBIKM OTCTAIOT
OT MOJIOKEHHBIX 110 BO3PACTy: 00IAeTCSA ¢ MOMOIIBIO MPO-
CTBIX TIPEJJIOKEHUH, COCTOSIIUX WX 2—3 CJIOB, CJIOBapHbBIN
3amac cocrasiager okojo 50 caos. Macca tema 12 kr,
poct 90 cm, okpy:kHOCTH TosoBbI 48,5 cMm. IIpu ocmotpe
BBISIBJISIOTCS TMPU3HAKU JAUCIJIACTUYECKOTO (DeHOTHura:
TUTIePTENOPU3M TJia3, aHOMaJIbHbIe YIIHBIE PAKOBHUHBI,
nedopmary 3y00B U HapylIeHHe UX PACIHOJIOKEHUs, [1a-
CTeMbI, TOJIyOble CKJIEPDI, IMUPOKUN U YIIONIEHHBI KOHYUK
Hoca, 6OJIBIION POT, TOHKKE TYObI.

Koka «u30bITOUHA», CBUCAET CKJIAAKAMU, TOAKOKHO-KI-
POBOII CJIOI PE3KO MCTOHYEH Ha BCEM TeJje, MPaKTUYeCKU
OTCYTCTBYET Ha KOHeyHOCTsAX. OTMeUaoTcs IPU3HAKY [1POTe-
pun: Jmio peberka umeer «crapyeckuii» Bua. Co CTOPOHBI
KOCTHO-CYCTaBHOI CHCTEMBI: BbISIBIEHA KIMHOAAKTUIIHS 5-TO
TaJblla M PACHIPEeHHbIH, YIITOMEeHHbIN 1-1 maser) Ha pyKax.
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Kpome aroro, nmeercst nedopmaiivis rpyaHoil KJIETKU B BUje
«KYPUHOH Tpyan», Kudo3 IPyZHOrO OT/esa TO3BOHOUHMKA,
O-obpasHast nedopmals HUKHUX KoHeuHocteil. [To moBoxy
pe3koil 60JM B NPaBoil pyke Oblia MPOBeIEHa KOHCYJIBTAIlHsT
TPaBMATOJIOTA: YCTAHOBJIEHO HAJIWYMeE IepesioMa IIeueBOi
KOCTH, BO3HHUKIIIee, 110 BCell BEPOSTHOCTH, B pe3yJIsTaTe IHajie-
HUSE, UTO OBLIO TIOATBEPIK/IEHO PEHTIEHOIOTYecKU. MblieuHast
cucTeMa pa3BUTa KpaiiHe c1ab0, OTMEYAETCs] Pe3KOe CHIKEHUe
MBIIIIEYHON CHJIBI, YaCTUYHAs aTPOpUS MBI KOHEYHOCTEH.

Co CTOPOHBI JIETKUX: JIBIXaHUE Yepe3 HOC, YaCTOTa J[bIXa-
HUs 24 B MUHYTY. B JIerkux 1mepKyTOpHO — JIETOYHBIH 3BYK,
[IPU Ay CKYJIBTAINH BBICIIYIIIUBACTCS JKecTKoe abixanue. [Tymbe
PUTMUYHBINA, yaoBjaeTBoputesapHoro namonanenus, YCC
104 ynapa/mumyTy. ToHBI cep/iia sCHbBIE, ITyMbI HE BBICITYIITH-
BAIOTCSI. 3€B, CIMBUCTAST OJOCTH PTa YUCThIE. SI3BIK 00I0KeH
GesibiM HazeToM. JKHBOT HECKOJIBKO B3IYT, MPU HAJbHAIIN
Gesbosesnennblil. [ledenn u ceesenka He yBennderbl. Mode-
ucryckanue cBoboznoe, 6esbonesnennoe. Crya ohopmieH-
HbIi. MeHUHTeaIbHbIe CUMIITOMBI OTPUIIATE/IbHBIC.

ITo pesyisraTam 06cJIe0BaHsI BOSHUKIIO MOA03PEHIE HA
HaJIMYne «CHHApPOMa BsAIoi Koskn» — Cutis laxa. /I yrou-
HEHUsT INarHo3a Oblla PEKOMEHIOBAHA TeHETHYECKas KOH-
cynbraiusi. Ponuresnn obparunuch B LleHTp reHeTHuecKux
pobsiem yesoBeka B Mionxene (Tepmanus), rie 23.04.2013 1.

JIITEPATYPA

6bIJIO TTPOBE/IEHO MEANKO-TEHETHYECKOE KOHCYJIBTHPOBAHUE.
B pesysibrate MOJIEKYJISPHO-TEHETHYECKOTO aHATN3a ObIIO
YCTaHOBJIEHO Hajuune y pebeHKa TOMO3UTOTHON (HOpMBbI
myTtanuu rena GORAB, a'y poputesiei naiuenTa — reTeposu-
roTHOM (popMBbI yKazanHol maTonornu. OUeBUIHO, YTO POIU-
Tesn peGeHKa SBJISUIMCH 37I0POBBIMU HOCUTEISIMUA aHOMAaJTh-
HOTO TeHa, PUCK TIOBTOPHOTO POK/EHHsI B OpaKe 9TO mapbl
peGeHKa ¢ OCTEO[UCIIACTUYECKOU TepOIePMUEN COCTABUII
25%. B a10ii cBsA3U popuTesisiM ObIIIO PEKOMEHIOBAHO B CITy-
Yagx MOCTeAyoNmxX GepeMeHHOCTeN 06513aTeTbHO IPOBOINUTD
IIPeHATaJIbHYIO AUATHOCTUKY ILTOJA.

Takum 00pa3oM, y HalMeHTa ¢ AUCIIIIACTUYECKUM (heHO-
THITOM ObLTa YCTAHOBJIEHA OJIHA U3 PEAKHUX Pa3HOBUIAHOCTEN
curapoma Cutis laxa — repogepMust 0CTEOMCIITACTIHIECKAS],
cBsi3anHas ¢ Mmyranueil rena GORAB. Hecmorps Ha nocra-
TOYHO HEOIATOIPUSITHBII POTHO3 MPU JAHHOM 3a00JIeBaHIH,
CBOEBPEMEHHAsT MOCTAHOBKA JIMArHO3a MO3BOJISIET HECKOJIBKO
VIIYYIIUTH KauecTBO *KU3HM MallleHTa 3a CUeT IIPe0TBpallle-
HUS 11ePeJIOMOB, HAa3HAYeHUs Tepaluu, CTUMYJIHpYIoLleit
obpasoBaHue KoJuiareHa, u T.J. OIHAKO HECOMHEHHO OoJiee
B)KHYIO B COIMATIBHOM acCIleKTe POJIb UTPAET MPeNoTBpalle-
HIIe MOBTOPHOTO POJKIEHWSI B JAHHBIX CEMbsX OGOJBHOTO
pebeHKa, 4TO JOCTUTAETCST CBOEBPEMEHHBIM MEINKO-T€HETH-
YeCKUM KOHCYJIBTHPOBAHIEM.
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Bunapok octeoaucnnacTu4Hoil repogepmii (mytauia reHa GORAB) y autunmn

A. YepHuux-bynenr, 1.B. baxmani, @.M. Mamegosa
A3epbarigxaHCbkii MEANYHNI yHIBEPCUTET, M. Baky

Y cTaTTi HaBeAeHO OMMC MauieHTa 3 AMCMAACTUYHUM (DEHOTUMOM, Y IKOro 6yno BCTAHOBMEHO OAWH 3 PiAKiCHMX pisHOBMAiIB cuHgpomy Cutis laxa —
repoAepmisi 0CTEOAMCNNAcTUYHA, MOB'A3aHa 3 MyTauieto reHa GORAB. HaBOAATbCA AOKNaAHi aHAMHECTUYHI AaHi, WO [A03BOAMAM 3amigo3puTh AaHnii
CWUHAPOM, a TAKOX Pe3ynbTaTh KNiHiKO-iHCTPYMEHTANbHOIO | MEANKO-TEHETUYHOTO 06CTEXEHHS, LU0 NiATBEPAMAM AiarHo3. MoKa3aHo pU3NKK ANns MaiibyTHIX
JiTell, HAPOKEHNX Y aHii Cim'i. Y CTATTi HaronoLyeTbCa Ha BRXNUBOCTI y COLiaNlbHOMY acreKTi 3ano6iraHHs NOBTOPHOMY HAPOKEHHIO Y NOJIBHNX CiM'AX
XBOPOi AUTUHM, LIO AOCATAETLCSA CBOEYACHUM MEAMKO-TEHETUYHUM KOHCYNBTYBAHHAM.

Knioyosi cnoBa: repogepmisi 0octeoaucnnactuyHa, cuHapom Gutis laxa, red GORAB, gitu.
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Case of gerodermia osteodysplastica ( mutation in GORAB gene) in the child

A. Chernik-Bulent, I.V. Bahmani, F.M. Mammadova

Azerbaycan Medical Universaty, Baku

The article describes a patient with dysplastic phenotype, in which was established one of the rare species of syndrome Cutis laxa — gerodermia osteodys-
plastica, associated with a mutation in GORAB gene.

The detailed medical history, which allowed to suspect the syndrome, and the results of clinical, instrumental and medical-genetic examination confirmed the
diagnosis are provided. The risks for the future children, will born in this family were shown. The article focuses on the importance of the social aspect of the
prevention of re-birth in such families the sick children, which is achieved in a timely genetic consultation.

Key words: gerodermia osteodysplastica, syndrome Cutis laxa, GORAB gene, children.
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