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B cmamwe npedcmasaeno onucanue navuenma ¢ OUCNIACMUYECKUM (DEHOMUNOM, Y KOMOPO20 Oblla YCMAH06LeHa 00HA U3 PEOKUX
pasnosuonocmeii cunopoma Cutis laxa — zepodepmus ocmeoducniacmuueckas, ceasannas ¢ mymavuet zena GORAB.
IIpusodsimest nodpobivie anammecmuyeckue Oannvie, NO3BOIUBUUE 3AN0003PUMD OAHHDIL CUHOPOM, A MAKICe Pe3YLbMamvl
KAUHUKO-UHCTPYMEHMATIDHOZ0 U MEOUKO-2eHEMUUECK020 00C1e008anUst, nNo0meepousuie OuazHos. Ykazanvl pucku oust 6yoyuux
Oemeii, poscOennvix 6 0annoi cemve. B cmamve axuenmupyemcs enumanue na 6asCHOCMU 6 COUUALLHOM ACNEKME
npedomspauenus NOBMOPHOZO PONCOCHUS 6 NOJOOHBIX CEMbIX O0NbHOZ0 PebenKa, Ymo JOCMuUzZaemcs C60C6PEMEHHbIM MEOUKO-

2EHEMUUECKUM KOHCYJIbMUPOBAHUEM.

Knroueeswvie caosa: zepodepmus ocmeoducniacmuueckas, curnopoma Cutis laxa, zen GORAB, demu.

repOlIepMI/IH ocreoquctiactndeckas (I'O) — aro pen-
KOe ayTOCOMHO-pelleccrBHOe 3abosieBanue. Buepsbie
aTa maroJorus 6bia onucana B 1949 r. Bamartepom Ha Tipu-
Mepe msatn crbeos [2]. Y marmenTos ¢ 'O ¢ camoro poskaeHust
BsiJlasl, MPOBMCAIONIAS, MOPIIMHUCTAS KOKA HA THLIBHOMN
MMOBEPXHOCTH PYK M HOT, a TaKXKe, KaK IPaBUJIO, HA JKUBOTE,
KOTOpast 0ObIYHO COOMPAETCS B CKIIAAKU B TIOJIOKEHUY CUJIS.
[mcrosornyeckn BBIABJAETCS yMEHbIIEHHE KOJUYecTBa
u (parMeHTaIUs JACTUYECKUX BOJOKOH B TMOPAKEHHOMN
KOKe 110 CPABHEHUIO ¢ «HOPMAJIbHO BBITJIS/ISAIICH» KOXKeil Ha
npyrux yyactkax tesa [3]. Tem He MeHee, B uTeparype Her
JIAHHBIX O 3HAYUTENBHBIX JedekTax B cekpermun hpudpobiia-
cramu ipokosiarena | u I11 mpu garnoit naTonormm.

VY 6onbubix ¢ 'O oTMeuyaeTcs reHepaaM30BaHHbIi 0CTEO-
1mopo3 (0TCI0/Ia 1 Ha3BaHUE «OCTEOJUCIIACTUYECKAS» ), 0CO-
6EHHO B TeJIaX MO3BOHKOB, KOTOPbIN Y4aCTO TIPUBOMUT K KOM-
MIPECCHOHHBIM TIepesioMaM. B HEKOTOPBIX crydasix OTHCaHbI
ckoo3bl U Kugo3zbl. Kpome TOro, ycraHoBjieHa HHU3Kas
MUHEPaJIbHAS [JIOTHOCTb TPYOUYATHIX KOCTEil, IIPUBOJISIIIAsT
K MX XPYIKOCTH U TIOBBIIIEHNIO pUCKA T1epesioMosB [1].

[Tommmo KOCTHBIX W3MeHeHWH, y mamuenTtoB c¢ 'O
HabJoal0Test KpaHuodaciuajibHble aHOMAJUU, BKJIOUA-
[OlI[Mie OIYIIEHHBIE BEKH, IIPOBUCAIOIIME IIeKH, OOJIbIIne
nedopMupOBaHHbIe VI, HUMKHEYEJIOCTHOH IPOrHATU3M
W TUTOTIJIA3UI0 BepXHeH YesqiocTu. JTU U3MEHEHUs B COBO-
KYITHOCTH € BSIJIOH MOPIMHUCTON KOJKe MPU/AIOT MallieH-
TaM CTapuecKuil BUJL.

Yeranosneno, yto npuunnoii ['O asasercs ren GORAB
(taxke n3BecTHBIN Kak SCYL1BPT), HaxomAHiicss B XpOMO-
come 1q24. B pazme mccienoBaHMil yKa3bIBaJIOCh Ha OTCYT-
cTBUe 1porenHoBoro kommonenta SCYLTBP1 y 6oJibHbIX
¢ T'O. Tlosske nmosiBusch paboThbl, B KOTOPBIX ObliIa OIMKCAHA
myTanus B reie GORAB, ipu KOTOpOI HapyIieHns B ajabda-
CNIUPATBbHON CTPYKTYpE, COEQUHSIONEN /Ba KOJbIIEBBHIX
JIOMEHa TIPOTENHa, ITPUBOJAT B UX Pa3pbiBy. Bbicokas
akcrpeccrst GORAB B Koxke M KOCTSX OOBSCHSET TO, Y4TO
ocHoBHasd cumrnroMatuka mpu 'O mposBisercss UMEHHO €O
CTOPOHBI 3TUX OPraHoB[4].

HecmoTps Ha Hasmuuume psja ucciaeioBaHui, s MUPOKO-
TO KpyTa KJIMHUIIMCTOB 3Ta IATOJOTHS OCTAETCS MAJOM3BECT-
HOI1, 4TO 3aTPYyAHSAET CBOEBPEMEHHYIO JIMArHOCTUKY U IIPH-
BOJIUT K PAHHEMY PasBUTUIO OcJokHeHWil. [loatomy Golee
0ipOOHOE 3HAKOMCTBO C CUMIITOMATUKOU U JMATHOCTHYE-
CKUMHU BO3MOKHOCTsIMU 1ipy 'O 0Kazano Obl HECOMHEHHYIO
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MPAKTHYECKYIO TIOMOIIb B BBISIBICHUU TaKUX O6OBHBIX. [Tpes-
CTaBJIsIeM CJIydail M3 Hallell IPaKTHKH.

Hayuenm Iycetin X., 5 et 2 Mecsiia, IOCTYNUI B y4eOGHO-
TepaNeBTHYECKYI0 KIMHUKY A3epOailZKaHCKOro MeIUIUH-
CKOTO YHUBepCHUTeTa ¢ jkanmobamu Ha 6OJIb B IIede, TTOSIBUB-
aryiocsi 1ocJie IMajieHus], OTCYTCTBHE alllleTUTa, 3alopbl.
V3 anamuesa: peGEHOK OT 1€pBOil OEPEMEHHOCTH, IIEPBBIX
POJIOB, POIUTENH HE SIBJISIOTCS POJACTBEHHUKamMU. Bepemen-
HOCTb TIpoTeKasia 6e3 0cOOeHHOCTEM, po/bl CpoUHbIe, Ha 37-ii
nenene, sec mpu poxkaennn 3000 1, poct 50 caHTUMETPOB.
Ob6palasin BHUMAHUE yBEJIUYEHHAsT OKPYKHOCTb TOJIOBBI
(38 cm), BBIpaKeHHAsT OTEYHOCTH JIMIA, MOPIIUHUCTAsT KOXKa
Tesla U KOHEYHOCTEH U JIBYCTOPOHHMUIT BBIBUX B Ta300€/[PEHHbIX
cycrasax. [Ipu o6ciieoBaHII Ha MOMEHT POJKAECHUS OTMEUaI-
Cs1 IIUAHO3, B CBA3U C YeM B TEUCHHUE TTOCIICYIONINX JIBYX HE/IE/b
pebeHOK HAXOMJICS HA TIOCTOSTHHOI OKCUreHarnu. Bbul BbIu-
caH JIOMOii rocJie crajzia oteka ¢ Becom 2500 rpaMMoB.

Co cJ10B pojredieii, Tmocsie BBIICKH y peberka Habrio/a-
JIUCH TIEPUOAMYECKIE IPUCTYIIBI VYIS € IITAHO30M, TLJI0Xast
npubaBKa MacChl TeJia, 3al0Pbl, OTCTaBaHKe B ncuxodusmnie-
ckoM pasBuTHH. CaMOCTOSTETBHO CUIETh HAYAJ C JIBYX JIET,
XO/IUTh — C TPEX JIET, PA3rOBapuBaTh — ¢ ABYX JieT. [1o moBoy
BBIBMXa B Taz00e[PEHHBIX cycTaBax g0 18 mecsieB mpoBo-
MJIach MMMOOMIM3AIMs ¢ TIOMOIIbio muHbL. B 2009 romxy
Obla TIpOBe/leHa MATHUTHO-Pe30HaHCHast Tomorpadus,
BBISIBUBIIAS INCIIIA3HIO JIEBOH MTOYKH.

Ha MOMeHT nocTyIieHust COCTOSHIE CPEIHEN TSKEeCTH,
peGEHOK B CO3HAHUM, B KOHTAKT BCTYIIA€T HEOXOTHO, ILIAK-
CUB, alIIeTUT PE3KO CHUIKEH. Pa3roBopHbIe HABBIKU OTCTAIOT
OT TIOJIOJKEHHBIX MO BO3PACTY: OOMIAETCST ¢ HOMOIIBIO TTPO-
CTBIX MPEJIOKEHUH, COCTOSANMX MX 2—3 CJIOB, CJIOBAPHBII
samac cocrasiager okoso 50 ciaosB. Macca Ttema 12 kr,
poct 90 cM, okpyxKHOCTH TosoBBI 48,5 cMm. IIpu ocmotpe
BBIABJISIIOTCS. HPHU3HAKU  JUCIJIACTHYECKOTO (heHOTHIA:
TUIEPTEJIOPU3M TJ1a3, aHOMaJIbHbIE YIIHbIE PAKOBUHBI,
nedopmanuu 3y60B ¥ HAPYIIEHUE WX PACHOJIOKEHUS, IUa-
CTeMbI, TOJIyOble CKJIEPBI, MUPOKUN U YILIOMEHHBI KOHYNK
HOCA, OOJIBIIION POT, TOHKKE T'yObL.

Koska «136bITOUHA», CBUCAET CKIIA/IKAMH, TTOIKOKHO-KI-
POBOII CJI0iT Pe3KO MCTOHYEH HAa BCEM Tele, MPAKTHYECKU
OTCYTCTBYET Ha KOHEYHOCTsIX. OTMeuaroTcst IPU3HAKN IIpore-
pu: uno pebeHka umMeer «crapueckuii> Bug. Co CTOPOHBI
KOCTHO-CYCTaBHOH CHCTEMBI: BBISIBJICHA KJIMHOAAKTHIINS 5-TO
Majblla U PaCHIMPEHHbIH, YIIJIONIeH bl 1-1i majer; Ha pyKax.
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Kpowme atoro, umeercst nedopmariust TpyaHON KIETKH B BUIE
«KyPHMHOH Tpyan», KUGO3 IPyIHOTO OT/e]a MMO3BOHOUHHKA,
O-obpasHast aedopmMals HUKHUX KoHeuHocteil. [1o moBoxy
pesKoii 6o/ B MPaBoii pyke ObLIa MPOBEIEHA KOHCYJIBTAIMs
TPABMATOJIOTA: YCTAHOBJIEHO HAJIMUYKME TI€PeoMa IJIeYeBOn
KOCTH, BO3HUKIIIEE, TI0 BCEil BEPOSITHOCTH, B Pe3yJIkTaTe Iajie-
HUsT, 4TO OBLIO TIOATBEPIKAECHO PEHTIeHONOTYEeCK . MbleqHast
crcTeMa pa3BuTa Kpaiite ¢1abo, OTMEUAeTCsT Pe3Koe CHUKEeHNe
MBITIEYHON CHJIBI, YACTUYHAST ATPOMIST MBI KOHEYHOCTEH.

Co CTOPOHBI JIETKUX: JIbIXaHHUe yepe3 HOC, YacToTa JIbIXa-
HudA 24 B MunyTy. B Jlerkux nepkyTopHO — JIETOYHBIN 3BYK,
IPH ayCKYJIBTAIUHU BBICITYIINBACTCS JKeCTKoe Jbixanue. [Tyibe
PUTMUYHBIN, yIAOBJIeTBOpUTEabHOrO HamosmHenus, YCC
104 ynmapa/munyTy. ToHbI cep/iia sicHbIe, ITyMbI HE BBICITYIIIN-
BAIOTCsI. 3€B, CJM3UCTAS OJOCTH PTa YKCThIe. SI3bIK 0610KeH
GesbiM HasieToM. JKUBOT HECKOJBKO B3/YT, TIPU MalblIAllUK
6e36osesnennblii. [Teuenn u ceesenka He ysesnuennsl. Moue-
ucryckanue cBobojHoe, 6esbosesnentoe. Crya ohopmien-
HbIii. MeHMHTeaIbHble CUMITTOMBI OTPUIIATEIbHbIE.

ITo pesysisraTam 06cieIOBaHNS BOSHUKJIO TI0JI03PEHe Ha
HaJIM4ue «CUHApoMa Bsol koxkn» — Cutis laxa. J{ns yrou-
HeHMsl JInarHo3a Oblla PEKOMEHJI0BAHA TeHeTHYecKas KOH-
cyabranus. Pogurenn obparuiuch B LleHTp reHeTMuyecKux
npobiiem uesoseka B Mronxene (lepmanus), rae 23.04.2013 r.

JIITEPATYPA

ObLIO TIPOBEAEHO MEAUKO-TEHETHUECKOE KOHCYJIBTHPOBAHUE.
B pesysibrare MOJIEKYJISIPHO-TEHETHYECKOTO aHAIM3a ObLIO
YCTaHOBJICHO Hajudue y peGeHKa TOMO3UTOTHOH (HOpMBI
myranuu rera GORAB, a'y ponutesieil aryeHTa — reTepo3u-
roTHOI (hOpMBI YKa3aHHO# naTosornu. OueBUHO, YTO POJIH-
Tes pebeHKa SIBJISUIMCH 3M0POBBIMEI HOCUTEISIMU aHOMAJIb-
HOTO TeHa, PUCK TIOBTOPHOTO POXKACHUS B Opake HTOH mapbl
pebeHKa ¢ OCTEOHCIIACTIIECKON TrepojiepMueii cOCTaBuIl
25%. B 310ii cBsi3u popuTesisiM ObLIO PEKOMEHIOBAHO B CJIy-
Jasix MOCJeAyIoNnX GepeMeHHOCTeN 06sI3aTeIbHO TPOBOJIUTD
IIPEeHATAIBHYIO IUATHOCTUKY ILTO/A.

Takum 06pasoM, y MaIpenTa ¢ JUCIIACTHIECKUM (heHO-
TUIIOM ObLJIa YCTAHOBJIEHA OJHA U3 PEIAKUX PA3HOBUIHOCTEN
cunzipoma Cutis laxa — repoepMust 0CTEOIUCIIACTUYECKAST,
cBa3anHasg ¢ myTanueil reHa GORAB. Hecmotps Ha mocTta-
TOYHO HEOJIATOIPUATHBII IIPOTHO3 TIPU JaHHOM 3a00JIeBaAHIH,
CBOEBPEMEHHAsT MOCTAHOBKA IMATHO3a MO3BOJISIET HECKOIBKO
VIYUITATh KAUeCTBO JKU3HU NAIMEHTA 32 CUEeT MPeIoTBpalile-
HUSI TePesioMOB, HAa3HAYEHWs Tepanuy, CTUMYJIHpYIomiei
obpasoBanme Kojiarena, n T.1. OxHaKo HECOMHEHHO GoJee
BXHYIO B COIMATHHOM aCIeKTe POJIb UTPAET MPEIOTBpAIlle-
HUe TOBTOPHOTO DPOK/IEHUSI B JAHHBIX CEMbSIX OOJBHOTO
pebeHKa, Y4TO JOCTUTACTCs CBOEBPEMEHHBIM MEINKO-TeHETH-
YeCKUM KOHCYJIBTUPOBAHUEM.
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Bunapok octeoaucnnacTuiHoil repogepmii (mytauisa reHa GORAB) y autunmn

A. Yepuux-bynenrt, I.B. baxmani, ®.M. Mamegosa
AzepbalifkaHCbK1in MeauyHni yHiBepcuTeT, M. baky

Y cTarTi HaBeJeHO ONMC nauieHTa 3 AMCNNACTUYHUM (DEHOTUNOM, Y AKOro 6yno BCTAHOBNEHO OAWH 3 PifKiCHWX pisHOBMAiB cuHapomy Cutis laxa —
repoaepmisi 0CTEOAMCNNACTUYHA, MOB'A3aHa 3 MyTauieto reHa GORAB. HaBogsTbCs AOKNAAHi aHaMHECTWUYHI AaHi, WO A03BOAMAM 3anigo3puTi AaHWA
CWMHAPOM, a TAaKOX Pe3ynbTaTh KNiHiKO-iHCTPYMEHTANIbHOTO | MEANKO-TEHETNYHOr0 06CTEXEHHS, L0 NiATBEPANAN AiarHo3. [ToKka3aHo pu3nkn Ans MaibyTHix
0iTel, HAPOLKEHWUX Y AaHii CiM'i. Y CTaTTi HAroNOLWYETHCA HA BAXIIMBOCTI Y COLianbHOMY acnekTi 3anobiraHHs NOBTOPHOMY HAPOMKEHHIO Y NOLIOHUX CiM'AX
XBOPOI AUTUHK, LLO JOCATAETLCSA CBOEYACHUM MEAUKO-TEHETUYHUM KOHCYNLTYBAHHSIM.

KntoyoBi cnoBa: repofepmisi ocTeoamcnnactuyHa, cuiapom Gutis laxa, re GORAB, giTu.
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Case of gerodermia osteodysplastica ( mutation in GORAB gene) in the child

A. Chernik-Bulent, .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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