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Puc. 1. AHomanus passuTus yLUHbIX PaKOBUH

Puc. 2. AHoMmanusi pasBuTUS YLLIHBIX PAKOBWH, MakpOCTOMMUSE

nHTEepec TeM, 4To GoneH pebeHOoK M3 OBOVHU OU3NTOT-
HbIX BNM3HELIOB, @ MMEHHO Manb4uK, AeBoYKa 340pOoBa.
Tem cambiM [OKa3bIBAETCA reHeTUYeckas NpuynHa CuH-
OpOMa, a UMEHHO ayTOCOMHO-AOMUHAHTHBIV XapakTep
HacnefoBaHWs, Korga CrOHTaHHash MyTauusi npowso-
lWna B raMeTe y OHOro M3 pogutenen n eHoTunmye-
ckn nposiBuna ceba kak OoMMHaHTHas. «BborbHon»
reH MpUCyTCTBYeT Yy OOHOro 13 poautenen. Pogutenu
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HEe POACTBEHHMKWN, MO3TOMY ayTOCOMHO-PELIECCUBHBbIN
TWUN HacnegoBaHUS MOXET ObITb MOMTHOCTBH OTBEPrHYT.
MpoBeOeHHbIN FreHeTUKaMmn KIMHUKO-reHeOonormnyeckui
MeTof, nccrefoBaHnst (Ha OCHOBE aHanv3a pogocrioB-
HOW CeMbW) MoATBEpAWUN AMarHo3 cuHgpoma lonbaeH-
Xapa, XOTA KMMHUYEeCcKas KapTUHA MOpaXKeHUs YertocT-
HO-NMLEBON Y4acTu NMLUA, U3MEHEHUS YLLUHbIX PaKOBUH
N MakpOCTOMMUSI CUMMETPUYHBI. [pn 3TOM cuMHOpOME Y
70% GOnbHbLIX OTMEYaeTcsl OAHOCTOPOHHSIS aHOManus.
HeBponornyeckuin gnarHo3 onpegensiet nporHo3 3abo-
neeaHus. PebeHok nepeBedeH B HEBPOIOINMYECKOE OT-
aeneHune 0onbHULbI AN HOBOPOXOEHHbIX.

Takum obpasom, cnHApom [onbaeHxapa — penkoe
HacneacTBeHHoe 3aboneBaHue. FABNeHVs gucnnasvu
3aTparMBatoT He TONbKO YepenHo-nuueByto obnactb,
HO W Apyrue opraHbl U CUCTEMBI, MPU HANU4MM 3TON na-
Tonornn pebeHok TpebyeT cneuMannanpoBaHHbIX pea-
HUMaLMOHHbIX MeponpuaTuiA. OakT, YTO HOBOPOXOEH-
HbIi OKa3ancs B MHM(EKUMOHHON GomnbHULE, ABMSETCS
BpayebHow owmnbkor. Kpome Toro, onucaHHbIn cryyan
3aboneBaHns y 0OHOrO 13 AM3UrOTHBIX BriM3HeuoB noa-
TBEPXXAAET, YTO NpuyMHa 3aboneBaHnsa KpoeTca MMEHHO
B reHax. Ecnn 6bl cuHgpom FonbaeHxapa Mor BO3HMK-
HYyTb B pesynbraTe Kakux-nnbo TpUrrepHbIX DakTopoB,
BKMovas 6onesHn matepu, 6onenu 6bl oba pebeHka.

KoHdnukT nHtepecoB He 3asiBNseTcs.

ABTopckui BKknag: HanncaHue ctaten — M.T. Epe-
muHa, KO.B. BenoHorosa, B.B. PowenkuH, A.B. Epe-
MUH; yTBepxaeHue pykonucu — H. A. CnecapeHko.
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HacnepnctBeHHasa naTonornsa KOXun — OOUH U3 akTy-
anbHbIX BOMPOCOB COBPEMEHHOWN AepMaTOBEHEPONOMMN.
B o6wwupHom kpyre 3aboneBaHnin, OTHOCALUMXCS K AaH-
HOW natonoruu, Hanbonee pacnpPoCTpaHeHHbIMW cYnTa-
HOTCS UXTMO3NGOPMHbIE AepMaTo3bl. IXTnosbl (0T rpev.
«ichthys» — «pbiba»; cMHOHUMbI: anddpy3Has keparo-
Ma, caypuas, UXTMo31MopMHbIE AepMaTOo3bl) OTHOCATCS
K pa3Ho0bpa3HOM, KINMHNYECKM N 3TUONOMMYECKN reTepo-
rEHHOW rpynne MeHAeneBckux OGonesHern OporoBeHus,
BOBMEKaIOLWMX B MaTONOrMyecknii npouecc Becb Wnu
HonbLUYH0 YacTb KOXHOro nokposa [1, 2, 3].

Mctopua wmxtvosa yxoauT KOPHSIMU B rNyGOKyHo
apeBHoCTb. [lepBoe ynoMUHaHWE AaHHOro gepmartosa
BCTpeyaeTcs B UCToYHUKax [dpeBHero Kutasa u [pesHen
WHawnm, otHocawmxes K IV=IIl Teic. Ao H.9. KnuHnyeckyto
KapTuHy nxtnosa npusen Pobept Bunnan (1808 r.), a B
1842 r. W. Wilson npeonoxun TepMmuH «3aborneBaHue
KOXW B BuAge pblbben vewymny [2, 4].

Apkoe onvcaHne obpasa nauueHTa, CTpagatoLLEero cay-
pvasom, aan Aptyp Konan Jonn (1926 r.) B pacckase «Ye-
noeek ¢ 6enbiM NnLOM» 13 umnkra «Apxms LLieprnioka Xonm-
ca»: «beccnopHbI cryyai nceBgonpokasbl, U MXT1o3a. ..
370 BbI3bIBaOLLEE OTBPALLEHME U C TPYAOM nogaatoLleecs
n3rneveHnto 3aboneBaHmne KoXu, K CHacTbi, HE 3apasHoy.

OpHo3Ha4yHOro B3rnsifa Ha 3TMOSMOINMKO U NaToreHes
UXTMO3M(OPMHBIX AEepMaTo30B B HacTosillee Bpems
He cyuwectByeT. MHeHus kak 3apyOexHblX, Tak U poc-
CUMCKNX aBTOPOB BecbMa MpoTuBopeudmBbl. OgHako 3a
nocnegHue HEecKONbKO NET OOCTUrHYT 3HAYMTEmNbHBIN
nporpecc B OnpeAeneHnyM MONeKynspHOW OCHOBbI Ha-
pYLUEHW, BCTPEYaIOLLMXCSt B 3TOW rpynne 3abonesaHuni
[1]. OcHoBHOE 3BEHO B pa3BuTMM caypuasa — 3TO na-
TONOrNsi TEPMUHANBbHOW KNETOYHOW AnddepeHLMpOBKA
N oporoBeHust anugepmuca. MNpuyYnHON MOryT ClyXuTb
MyTauun UM HapyLleHne 3KCNPecCun reHoB, Koaumpy-
IOLLMX pasnuyHble Mapkepbl AddepeHUnpoBKM (kepa-
TUH, JTOPUKPWH, WHBOMIOKPWH, MpodunnarpuH, TpaHc-
rmyTamvHasa) [4]. Begywwmm 6enkom, oTBevarolmMM 3a
npouecc oporoBeHusi, siensetcsa dunarrpud (FLG), 06-
pasywwuinca B pesynsrate gedochopunupoBaHis u
npoTteonu3a npocdpunarrpyHa KepaTtormanvHoBbIX rpa-
Hyn. ®opMupoBaHmne poroBoro crnosi obecneynBaercs 3a
cyeT arperaumm monekyn FLG ¢ kepaTUHOBBIM LIMTOCKe-
NeToM, YTO NPMBOAUT K 0OpasoBaHMIO MITOCKMX Ge3bs-
OepHbIX KNEeToK. ['eH, Kogupyrowmi ounarrpui, nokanu-
3yeTcs Ha ANMHHOM nrnedve 1-n xpomocombl (1g21) [5].
Psan aBTopoB nonaraer, YTO MMEKTCH HEeCKONbKO Ba-
PUaHTOB pa3BUTUSA OaHHOW naTtonorun: aedekT B reHe
npodpmnarrpvHa, y4actme COBOKYNHOCTU reHOB, OAWH U3
KOTopbIx obecneumBaeT IKcmpeccuto NpodunarrpuHa;
HapyLleHre npoueccoB opmupoBaHus (gedoccopu-
nuposaHue, npoteonus) unarrpmHa [4, 6-11].

CornacHo gaHHbIM 3apy6eXHbIX UCTOYHWUKOB, B pas-
BUTUUN ANPdY3HOM KepaToMbl 3a4eCTBOBaHa MyTaums,
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oxBaTbiBatoLas 6onee 50 reHoB, KOOMPYHOLINX Takue
npoueccekl, kak penapauus OHK, 6uocnHTes nunuaos,
agresus, gecksamaums U Hekotopble gpyrue [12]. Yyu-
TbiBasi pa3Hoobpasve PopM MXTMo3a, OCHOBOW Kaxaomn
N3 HUX SIBASIIOTCS Pa3fnnyHble reHeTUYeCckue HapyLLeHns.

B 2006 r. Smith n coaBT. onybnukoBanu ceedeHus,
CBUOETENbCTBYIOLLME O TOM, YTO MPUYNHON BO3HUKHOBE-
HUSA BynbrapHoro nxtunosa (BW) BbicTynaeT ayTOCOMHO-
OOMUHaHTHasa MyTauus B reHe dunarrpuHa B Buge 3a-
MeHbl C Ha T B no3unummn 1501 B6nM3m Havana noetopa 1
B 9k30He 3-ro reHa FLG [5, 12].

Mpn X-cuenneHHOM peuecCMBHOM WXTMO3E KMe-
eT MecTo myTaums B reHe STS, pacnonoxeHHom Ha X
XPOMOCOME 1 KOAMPYHLLEM CUHTE3 CTeporncynbdaTasbl
n apuncynbgarasbl C, Bxogdawmx B coctaB pmnbpobna-
CTOB, NENKOLUMUTOB 1 APYrMX TUNOB KneTok [12, 13].

Ona vuxtnosa AprekuHa xapakTepHa MyTauus no-
Tepu yHkumm B reHe ABCA12, koTopbli kogupyeT
AT®-cBAsbIBaOWMA  KacceTHbIn TpaHcrnopTep (ABC).
MocnegHun 3aHMMaeT LieHTpanbHOe MeCTO B npoLecce
OporoBeHns 1 opMMpoBaHUN NMNMAHOTO Gapbepa u
HeobXoouM Ans TpaHcrnopTa NUMNWMAOB B NaMennsipHble
Tenbua. Y romMosurot myTtauus notepu cyHKUUM NpuBo-
AnT K hopMmnpoBaHuio nnoda ApriekuHa, B criyqyae Muc-
ceHc-myTaumm B reHe ABCA12 npobang umeer meHee
TSKENble KNMHUYECKUE NPOsBREHNS O0onesHu.

B pasButuM namennsapHoOro MxTnosa M BPOXAEH-
HOW UXTNO3MdopMHON 3putpogepmmn bpoka Beay-
LY MO3MLUMI0 3aHMMaeT MyTauusi B OOHOM U3 OEBATU
reHoB: TGM1, NIPAL/ICHTHYIN, ALOX12B, ALOXE3,
CYP4F22, ABCA12, PNPLA1, CERS3 un LIPN16 [12].
CornacHo N.V. Marukian n K.A. Choate, Hanbonee pac-
NPOCTPAHEHHBbIMU SABMAKTCS MyTauuuM B FeHe TpaHC-
rnyTamunHasbl-1 (TGM1), koTopble BcTpedaroTcs B 32%
HacnegyemblX (hopM ayTOCOMHO-PELECCUBHOIO BPOX-
AeHHoro uxtmosa [12]. TGM1 BxoguT B cocTaB kepaTu-
HOLMTOB 1 obecnevmBaeT AecKkBamaLMi0 POroBoro Crios
anvaepmuca [12-14].

B cnyyae sanngepmonuTmyeckoro nxtunosa (3U) obHa-
py>XeHa MyTauus B reHax, KOOUPYOLMX pasnnyHble TUMbl
kepaTtuHa. O obycrnoBneH ayToCOMHO-AOMUHAHTHOM My-
Taumen B reHe kepatuHa 1-ro Tuna (KRT1) n kepatuHa
10-ro Tvna (KRT10), koTopble NpMHMMAIOT yyacTue B nog-
OepXaHUn CTPYKTYPHOWN LENOCTHOCTU cynpabasanbHbixX
kepatuHoumToB [12]. Taknm obpa3om, HeOQHOPOOHOCTb
OaHHOW rpynnbl reHoAepMaTo30B, BEPOSTHO, obycrnosne-
Ha BapnabenbHOCTbIO reHETUYECKMX Oe(EKTOB.

B HacTosiLLee BpeMSA 3BECTHO OFPOMHOE KONMMYECTBO
Knaccudukaumin, B OCHOBY KOTOPbIX MOMOXEHbI pasnny-
Hble kputepun. C. C. KpsixeBa u coast. (1977), ¢ yde-
TOM FEHETUYECKOrO acnekTa, BblAeNstoT TPU OCHOBHbIE
rpynnbl MXTMO30B: HacneacTBeHHble (hOPMbl, KOTOpble
pasfgenstoTcs Mo TUMy HacnegoBaHUst Ha ayTOCOMHO-A0-
MWHaHTHbIE (BYNbrapHbI UXTNO3) U ayTOCOMHO-peLiec-
CMBHble (NamennspHbi, nnog AprekuHa, NUHeapHbI
ornbatowmnin nxtno3 Komens, urnmuctolii nxtmos Jlambep-
Ta); HacneacTBEHHbIE CMHAPOMbI, B COCTaB KOTOPbIX UXTW-
03 BXOAMUT Kak cMMnToM (cuHapoM HeteptoHa, Pedcyma,
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Monoea, Pyaa, KOHra — Borens u LerpeHa — JlapcoHa);
npuobpeTeHHble OopMbl UXTUO3a (CMMMTOMATUYECKUIA,
CEHWMbHBIN 1 OUCKOBUAHbLIA UXTNO3) [2].

M.B. Wyukmn (1988) npegnaraet knaccudumkaumio,
OCHOBHbIM KpUTEpPUEM B KOTOPOW BbICTYMaeT CTeneHb
TSXKECTN KIMHUYECKMX MPOSBEHNA BonesHu: Tsxenas
dopma, npmBoasLias K rméeny HOBOPOXAEHHOrO; op-
Ma cpefHeWn CTeneHn TSXKeCTW, COBMECTUMAsI C XN3HbIO;
no3aHsas opma, 46T KOTOPOW NPUXOAUTCS Ha BTOPOW
MecsL Xn3Hu pebeHka [2, 4, 15].

B knaccudpmkauun K. S. Wells n C. B. Kerr (1965) pas-
NMYHbIE HO30Mornyeckne popmbl NXTMO3a BblAeNeHbl C
Yy4eTOM TUNa HacreaoBaHUs: ayTOCOMHO-AOMUHAHTHBIN
UXTNO3 (BYNbrapHbI, BPOXAEHHAs MWXTUO3MGOPMHas
apuTpogepmMmusa bpoka un gp.); ayToCOMHO-peLeCCHBHBIN
(cvHgpom Pypa, Pedcyma, HOHra — Borens, LWerpe-
Ha — JlapcoHa u gp.); X-cuenneHHbIn nxtmos [16].

Kpome TOro, mmeroTcs KriMHUKO-MOpdornornyeckue
knaccudmkaummn, B KOTOPbIX KpUTEpUEM BbICTyNnaeT Tun
rmnepkepaTosa: PETEHUMOHHbIW, XapakTepHbli ans BU;
nponMdepaTUBHbIA, UMEKLLMIA MECTO Npu X-CLEMMEHHOM
W Opyrx reHogepmarosax 3TOW rpynmbl; akaHTOKepaTo-
NUTUYECKUI, BCTpevaroLmincs npu BynnesHom nxrtumosu-
dopmHom apuTpogepmumn bpoka [17].

B HacTosiee Bpems Hanbonee akTyanbHOW SBMSET-
CA KMMHWUKO-TeHETUYecKas knaccudukaums, npuHATas
Ha | KoHceHcycHom koHdepeHuun no mxtrnody (Copes,
®paHums) B 2009 r., B kOTOpOW BCE pasHoobpasune Knu-
HUYecknx opm UxTruosa pasgensieTca Ha ABe KOropThl:
HecuHApoMarnbHble hopMbl (MaTtonormyeckme n3MeHe-
HMA OXBAaTbIBAOT JULLIb KOXHBIA MOKPOB N €ro Npon3Bo-
OHble) N cuHApOoManbHble hopMbl (B MATONOrMYecKuia
NpoLecC BOBMEKalTCs Takke BHYTPEHHWE OpraHbl).

Cpeon HecuHOpoManbHbIX (GOpM BbIENSAOT rpyn-
ny obwmx wmxtnosos (OW), ayTOCOMHO-peLIeCCUBHbIE
BpoxaeHHole (APB), kepatuHonatuueckne (KIM) wu
apyrme dopmbl. B coctaB OW BXogaT BynbrapHbin 1
X-CuenneHHbIN peLeccrBHbIv MXTMO3. APB nmeet Heop-
HOPOAHYIO CTPYKTYPY, AaHHbIA BUA Nogpasfensercs Ha
6onbLlune Tunbl (Nnog ApnekuHa, namennsapHbIn UXTUO3
N BPOXAEHHAas NXTUO3NMOPMHas 3puTpogepMmus) u ma-
nble BapuaHTbl («CamMONpPOM3BOIbHO BbI3ZOpaBnMBato-
Wwn» konnoaumnHeli nnog (selfhealing collodion baby),
MXTWMO3 MO TUMY «KynanbHOro kocToma» (bathing suit
ichthyosis), akpanbHbIi «CamMONPOM3BONbHO BbI3AOPaB-
nuBaroLwmnny konnoguiHebln nnog). B rpynny KI oTHo-
CATCS aNUOEPMONUTUYECKUIA UXTNO3 U MOBEPXHOCTHbIV
3aNMOEPMONNTUYECKMIN NXTMO3, a Takke Marble BapuaH-
Tbl (QHHYNAPHBIN ANMAEPMONUTUYECKUN NXTUO3, UXTUO3
Kypta — MaknuHa, anuaepmMonuTuyeckun MxTuos ay-
TOCOMHO-PELIECCUBHbIN, 3NMAEPMOSNIUTUYECKUN HEBYC).
Kpome nepeuncrneHHbIX KaTteropuin BblOENSIOTCA Takke
apyrue opMbl: NIOPUKPUHOBASA KepaTogepMusi, Bapua-
BenbHasa KepaTtogepmus, NUMAMHI-UXTNO3, BPOXAEHHas
peTUKYNsApHas MXTUO3Has IPUTPOAEPMUS, NIMHEaPHbIV
KepaTo3 — BPOXOEHHbIN UXTNO3 — KepaToaepMus.

CuHgpoMarnbHble hopMbl BKITHOYAKOT B CBOM COCTaB
cuHgpom Pyaa, WerpeHa — JlapcoHa, HetepTtoHa, Pedo-
cyma, KID-, CHIME-, CHILD-cuHgpowm [1, 16].

B HacTosilee Bpemsi onucaHo 6onee 50 Hosonoru-
Yecknx Popm NXTNO3a, Kaxkaas N3 KOTOPbIX MMEET CBOU
ocobeHHOCTM B BuAe Hadvana 3aboneBaHus, ero Tede-
HWS, NTOKanM3auum NopaxeHHbIX Y4aCcTKOB, KIMHUYECKNX
NPOSABIIEHUIN 1 NAaTOMOPEONorMiecknx nameHennin. Oa-
Hako obLwum Ans BCeX UXTMO3M(OPMHBLIX AepMaTo30B
SABMSIETCH HanuMume Tpex KOMMOHEHTOB: Anddy3HOro
LenyLeHuns, ONIUKYNAPHOro rmnepkeparosa u runep-
NMHeapHOro puUcyHka nagoHen [4, 15].

Haunbonee pacnpocTpaHeHHas dopma paccmaTpu-
BaeMOro reHogepmarosa — BYIbrapHbli, U 0ObIYHbIN,
nxTtnos (ichthyosis vulgaris, kcepogepmus). HYactorta ero
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BcTpevaemoctn ot 1:250 go 1:5000 4venoeek [2]. OT-
NMYUTENbHLIMU OCOBEHHOCTAMU ABMSAOTCA 4oOpoKaye-
CTBEHHOE TeyeHue, BapuabenbHasi KMMHWYeckas Kap-
TWHa, pas3nnMyHas CTeneHb BbIPaKEHHOCTU LUENYyLUEeHNS,
nopaxeHune Horten (OHMXorpudo3, OHUXOMNU3NC) N BO-
noc, npenMyLLecTBeHHas fokanusaumsa B obnactu pas-
rmbaTenbHbIX MOBEPXHOCTEN KOHEYHOCTEN, TYnOBULLA,
nb6a v LWek; Hannyne BblpaXKeHHOro ONIMKYIAPHOro rn-
nepkeparosa u B psifie criyqaeB Keparoaepmumn. Xapak-
TEPHO Hanuyne conyTCTBYOLNX 3aboneBaHnii annepru-
YeCcKoro reHesa (atonu4eckuin 4epmartuT, bpoHxmnanbHas
acTma), a TaKke XenygoyHo-KiwevHoro TpakTa [4, 12].
B cootBetcTBUM C knaccudmkaumen K.H. CyBoposon n
A.A. AuToHbeBa (1990), B 3aBMCMMOCTM OT KIMHNYECKON
KapTuHbl ichthyosis vulgaris BbIOenATCA HECKOIbKO
dopM: PONNUKYnspHble, Yelynyatble Y CMeLUaHHbIE.
YuntbiBas TskecTb 3aboneBaHus, NpeanoxeHo nogpas-
JenaTte 3ToT Aepmaros Ha ichthyosis nitida, ichthyosis
serpentina, ichthyosis histrix [4, 15, 18].

Apkum npeactasutenem rpynnbsl aQyTOCOMHO-peLec-
CVIBHOTO BPOXAEHHOIO UXTNO3a ABIAETCH NaMennspHbIv
nxtno3 (J1N) (CMHOHMMBI: NNacTUHYaTLIN UXTNO3, ichthy-
osis lamellaris, konnogunHasa Koxa HOBOPOXOEHHOrO,
nnactuHyatas akcdonuaums HOBOPOXAEHHbIX, WXTU-
03nhopMHas cyxas apuTpodepMus, YHUBepcarnbHas
cebopesi HOBOPOXAEHHOTO, «CarnbHbIA UXTMO3») [2, 13,
19, 20]. MonynsaumoHHas YacTtoTta coctasnset 1:300000
HoBOpOXAeHHbIX [18, 19]. E. CenurmanH (1841), onncas
AaHHYI0 KMMHUYeCKyto opMy, BBEN TEPMUH «3nuaep-
MarnbHas gecKBamauusi HOBOPOXaeHHbIX» (puc. 1) [13].

K.H. CyBopoBa 1 coasrt. (1990) onpenenvunu criegy-
foLme AnarHoCTUYECKMEe KpUTEPUIN: HanmMume B aHaMHe-
3e POXOEHUS B «KONNOANNHON» NIEHKe; 3puTpogepMus,

Puc. 1. MaumneHT, cTpagarowmii UXTMO30M
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AEPMATOBEHEPOAOI'HUA

O I.1 — cTpaxaeT mcopua3om

3
.2 — xTHHHYECKH 30POB

1.3 — KIMHHYECKH 310pOB

II.1 — ymepmui, cTpagail HXTHO30M

I1.2 — cTpamaer mcopuasom (¢ 12 ner)

II

4 1.3 - HenOpa3BUTHE YIIHBIX PAKOBHH

I L, L,

Vcnosubie 0603HaUCHIA:

@ - mcopuas
@ - HXTHO3

@ - HEZIOPa3BHTHUE YIIHBIX PAKOBHH

el 1

—|— - ymepuine
/—pa330n

@ - pacleanHa TBEpAOro Heda

I1.4 — cTpanaeT HXTHO30M

II1.1 — cTpamaeT HXTHO30M

II1.2 — pacmenuxa TBEPAOro Heda
I11.3 — XIHHHYECKH 310POB

1I1.4 — xTHHHYECKH 300POB

I:l - MyKYHHA
O - JKEHIHHA

Puc. 2. NleHeanornyeckoe ApeBo uUccriedyeMon cembin

OTEYHOCTb KOXW; CBA3b 3PUTPOAEPMUM C MPOBOLIMPY-
oWMMK  akTopammn (MHCOMAUMUS, NMPUEM  PasfnYHbIX
npenapaToB HapyXHOTO W CUCTEMHOIO [AEeWCTBUSA);
WwenyleHne, OXBaTblBalOLee BECb KOXHbIA MOKPOB
M cywlecTBylollee B TeYeHUe ANUTENbHOr0 BPEMEHU;
Hanbornbllas BblpaXeHHOCTb B obracTu roneHen; ne-
proanyeckoe BpeMEHHOE OYULLEHNE KOXK; AncMopdn-
YECKMIN CUHAPOM (3KTPOMMOH, 3KCKNabuoH, AeBnaums m
YKOpO4YeHne MmnsnHueB, bnedapodurmos, gedopmauus
YLIHBIX PaKOBWH); KONNoaMenodobHbIN rmnepkepaTos u
rmnonnasvs anuaepmarnbHbIX rpebHen KoXu nagoHen n
nogouws [19-24]. No TaxecTn reHogepmMaTosa pasnuya-
10T TsKenyto (peTtanbHyto) opmy (He COBMECTUMYIO C
XN3HbIO) 1 obneryeHHyto. MNocnegHas xapakTepusyeTcs
YH/BEpCanbHOW 3puTpogepMmnent, otctaBaHmeMm B ¢ou-
3M4EeCKOM Pas3BUTUM, HaNMYneMm COMyTCTBYHOLLEWN naTo-
norun (MHpeKUMoHHbIe 3ab0oMneBaHNst KOXN U BEPXHUX
OblxaTenbHbIX MyTen, OCTeonu3, OCTEeOonopo3, MUKPO-
uedanusa, KOHCckas cTona, apaxHOA4AKTUNWSA, CUHOaK-
TUNN3M, KEpPaTOKOHBLIOHKTUBWUTLI C MOMYTHEHWEM pPo-
roBWLbl, rNaykoma, MUIMEHTHbIN PETUMHUT, CTpabusm,
acturmaTtuam) [16, 25, 26].

Ota ¢opma wmxTnosa otnuyaeTca BapuabernbHo-
CTbtO reHeTn4eckux aedekToB. B 3aBUCMMOCTH OT reHa,
B KOTOPOM npousoLwia Mytauus, BblAenstoT Nt Tu-
nos JIM: | Tun — mytaumsa B reve TGM1; Il Tun — ge-
dekT nokanusyetcs B reHe ABCA12; Il Tun obycnos-
neH mytaumen B reHe CYP4F22; IV Tun — myTtauus B
reHe LIPN; V Tun — noBpexaeHHbIN reH nokanunayeTcs
Ha 17p [12, 16].

Kpome npuBefeHHbIX Hambonee 4acTo BCTpeyato-
LLIMXCA BapMaHTOB BPOXAEHHOIO MXTNO3a, He ABMATCH
penkocTbio NpuobpeTeHHble hopmbl. OHM MOTYT HOCUTb
CUMMTOMAaTUYECKUN XapakTep npu numdome, rmmgo-
rpaHynematose, rnomepynoHegppute, Crle, nenpe,
rMnoTupeose, cMHapome Mansabcopbunu, npueme psaa

MeaVKaMeHTOB (aHTUMCUMXOTUKK, NpenapaTbl HUKOTUHO-
BOW KMCNOTbI 1 UMMeTnanHa) [4].

Takum 06pa3oM, HECMOTPS Ha HanMyne MHOXecCTBa
pasnuyHbIX KNnaccudurKaLmim NXTmosa, B Kaxaon U3 HUX
YETKO MPOCMEXMBAETCS FEHETUYECKas COCTaBMsAoLLLas.
B kayecTBe unniocTpaumm HacnegCcTBEHHOrO xapakTe-
pa gepmarto3a NpUMBOAUM Halle K/UHUYeckoe Habriko-
OeHue cemeliHO20 Cry4Yasi uxmuo3a 8 mpex MOKOMEHU-
ax (puc. 2).

MpobaHa (l11.1) ¢ poxaeHus cTpagaeT BynbrapHbIM
nxtnosom. Habnropgaetca B8 KKBb CITMY ¢ paHHero get-
CKOro Bo3pacTa A0 HacTosiwero BpemeHn. OcmoTp B
Bo3pacTte 14 neT: naTtonormyeckmnin MpoLecc HOCUT orpa-
HWYEHHBIN XapakTep, NnoLagb NopaXxeHUs cocTaBnsieT
15%. Ha koxe nagoHel oTMeyaeTcsi KpynHonmnactTuHya-
TOe LWenyLweHne U rmnepnmHeapHbin pucyHok. Cyobek-
TUBHbIE OLLYLLIEHNSI: Nepuoanyveckunii cnabbliii 3y B ova-
rax nopaxeHusi.

Babywka npobaHga (1.1) cTpagaeT ncoprasom.

Oenywka npobaHaa (1.2) knmHn4eckn 30opos.

Oans npobaHga (11.1) ¢ poxaeHusa 6b6in 6oneH UxTu-
030M. YMep B BO3pacTe nATu MecsueB (nepeHec 5 anu-
30[0B NMHEBMOHMM).

Matb npobaHga (11.2) ¢ 12 neT cTpagaeT ncopuasom.

Osna npobanga (11.3) ¢ poxgeHus nMeeT Hegopas-
BUTUE YLLHbIX PAKOBUH.

CogHein aaas npobanga (11.4) c nepuoga HOBOPOX-
OEeHHOCTU 60neH ByrnbrapHbIM MXTUO30M.

Cectpa npobaHga (111.2) c poxgeHus nmeeT paclue-
nuHy TBepaoro Heba. MNMpoonepupoBaHa B paHHEM O€eT-
CKOM BO3pacTe.

Bpatbsa npobaHaa (111.3 n [11.4) knnHuYeckn 340poBbI.

Taknm obpasom, KnuHMYeckast kapTuHa 3aboneBa-
HUS B CEMbE COOTBETCTBYET ByIbrapHon opme nxTu-
03a, siBnsoLLenca Hambonee pacnpocTtpaHeHHon. Oco-
OEeHHOCTSIMM TeyeHus1 3aboneBaHUs B [aHHOW cCeMbe

CapaToBcKuil Hay4HO-MeanLMHCKUIA xxypHan. 2016. T. 12, Ne 3.
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SIBNSOTCA BapuabenbHasi KNuHUYeckas KapTuHa nep-
MaTo3a, paHHssi MaHudecTauns CMMNTOMOB OonesHu,
Hanuyune TsKenon opMbl, CONMYTCTBYHOLLEN NaTonorumn
W CTUrM AncamMbpuoreHesa y poacTBEHHMKOB npobaHaa.

3HaHMe TUMWNYHBIX KITMHUYECKUX MPOSBIEHUN pas-
NINYHBIX HO30IOrMYecknx opm uxTnosa HeobGXoAMMO
Ansa nposefeHnsa avddepeHumnansbHoro amarHosa ¢ 3a-
OoneBaHNSIMK, UMEKOLLMMUN CXOXKYHO KITMHUYECKYHO Kap-
TUHY. M3noxeHHble AaHHble nogYepKuBaloT akTyarb-
HoCTb Gonee AeTanbHOrO U3yYeHWss NaToreHeTU4eCcKux
MEXaHW3MOB, COBEpPLUEHCTBOBAHWS METOAOB AMarHo-
CTUKW 1 Tepanun ykasaHHOW rpynrbl 4epPMaTo30B.

KoHdnukT nHTepecoB He 3asiBNsieTcs.

ABTOpCKMI BKNapa: HanvcaHue ctaten — B. H. LWep-
cTHeBa, E.E. TanbHukoBa, A.B. MoppucoH; yteepxae-
Hue pykonucn — C. P. YTu.
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