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| Cungpom KnHgnep npefctaBnsieT cob6oi o4eHb pefn-
KU TMN BPOXAEHHOro 6ynnesHoro anugepmonusa. Oc-
HOBHBIMW KIIMHUYECKMMU MpU3HakamMu 3a60neBaHns AB-
naTCcA o6pasoBaHue My3blpert C MOMEHTa POXOEHUS,
reHepanu3oBaHHas NporpeccupytoLLias nonkmnogepmus,
(hOTOUYBCTBUTENBHOCTb, NCEBAOCUMHOAKTUNMNSA, CTEHO-
3UpyoLmMe NMpoLEecChbl Xenyao4HO-KULLIEYHOro 1 ypore-
HuTaneHoro Tpakta [1—6]. 3a6onesaHne Hacnepyet-
CA NO ayTOCOMHO-peLecCUMBHOMY TUNY U pa3BuBaeTCH
Bcnenctene mytaumin B reHe KIND1, KOTOpbIN nokannay-
eTcs B xpomocome 20p12.3 1 oTBeYaeT 3a CUHTE3 6eska
KuHpgnuu-1. KnHgnumH-1 — docdonpoTenH nokanbHOn
afresvun, ero o6HapyXxuBaroT NpPenuMyLLecTBEHHO B 6a-
3anbHbIX KepaTtuHouutax [7—9]. [daHHbIn 6enok obe-
crneymBaeT B3aMMOAENCTBME aKTUMHOBbLIX (DUTAMEHTOB
UuTOCKENeTa K/EeTKM C UHTErpMHaAMKU, PEryNnpys Takum
06pa3oM MOMASPHOCTb, NponMdepaumio 1 NOABUXHOCTb
anuaepmanbHbIX kepaTnHounTos [10—14].

Bnepsble cnHgpom 6bin onucaH Tepe3on Kungnep
B 1954 r., ¢ Tex NoOp B MUpe 3aperncTpmpoBaHo He 6onee
150 kKnuHnyeckunx cny4aes [1]. [lo HacToALEero MoMeHTa
B Poccun onncanum cmHgpoma npeacrtaBfieHo He 6bi10.
MpuBogumM Halle HabngeHUe ceMbW, HYreHbl KOTOPOWN
cTpagatoT cuHgpomom KuHgnep.

B ®IrbY «MHUOK» o6bpaTtunacb nauyueHtka B.A.
1974 r. poxpaeHus ¢ xanobamu Ha BbICbINaHUS Ha KOXe
nvua, TyNoBuULLA, BEPXHUX U HXKHUX KOHEYHOCTEN, He CO-
NPOBOXAABLUMECH CYyOBLEKTUBHLIMM OLLyLLIeHnaMW. [aum-
€HTKa He paboTaeT, unsanug Il rpynnel. VimeeT 3popoBoro
CblHa (6epeMeHHOCTb 6€3 0COBEHHOCTEN, POAbl B CPOK,
popopaspeLleHne NyTem Kecapesa ce4eHus).

Pogunacb B MHOrOLeTHOM ceMbe OT 12-1 HoOpManbHO
npoTeKaBLLE 6EPeMEHHOCTU, poabl B CPOK, 6€3 OCOX-
HeHuI, macca Tena npu poxaeHum 3000 r. (pogocso.-
Has — puc. 1). B cembe 10 geTen, Tpoe cTpapatoT CUH-
apomom KuHgnep. Ewe gga 6parta ¢ nposiBneHusamMu 6yn-
NEe3HOro aNnaepMonn3a ¢ PoXAeHVs ymepnun B Bo3pacTe
40 n 30 gHen. HenocpeOCTBEHHYIO NPUYMHY CMEpPTH yCcTa-
HOBWTb HE YAANoCh, BCKPbITUSA HEe NPOBOAUAOCL. Y poau-
Tenemn NPosiBNIEHU KOXHbIX 3a601eBaHUIN He 6bio.

Mpun poXOeHWM Y NAUMEHTKN HA KOXE BHYTPEHHEN Mo-
BEPXHOCTM 06EenX roneHen nmenucb ny3bipu. MNMpu BCKpbI-
TWM Ny3blpen 06pa3oBanmcb 3PO3nn, KOTOpble ANNTENBHO
He 3aXuBann n3-3a NOCTOAHHOIO TPEHUA HOrn 06 Hory.
Yepe3 1—2 mec. Ny3bipy MOSIBUIINCL HA KOXE nanbLes
ob6eunx pyk. B nocnegytoLiem otMeyanoch NosiBnexHve ny-
3bIpeN Kak Nocne He3Ha4YUTENbHOM TpaBMbl, Tak U CMOH-
TaHHO, NPEUMYLLIECTBEHHO Ha KOXE KUCTEN.

40 pHeir

YmepLuve

e

| Puc. 1. PopocnoBHas cembm

BecTHWUK fepmaTonornv u BeHeposnorum

i|||||| |

- Cuugpom Kunpnep

I:I YneHbl cemMbk 63 cuHapoma Kunanep



C nepBoro roga Xw3H1 NOSIBUMOCH YTOJLLIEHWE HOrTe-
BbIX MnactvH. C paHHero Bo3pacta OTMeYatoTCs 3anopsl,
60ne3HeHHOCTb NMpu aedekauun. Co CnoB NaumeHTK, B Ka-
J1I0BbIX Maccax NocTOsIHHO 6bl1a NPUMECH CBEXEN KPOBMW.

B Bo3pacTe 5 net ny3bipu cTanu nosBnaTbCA He TOMb-
KO Ha KOX€ KWUCTEN, HO N Ha Jpyrux ydactkax koxw. lMo-
CTOSIHHO Habnio[anucb 3P03UN Ha CIM3NCTON 060S0YKE
NnoslocTU pTa, a TakXe KPOBOTOYMBOCTb AECEH, MO HO-
Yam — CIlOHOTeYeHme. B ooLwKonsHOM BO3pacTe npou3o-
Lna yTparta 4acTu HOFTEeBbIX MAAcTVH Ha nanbLax pyk.
B Bo3pacTe 7 net Havyanochb cpaileHue nanbLueB KUCTen
C pas3sButveM ncesgocuHgakTunuu. NosgHee cdopmu-
poBanucb crubatenbHble KOHTPAKTYpbl NanbLeB KUCTEN.
Co WKoMbHOro BO3pacTa OTMEYHalTCa MUKPOCTOMUS
W aHKUITOrNOCCUS.

C 10-neTHero Bo3pacTa ny3blpy NepecTany BO3HU-
kaTb. B MecTax TpaBMMPOBaHWSA U HATHKEHUSA KOXW, rOe
B MPOLUSIOM 4aCTO BO3HUKANW My3bipyn, OHa cTana TOHKOW
N nerkopaHumomn. ocne TpaBMMPOBaHUA 3TUX y4aCTKOB
KOXHOrO NMoKpoBa cTanu cpasy 06pa30BbIBaTLCA 3p03uu,
KOTOpble CyLLeCcTBOBaNW ANUTENbHOE BPEMS, KPOBOTO-
yunu. Ha Koxe NopgMbILeYHbIX BNagnH 1 crmbatenbHon
NMOBEPXHOCTM NIOKTEBbLIX CYCTaBOB B MOAPOCTKOBOM BO3-
pacte NosSiBUNMUCHL NMUIMeHTHble NATHA. Ha nogoLuBeHHON
NMOBEPXHOCTU CTOM MOCTOSIHHO BO3HWKANN TPELUMHBI.
C 3T0ro xe Bo3pacTta 3aMe4eHO MosBIIEHNE FONIOBOKPY-
XeHus, cepauebreHns U YCUNeHHOro NoTooTAeNeHns npm
065Ty4eHNN CONHLEM.

B BoapacTte 16 neT naumeHTka ctana otMe4aTb naTo-
JIOrMYECKYHO NMOABMKHOCTL 3y60B C Nocneayowmm nx 6ea-
60ne3HeHHbIM BbinageHunem. Mpn ob6cnegoBaHMm cTtoma-
TONOroM 6bI51 MOCTaBMEH AMArHO3 Kapmneca >eBaTerbHbIX
NMOBEPXHOCTEN NPEMONIAPOB 1 MOSIAPOB, Ha pe3uax 6binn
BbISIBfIEHbI MHOXECTBEHHble AeheKTbl 3y6HON aManu.

MocTeneHHO yBenuymMBanacb BbIpaXXeHHOCTb cpaLle-
HUS nanbueB KUCTer, U K 16-neTHemMy BO3pacTy Obn
cpalleHbl OO cpegHux dhanaHr u UKCMPOBaHbI B MO-
noxenumn crunéanHmna Il—V nanbubl neson kuctm u l—lll
n IV—V nanbupbl npaBon KUCTU. B cBA3M CcO cpalleHnem
nanbLeB KUCTeW 60/IbHON ABaXdbl NPOBOAUIOCE XUPYpP-
rmyeckoe pasfeneHve nanbLUeB KUCTEN, OOHAKO B Te4e-
HWe 1—2 neT nocne onepauyun HacTynanu peungusbl.
9710 noTpeboBano NpoBeAeHMs onepauumn No yCTPaHeHMIo
CYHOAKTUIIN N KOHTPAaKTYpP C nepecankon KoXu nocneno-
BaTeNbHO Ha 06enX KUCTAX, KOTOpble Aanv ANUTENbHbIN
NONOXUTESbHbIN 3PAEKT — Nasblibl KUCTEN GblN NOA-
BMXKHbI, XOTS CrnbaHve nanbLeB HECKONbKO OrPaHNYeHHoO.

C 16-neTHero Bo3pacTta Habnioganacb B oTAesieHumn
HacneAcTBeHHbIX 6one3Hen kKoxn LUHUNKBU MuHagpasa
Poccuun. B 1991 r. B Bo3pacTte 17 net 6b11v nposefeHsl
FMCTONIOMMYECKOE N 31EKTPOHHO-MUKPOCKONU4Yeckoe uc-
crnegoBaHusa KOXWM 605bHOW. [N rmcTonorn4eckoro uc-
CnefoBaHUs KOXW Obin MOMy4eH 6uonTat KOXK JIOKTe-
BOro crnéa, B KOTOPOM MATUMUHYTHbIM TPEHWEM BaTHbIM
TaMrnoHoMm 6b110 BbI3BAHO 0b6pas3oBaHne ny3bips. Bbl-
ABMEHO, YTO 3NUAEPMUC UMEET OObIYHYIO TONLLMHY, Me-
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CTamMWn UCTOHYEH, anuaepmasbHble BbIPOCTbl CriaXeHbl.
B oTgenbHbIX ydacTkax MMeeTca nnactuH4YaTbii runep-
KepaTo3 C YaCTUYHOW OTCIIOMKOM poroBoro cnosi. 3ep-
HUCTBIN cfnor B 2—3 psifla C XOpOLUO BblIpaXXeHHOW 3ep-
HUCTOCTbIO. B LUMNOBaTOM Cnoe nepuHyKreapHbli OTEK,
B 6a3anbHOM Cfoe BaKyonuaauus KNneTok ¢ y4actkamu
o6pasoBaHus cybanuaepmManbHbIX Lenen. B 6a3anbHbix
1 cynpabasasbHbIX KNeTkax HepaBHOMEPHOE CKOMeHne
MeflaHuHa, nopj 30HaMu CKOMJMEHUs B AepMe CBOH6OAHO
nexawiun menaHuH. B BepxHer Yactn gepmMbl yMEpPEHHbIN
OTEeK, HECKOMbKO YBENMYEHO KONMHYECTBO MENKNX COCYL0B
1 onbpobnacTos, ABMEeHUI BocnaneHus HeT. BonocsHble
honnuKynbl B npenapare eavHU4YHbl, MOTOBbIE Xene3bl
He BbIfgBNAloTCA. CaenaHo 3aknoyeHne: 6ynnesHbln anu-
AepMOnn3, rMCTONorn4eckmne NpU3HaKkn NoVKMNogepMmn.

B pesynbTtate 3neKTPOHHO-MWKPOCKOMUYECKOrO MC-
cnefoBaHns KOXU 6blv 06HapyXeHbl cybanugepmarib-
Hble Wenu, 6asanbHas membpaHa BbifBNSAnacb B BUAE
hparMeHTOB B BepxHen yacTtu wenen. Kpenswwme dum-
6pVnNbl HE MPOCEXNBANNCH.

Ha ocHoBaHuMM TUnNMYHbIX gna cuHgpoma KuHaonep
KIUHMYECKNX MPU3HAKOB (NOSBNEHME MY3bIPEN Ha KOXE
C POXAEHUSA, NONKUNOZEPMUSA, MOPaKEHNE CAU3NUCTbIX
0605104€eK MOYENONOBOM CUCTEMBI N XeNyao4HO-KULLIEeY-
HOro TpakTa, NceBOOCUMHOAKTUINSA, KOHTPaKTYpbl KUCTEN,
OHMXOAUCTPOMUSA, SKTPONMMOH HUXKHErO BEKa, NEPUOJOH-
TUT, POTOHYBCTBUTENBHOCTbL) M AaHHbLIX Mopdonornye-
CKOro vccnefoBaHusi, nposegeHHoro B 1991 r., 6bin no-
CTaBneH guarHos: cuHgpom Knnpnep.

B Bo3pacte 22 net 60onbHas 6bina KOHCYNbTMPOBaHa
rMHEKONOroM B CBSI3M C AucnapeyHuen (6011e3HEHHOCTb
npwv NOSIOBOM akTe): BbISIBfIEHbl @HOMasNUs CTPOEHUSA Ha-
PY>XHbIX MOSIOBbIX OPraHoB (Y3Koe BnaranuLle) 1 CUHexmm
nonoBbIX ry6. Heckonbko pas genanucb nonbITkM pas-
OEeNUTb XMPYPrMuYecKMM NMyTEM CUHEXWUWU MONOBLIX ry6,
HO BCerfa Hactynan peuuams.

Co BpeMeHeM MporpeccupoBano nopaxeHue 3y60B.
K 25 rogam passunack nonHas ageHTus (sce 3y6bl Bbina-
nn), B CBA3W C 4eM NPOBOAMIIOCH NpoTeanposaHue. OgHa-
KO HOLLEHWe npoTe3a 3aTpyAHEHO n3-3a 60IE3HEHHOCTMH,
CBfI3aHHOW C MOCTOSIHHbIM 3PO3MPOBaHMEM CIIU3UCTOM
060J104KKN NONOCTH pTa.

C 2000 r., korga 60nbHOM 6bIN0 26 NeT, Ha KpacHomn
KariMe 1 CrM3nCTON 06O0NOYKE BEPXHEN W HUXHEWN ryb
cTanu nosiBNSATLCA MHOXECTBEHHbIE AJINTESIbHO HEe3aXu-
BatoLLmMe 3po3un, 4To npogomxanocb go 2008 r. Mo aTo-
My nosofy ABaxpbl (B 2000 n 2006 rr.) o6cnegosaHa
y OHKoJlora, NPOBOAMIIOCH LIMTONOrMYeckoe nccrenosa-
HWe, OHKONOrnM4ecKoro 3aboneBaHUs He 06HapPY>XXEHO.

Mepuognyeckn Hapylanocb rnotaHue (gucdarus),
B NVLLEBOAE 3acTpeBany HebomnbLUMe KyCoUKu nuww. Mpu
PEHTreHoNorM4eckoM MCCnefoBaHum OblNo BbIIBIIEHO
LUMPKYNSAPHOE CYXXEHWe roTOYHO-NULLIEBOAHOIO Nepexo-
pja. B 27-netHem Bo3pacTe NpoOW3BOAMNOCE XMPypruye-
CKOe yaarneHue MHOpPOAHOro Tena m3 nuLlesofa (Co crnos
NaLneHTKN, KyCOHeK NuLLm).
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B Bo3pacTte 35 neT cHoBa oTMeTUNa pa3BUTUE CUH-
OaKTUNIA U KOHTPaKTyp NanbLeB KNCTEW.

Mpn o6¢cneposaHnM 60MNbHON TepaneBTOM, OTOPUHO-
NapuHronIorom, 3HAOKPMHOOrOM, XUPYpPromM 6binv guar-
HOCTUPOBAaHbI: TMAPOHE(PO3 NPABOW MOYKM, XPOHUYE-
CKUIA MUENnoHedpuT, CTPUKTYpa MOYETOYHMKA CMpaBa;
CTPUKTYPbI MULLEBOAA, XPOHUYECKUIA XONELUMCTUT, renarto-
crniieHomeranus; NHeEBMOMOPO3 HMXKHEN OONMM NPaBoro
Nerkoro, XpoHn4eckas o6CTPyKTUBHaA 60NEe3Hb Ierkux;
ayTOMMMYHHbI TUPEOUANT; HEMPOCEHCOPHAsA TYroyXoCTb;
XpOHMYeckas xenesogedumuutHas aHemus 1-i cTenexu;
KOHTPaKTypbl KACTEN, NCEBAOCUHAAKTUINSA.

B cBA3K C HEMPOXOAMMOCTLIO MPaBOr0 MOYETOYHU-
ka B 2012 r. 6bIn1 ycTaHOBNEH CTeHT. Habnoganock no-
SIBNIEHNe KaMHel B MO4E€BOM My3bIpe, CTEHT 6bIfT CMEHEH
6 pas.

B 2013 r. nocne nATUNETHEN PEMUCCUMA, ONINBLLENCA
¢ 2008 r., Ha HMXHen rybe cneea nosiBunack HebonbLLas
f13Ba, KOTopas MepuoaMyeckm Ha KOpOTKOe Bpems 3a-
XuBana, B anpene 2015 r. Ha mecTe s3Bbl 06pasosarscs
aTpocpmyeckun pybeL, HO 3aTeM Ha HWXHeW rybe cneea
BO3HWKNA Hernybokas s3Bsa.

Ona cuctemMHOM Tepanun B TEHEHUE XXU3HU UCMOSb30-
Banmcb Butammbbl (A u E, B, 1 B,,), pereHepaHTsl 1 pena-
paHTbl (MeTUypaLms, akToBEMMH, CONKOCepuU), aHTuaHe-
Muyeckue cpefctea (heppym nek). [Ans HapyXHoW Tepa-
MMM UCNOMb30BanUCh Npenaparbl, cogepxatime BUuTaMu-
Hel A, D n E (pageBuT), UnHKa rvanypoHart (Kypro3uH),
KOpTMKOCTEPOUAbI, aHTUCENTMKU. OTMEYEHO 3aXMBEHNE
3pO3UN NpU CUCTEMHOWN Tepanun CONKOCEPUIIOM U BU-
TamMnHoM E B coyeTaHumn € HapyxHOW Tepanven npena-
patamMmu pageBuT U KYprO3uH. MI36bITOYHOE OpOroBeHUe
YCTPaHANOCh PerynsapHbiM NpUMeHeHnemM Masu panesuT
N CMAr4atoLLmMx KpemoB, HO BO30OHOBSANOCH Nocse npe-
KpaLleHus neveHus.

B ceHTa6pe 2014 r. 6onbHas 6bina rocnuTannampo-
BaHa B OTAeneHue KnuHudeckon gepmatonormum MHUAOK.
Mpn ocmoTpe: Koxa BCero Tena cyxas, TOHKas, aTtpo-
hunyHas, nerko cobupaetcsi B CKnagku, 4Yto 0CO6EHHO
BbIPaX€eHO Ha TblSIbHOM MOBEPXHOCTU KUCTEW U CTOM.
Ha napoHsix Koxa cyxas, rnagkasi, C yMepeHHO Bbipa-
XKEHHbIM LLENyLIEHNEM, KOXHbIE CKNnagku cnabo Bbipa-
XeHbl. Ha npaBon nagoHn — MOKHYLLaa 3p03ns CO CKya-
HbIM FHOMHbIM OTAENAEMbIM U BEHYMKOM runepemMum
no nepudepun. OTMeHaeTcs yNIoTHEHNE KOXU U nobe-
NeHne KOHYMKOB BCeX MasbLeB pyK, NanunispHbIi pucy-
HOK cnabo BblpaxeH. Ha pasrnbartesibHbIX MOBEPXHOCTAX
KOHeYHOCTeN PONNUKYNSApHbIA rmnepkepaTos. Ha xmnso-
T€ MMEKTCH MHOXECTBEHHbIE MeflkKue crnabo NMUrMeHTU-
poBaHHble MATHA KOPU4YHEBaTOro useta. Ha OTKpbITbIX
y4acTkax Tefnla M Ha KoXe NoAMbILLIEeYHbIX BMaguH Ha-
6nogarTcsa ABNeHUs NONKUNoO4epMUn — necTpbli ceT-
YaTbii PUCYHOK KOXMW 3a CHET 4epenoBaHus 3pUTEMbI,
nNUrmMeHTaumm, 04aroBOoro runepkeparosa u artpocum
(puc. 2—4). B 06n1acT MEXbAroOMYHON CKNagku MMeeT-
CSl 3p03Msa HenpaBUbHOW YOPMbI [0 2 CM B AUaMETpE.

BecTHuk aepmMmartornorun n seHeposiormm

Puc. 2.

Molikunogepmus crubaTenbHON NOBEPXHO-
CTU NokTeBoro cycrasa. Cunapom KunHanep
y 60nbHoO B.A., 40 net

Puc. 3.

MorkunogepMus NOAMbILLIEYHOR 0651aCTK, OT-
CYTCTBWE POCTA BOAOC, 3p03Us KOXU. CUHA-
pom Kuugnep y 6onbHoi B.A., 40 net

Puc. 4.

Monkunogepmns 3afHen NOBEPXHOCTM LUEN.
CnHapom Kunanep y 6onbHoii B.A., 40 net



Ha 3apgHei nosBepxHOCTU 6efep pacnonaratTcs Kpo-
BSiHble KOPO4YKU padMepoM Ao 0,5 cM, npu NonbITKe UX
yoaneHns o6HaxatTcs MOBEPXHOCTHbIE 3PO3UN, NETKO
W ONUTEeNbHO KpoBoTovalume. Koxa nogoLBs cyxas, TOH-
Kas, Mo Kpak CTOMN U B NATOYHOW 061acTy 06UNbHOE Lue-
NyWweHne, MeNKne TPELLMHbI, a TakXe eQuHUYHbIE 3pPOo-
3umn pasmepom po 0,6 cm. Ha nesor nogowiee 3po3us
OBasibHbIX O4epTaHui B AnameTpe A0 3 CM, C POBHbIMU
Kpasmu, 6e3 ABNIEHNIN MOKHYTUS.

Ha kpacHor kariMe 1 CriM3ncTon 060504KE HUXKHEN
rybbl cneea 6nmxe K LieHTpy si3Ba pa3mepom 1 cm, no-
KpbITas XenroBaTtoh KOpKon. Ha cnuamcTton 060noyke
MoJIoCTN pTa MMEKTCH MHOXECTBEHHbIE 3PO3UN Hemnpa-
BUJIbHBIX OYEPTAHWUA C POBHBIMWU KpasiMu, Ha CIIM3UCTOWN
060J104Ke LUEK U OECEH — eAMHUYHbIE MY3bIpU C BANOK
TOHKOW MOKPbILLKOW, HAa CNIN3UCTON 0605104Ke TBEepaoro

CpalleHne npokcUManbHbIX (hanaHr, gop-
CaNlbHbIN NTEPUTMYM, YNNOTHEHWE W nobe-
NEeHNe KOHYMKOB nanbLes. ATpodna KOXu
TbINIbHOW MOBEPXHOCTW KWUCTed. CUHAPOM
KuHanep y 6onbHoii B.A., 40 net

Puc. 5.

AkTponuoH. CuHapom Kunpanep y 60bHOI

Puc. 7. B A 40 ner
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Heba kpynHas (3o 3 cm) Hernybokas s3ea. Ipo3un KPoBO-
To4aT Npu camon He3Ha4YMTENbHON TpaBMme.

HorTteBble nnactuHel | 1 |l nanbueB Ha KUCTSAX PyK
ONCTPOPMYECKN U3MEHEHbI MO FMNepKkepaToTU4ecKoMy
Tuny, Ha lll, IV n V nanbuax — gopcanbHbI NTEPUrnyMm,
Ha V nanbuax HOrTeBble NNacTUHbI OTCYTCTBYHOT (puc. 5).
HorTeBble NnacTvHbl NanbLUes CTON M3MEeHeHb! No runep-
KepaToTudeckomy Tuny. HabniogaeTtca nceBoocuHaak-
TUNMA nanbues kucten (puc. 6) un cton. Bonockl ryctole,
CBET/Ible, CyXMe, Crerka BbloTCS.

[nasHble Wenu ManeHbkue, oTMe4aeTcs Hepesko
BblPaXXEHHbIN ABYCTOPOHHWI 3KTPOMNMOH, HOCOBbIE XOAbI
CyXeHbl (puc. 7). PoToBOE OTBEPCTUE CY>XXEHO (MUKPOCTO-
mus) (puc. 8). l'onoc BbICOKMI, cnerka xpunnosatbin. OT-
MeyaeTcs nonHas ageHTusi, o6e BeCTUOYNAPHbIE CKNaaKu
3apaLleHbl, HUKHAS y3de4ka OTCYTCTBYET, A3blK C Orpa-

-
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ATpohus KOXW NpaBon NafoHW, Crnaxusa-
HUE KOXHbIX JINHUA, KOHTPaKTypa. CUHApOM
Kungnep y 6onbHon B.A., 40 net

Puc. 6.

=

MuKpocTomus, afeHTusl, aHKUMOrNocCKs, crna-
)KMBaHWE COCOYKOB A3blka. CuHapom Kunanep
y 60nbHOI B.A., 40 net

Puc. 8.
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OtcyTcTBME 6ONbLUIMX MOMOBbLIX ry6, cpaLle-
HUE MasbIX MOOBbIX ry6, CY>KeHue nosioBon
LLenn, KpynHas nepuaHanbHas apo3us. CUHA-
pom Kuugnep y 6onbHoi B.A., 40 net

Puc. 9.

HWYEHHOW MOABMXXHOCTBIO, COCOYKM CrnaxeHsbl (puc. 8),
npwv pasroBope 3aMeTeH AedeKT peyn.

Bonbline nonosble ry6sl cnabo BblpaXeHsbl, pyoLo-
Bble CpalleHnsl MasbiX MONoBbIX ry6, NpakTU4ecKn nos-
HO€E OTCYTCTBME MOJIOBON LLIENKW, KpynHas (4o 2 cm) apo-
31 B nepuaHansHon obnactu (puc. 9).

O6wwmin ananm3 kpoeu ot 19.09.2014 r.: remorno-
6uH — 10° r/n, ocTanbHble NokasaTenu B nNpegenax Hop-
Mbl. O6LWKMIA aHanM3 MO4YM U BUOXMMUYECKUIA aHanm3
KpoBn — 6e3 0CO6eHHOCTEN. TUPEOTPOMHbIA FOPMOH
6,46 MME/mn (Hopma — 0,4—4 MME/Mn), T, cBO60AHbIN
1,10 nmonk/n (Hopma — 9—19 nMonk/n), T, cBO6OAHbI
3,77 nmone/n (Hopma — 3,1—6,3 nmonb/n).

MccnegoBaHne MeTogoM HenpsiMmor UMMYHOMIH00-
pecueHLMM NoKasano, YTo B 3J0POBOM KOXe (KOHTPOJIb)
cBeyeHne aHtuten K KuHgnuHy-1 BeiABNseTcs B BUAE
YETKOW, LUMPOKOW, HEMPEPLIBHOWM MONOCHI BOOJb AEPMO-
anuaepmMasibHOM rpaHunLbl, a TakXe Mo KOHTYPY KIeTou-
HbIX MeMbpaH 6a3anbHbiXx U HagbasanbHbIX KepaTUHO-
umTtoB (puc. 10). Y naumeHTkn B.A. cBeveHne aHTUTEN
K KUHOMMHY-1 N0 KOHTYPY KNeTo4HbIX MembpaH 6a3arb-
HbIX 1 Hag6a3asbHbIX KEPaTUHOLUTOB BbISBMEHO B e4u-
HWYHBbIX y4acTkax anugepmuca, a BAOMb [EePMO-3MNu-
AepMasibHOW rpaHuubl — B BUAE €OUHUYHBLIX KOPOTKUX
y3kunx nosoc (puc. 11), 4TO MOXET pacuLeHMBaTbLCA Kak
CBMAETEeNbCTBO HapylleHusa akcnpeccun KuHpgnuHa-1.
[aHHble, nonyyeHHble NpU NccrnegoBaHmMm 6uontarta Ko-
XU naumeHTkn B. MmeTogoM Henpsamor MMMYHOMIoopec-
LUeHUMn, NOATBEPXAAT KIMHNYECKUI OUarHo3 — CUH-
apom KnHanep.

BonbHoM 6bI0 NPOBEQEHO fedeHne: NMMPUAOKCUH 1,0
Ne 5 BHyTpuMbILLEYHO, UnaHokobanamuHd 1,0 Ne5 BHyTpU-

BecTHWUK fepmaTonornv u BeHeposnorum

Puc. 10.

Puc. 11.

CBeyeHne aHTuTeN K KuHanuHy-1 B 340p0Boi
KOXe (KOHTPOJSib) B BMAE YETKOW LUMPOKOM
HenpepbIBHOM MOMOChI BAOMb AepMO-3nuiep-
MabHOI PaHULbI, @ TAKXE N0 KOHTYPY Ke-
TOYHbIX MeMOpaH 6a3anbHbIX U Haf6a3anbHbIX
KepaTuHouuToB. 34ech 1 Ha puc. 11: peakums
HenpsiMon UMMyHodTroopecLieHumum. x 600

CeeyeHue aHTUTENn K KuHANMHY-1 B KOXeE
6onbHOM B.A. ¢ cungpomom Kunpgnep no
KOHTYPY KNETOYHbIX MemMOpaH 6a3anbHbiX K1
Haf6asanbHbIX KepaTMHOLMTOB BbIABIISETCA
B eANHUYHbIX Y4acTKax anuaepmunca, a Baosb
[EePMO-3nunaepmanbHoi rpaHnLbl — B BUAE
eIMHNYHBIX KOPOTKIX Y3KMX MOM0C



MbILLEYHO, umnpodnokcaumH 0,5 no 1 Tabnetke 2 pasa
B AeHb B TeyeHne 1 Hepd., Xenesa nonunaomanbtosar
no 1 Tabnetke 2 pasa B fieHb, HAPY>KHO: pacTBOp OKTe-
HWUCenT, aspo30sib onasosb, 10% mMeTunypaumnosas Masb
Ha 3PO3MBHO-A3BEHHbIE O4arn NOpaXKeHusl, Masb JIOKOMA
Ha KOXYy Tbina cton, 5% HadTanaHoBbI KpeM, NaHonm-
HOBbI KPeM, KpeM YHHbl Ha KOXY TY/OBULLEA U KOHEeuY-
HocTen. B pesynbTaTe npoBedeHHOW Tepanuum Uc4esno
rHOMHOE oTAenseMoe M3 9po3ni 1 A3B, HaYanacb anuTe-
nmsaums 3po3ni.

BonbHou B.T., 1971 r. poxpaeHus, 6pat nepsou
naumeHtkn B. A. uBanug Il rpynnel. Pogunca ot 11-n
HOpMarnbHO MpoTeKaBLUen 6epeMeHHOCTH, podbl B CPOK
N 6e3 OCNOXHEHWI C HOpPMalibHbIMW MacCOPOCTOBbI-
MK nokasatensMmu. boneH ¢ poxaeHns — Ha Koxe Ha-
énioganuck nysbipy 1 3po3uun. Nysbipn npogosmkanu
nosaBnaTbca fo 3—4-netHero Bo3pacta. C 5 net ctanu
3amMeyaTb MOKPACHEHNE OTKPbITbIX Y4ACTKOB KOXMW, YCU-
nuneatowieecs npu nHconsumn. C 10 net HabnopatoTcs
SIBNEHNSA NONKNIOAEePMUM, NOBbILLEHHAs NOTIMBOCTL Na-
OOHEeN 1 NoAoLLIB, cTana 0TMe4YaTbCs MOBbILLEHHAsA KPo-
BOTO4YMBOCTb AeceH. B nocnepyioliem oTmeyan peskoe
NMOKpacHeHWe KOXMW U yCusieHne NoTooTaeneH1s BO Bpe-
Ms paboTbl B ropsivem Lexe.

KoHCynbTMpoBaH OJHOKPATHO B OTAENEeHUn Hacnepn-
CTBEHHbIX 60ne3Hen kKoxn LULHMKBM M3 PO B 1991 r.
B Bo3pacte 20 net. MNpun ocmoTtpe 29.07.1991 r. oT™me-
Yyanucb CTOMKas runepemMus nuua u Leun, CyxXoCTb KOXW
Tynosuwa, 6enep, roneHen, atpodusa KoXu Hap cycra-
Bamn. Ha crn6atenbHoOn NOBEPXHOCTU JIOKTEBbLIX CyCTa-
BOB, B MOAMbILLEYHbIX BNaguHax oTMe4anuncb apuTtema,
HepaBHOMepHas MuUrMeHTauusa, MenkonnacTuH4aToe
LenyLeHre, y4acTku atpoun koxun. Ha Koxe nanbLes
CTOM, B 061aCTU KOJIEHHbIX CYCTaBOB, HAa BHYTPEHHMUX
NMOBEPXHOCTAX NIOAbDKEK UMENUChb 3po3un. Koxa Tbinb-
HOI MOBEPXHOCTW NanbLeB KMCTEN aTpodryHa, KOHYUKK
nanbueB 3a0CTPEHbl, YMNIIOTHEHbl, Naf0HHbIe CKNagku
W NanunnspHble AMHUW CrNaxeHbl. HorteBble NAacTuHbI
Ha manbuax Kucten geopMmpoBaHbl N0 TUMY «4acoBbIX
CTEKon», HOITeBble BaNMKK cnabo BbipaXkeHbl. Hortesble
nnacTuHbl NanbueB cTon yTonweHbl. menca anddys-
HbI rMNepkeparos NofoLLB.

B poToBo# Nonoctn Ha cnnancTor 060n04ke TBEPLAOro
He6a B6M3M feceH O6Hapy>XeH eAMHWYHbIN Ny3bipb Ana-
METPOM 2 MM, AECHbl PaspbIX/ieHbl, KPOBOTOHAT, LLUENKK
3y60B 06HaXeHbl. Ha BepxHuX pe3uax — fedekTbl 3y6-
Homn amanu. Ha ry6ax — nerko KpoBoTOYalune TPELLMHBI,
MOKPbITbIE KOPOYKaMMU.

B pesynbTaTe rucTonorm4eckoro MCCnefoBaHns KOXu
cOoenaHo 3aknoyeHune: 6ynnesHbii aNEepMonuna, rmcTo-
nornyeckme npu3Haku nomkmnogepmuun. B pesynbtate
31EKTPOHHO-MUKPOCKOMMYECKOr0 UCCNefoBaHUsA KOXM
6bI 06HapYXeHbl cybanuaepmarnbHble Lenu, 6a3arnb-
Has MembpaHa BbISBMAack B BUAE PparMeHTOB B BEPX-
Hel Yactu wenen. Kpenswme ounbpunnbl He NPOCHexXu-
BanChb.
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Ha ocHoBaHUWM KNMMHUYECKOW KapTuHbI 3aboneBaHus
(nosiBneHne Ny3bIpei Ha KOXe C pOXAEHUS, NOUKUNOLEpP-
MUSA, NOPaXXEHUE CMU3UCTbIX OBOJIOHEK MOSOCTU PTa, OHU-
XOONCTPOOUSA, SKTPOMMUOH HMXKHErO BEKA, NEPUOAOHTHUT,
(POTOHYBCTBUTENMBHOCTb, MIIOCKOKNETOYHbIA PaK KOXW)
W OaHHbIX MOPOSIOrMYECKOro NCCNefoBaHMsA KOXKN Obin
nocTaBfieH anarHoa: cuHgpom KnHanep.

[MpoBoaoMnocek neveHue: petTMHona nanbmuTaT mac-
naHbIA pacteop 100 000 ME/mMn — no 400 000 ME/cyT,
Jenarun, nofmMBUTaMUHbI, TEOHMKOS, HAPYXHO — Mas3b
pageBuT, KpeM YHHbI, anekTpodopesd nuaason. Heno-
CpeACTBEHHO MOCIe fle4eHns Koxa cTana Msarde, yMeHb-
Lnnack CyxocCTb, YCTPAHEHO LUENyLUEeHNe, 3aXUun 3po-
311 Ha KOXe, OOHaKO 4Yepe3 HECKObKO MecCsLeB KoXa
npuobdpena NpexxHuin B1A.

Co cnos cecTtpbl (6onbHoM B.A.), B 2007 r. y naumeH-
Ta 6blN1 AUArHOCTUPOBAH MITOCKOKIIETOYHBIN paK Cnnau-
CTON 060N04KM BEpXHeW rybbl u | nansua knctm (puc. 12),
no NoBoAy Yero B TOM Xe rofy NpPoBeAEHO XMpypruyeckoe
nieyeHne (McceyveHne HoBoOOPa30BaHNSA Ha BEPXHEN ry6e)
C nocnegyoLwimM Kypcom nydesor Tepanuu. B HacToswee
BpEMSsI KOXa KpacHOW KanMbl BEpXHEN rybbl B 30He Mo-
cneonepaunoHHOro pyéua nepruoanyeckn apo3upyeTcs,
3po3us B pa3mepax He yBenu4dmeaetcs. B 2007 r. nposo-
aunacb nyyeBasi Tepanvs HOBOO6pa3oBaHMA KOXWU nasb-
ua. B HacTosLLEee BpeMs HOBOOOPa30BaHME YBEIMYMIOCH
B pa3mMepax, 0TMe4aeTcs ero npopacrtaHne fo KOCTHOW
TKaHu danaHrm, notepst HYyBCTBUTENIBHOCTU, PEKOMEHLO-
BaHa amnyTauus nasbla, HO NaLuMeHT 0TKas3arsncs, y OHKO-
fiora u gepmMaTtornora He HabnogaeTcs.

BonbHas B.T., 1961 r. poxaeHus, cecTpa nauneHTKn
B. A. MNMocTosHHO npoxuBaeT B [eH3eHCKoM 06nacTu, UH-
Banup Il rpynnel, He pa6oTaer.

Popgunacbk ot 3-11 HOpManbHO NpoTeKasLLen 6epeMer-
HOCTU, poAbl B CPOK 1 6€3 OCNOoXHeHUI. Mpn poxaeHun
Ha KOX€e BHYTPEHHEeW NOBEPXHOCTU NPaBoOW rofIeHn oTMe-

KoHTpakTypa nanbLeB KWCTel, ovar nno-
CKOKJIETOYHOro paka Ha | manbue. CuHapom
Kunanep y 6onbHoro B.T., 44 roga

Puc. 12.
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Yancs ny3blpb, NanbLbl KUCTEN CPOCNNCL OO0 cpedHuX da-
NaHr, 6bINM YTOMLLEHb! HOTTEBbIE MAACTMHBI NanbLEeB CTOM
1 Knucten. 3atemM ny3bipy pacnpocTpaHUNNCb Ha gpyrve
y4acTKM KOXMW, Hanbonee 4acTo NosiBNSAAChL Ha NafoHsX.
Mepvoamnyeckn Ha cnM3ncTor 0605104Ke NONOCTU pTa Mno-
SBNANMCb Ny3bipy, ObICTPO BCKpPbIBaBLUMECA C 06pa30oBa-
HMEM 3PO3UIN, KOTOPble 3aXusanu, CO CrOB NauUMeHTKMH,
B Te4yeHne oaHon Hepenu. o 14 net nocTosAHHO Habsto-
fanacb ejuHN4Has 3po3nsA Ha CIIN3UCTON 060NOHKE HUX-
Hew ryo6bl.

C petcTBa 3anopbl, 6071€3HEHHOCTb NPU aKkTe aedeka-
Lnn, CTyN HYacTo C NPUMECHIO CBEXEN KPOBMW.

C 16 net HavYanucb HeperynsipHble, 60NE3HEHHbIE,
06WIbHbIE MEHCTPYaLN.

B nopgpocTkoBOM BO3pacTe cTanu MosBASATbCA MUr-
MEHTHble MATHA Ha KOXe MOAMbILIEYHbIX BMaguH, Cru-
6aTenbHON NMOBEPXHOCTU NOKTEBbLIX CyCTaBoOB. HauymHas
¢ 18-neTHero Bo3pacra 3Ha4uTesNIbHO PexXe Ha Koxe CTa-
11 NOSABNATLCA My3bIPU.

OTmevanacb KPOBOTOUMBOCTb AECEH, pacLuaTbiBaHne
1 6e360ne3HEHHOE BbiNageHue NocToAHHbIX 3y60B. os-
Hasa afleHTus passunack K 27 rogam. [lenanuce norbITkun
NpOTE3MPOBaHMSA, HO HOLLEHME MpoTe3a 3aTPyAHEHO W3-
3a MOCTOSHHOIO 3PO3NPOBAaHMSA CIIN3NCTON 060SI04KM MO-
noctu prta. OTMeyanock Nepuogmnyeckoe HapyLleHue rno-
TaHus, NnonepxmeBaHue.

C Havana nonoBoOW XWM3HU OTMevanacb pe3kas 60-
JIe3HEHHOCTb MPW MOMOBbIX KOHTaKTax, AMarHoCTMPOBaHO
cyXeHuwe Bnaranuwia. B Bospacte 28 net poguna 3[opo-
BYIO [1€BOYKY (6epeMeHHOCTb 6€3 0COBEHHOCTEN, poabl
B CPOK, poopaspeLleHne nyTem Kecapesa ceveHuns). [ise
6epeMeHHOCTY 3aBepLUNINCL MeAVLIMHCKMMM abopTaMu.

B 30-netHem BO3pacTe B CBSI3U C CUHOAKTUMU-
el nposefeHa MnomnbiTka XMPYpru4eckoro paspeneHuns
nanbLUeB KNCTEW, OQHAKO COCTOSHME KUCTEN nocne 3T0-
ro yxXyaLwmnocs.

KoHcynbTMpoBaHa [JgepMaTosioroM OfHOKpaT-
Ho B 2002 r. B Bo3pacTe 41 ropa. lNpun obpalleHnn
03.09.2002 r. macca — 46 kr, poct — 146 c™m. lNpwn oc-
moTpe 03.09.2002 r. koxa BCero Tena cyxas, TOHKas,
aTpocumyHas. Ha pasrmbarenbHbIX NOBEPXHOCTAX KOHEY-
HOCTEN BbIpaXKeH (PONNMKyNapHbIA runepkepartos. Ha ot-
KPbITbIX y4acTKax Tena v Ha KoXe nogmblILLeYHbIX BNaauH
HabnalTCa ABNEHUA MOWKUNIOAEPMUN — MECTPbIN
ceTyaTbI PUCYHOK KOXM 3a CYET YepeaoBaHUs 3puTEMBI,
nUrMeHTauuun, o4aroBOro rmnepkeparosa m atpocun.
Ha koxe XmBoTa pacnonaratTcs MHOXECTBEHHbIE MES-
Kne, cnabonurMeHTUpoBaHHble MATHA KOPUYHEBATOro
uBeTa. Ha 3agHer noBepxHOCTU 6eaep UMEKTCS NoBepX-
HOCTHbIE 3p03UN N KPOBSIHbIE KOPOYKU. Koxa nogoLLB cy-
Xasi, TOHKas, no Kpato CTon 1 B NATOYHOM 06/11acTu UMme-
I0TCS eOMHUYHbIE 3P03MM U MENKWE TPELLMHbI, BbIPAXXEHO
LenyLieHue.

Ha cnuaucTton 060/104Ke NONOCTM pTa UMEKOTCS MHO-
XECTBEHHbIE 3PO3UN.

HorteBble NnacTuHbl YyTOMLWEHbI, CEpOBATOro LUBeTa,
C NPoAoNbHON UcHepyeHHocTbio (puc. 13). HorteBble Ba-
JIMKK cnabo BblpaXKeHbI.

Ha kuctax pyk Il—V nanbubl cpatleHbl 4o cpegHux
hanaHr, UKCMpoBaHbl B MOJTOXEHUM NIErKOro cruéaHus,
| nanew, 4acTU4HO NpuUpaLLeH K NafoHN, KOHYMKM NanbLeB
3a0CTpEHbI, MMOTHbIE, NAMUIMIAPHBLIE JIMHUM CT1aXEHbI.
Bonocebl ryctble, cnerka sblowmnecs. Mukpoctomus, Be-
CTMOYNSPHBIE CKNAaaKM 3apalleHbl, 3y6Hble Oyru criaxe-
Hbl, COCOYKM A3blka Cnabdo BbIpa>KEHbI.

ConyTtcTeylowme 3abofnieBaHNA: XPOHUYECKUN ra-
CcTpUT.

JlabopaTopHoe ob6cnenoBaHve 1 nevYeHne He NpoBo-
ONNNCh.

Ha ocHOBaHMM KNMHMYECKON KapTWHbI 3aboneBaHus
(nosiBNeHMe ny3blpei Ha KOXe C POXAEHWUS, NMOMKWUIO-
0epMusi, MopaxXeHne CNM3nNCTbIX 060S104EK XenyJo4Ho-

Puc. 13. CpaleHune nanbLeB 40 CpefHen (anaHrin, KOHTpaKkTypa KucTei (a), AMCcTpons HOTTeBbIX NAACTUH MO FMNEPTPO-
cuyeckomy Tuny (6). Cungpom Kungnep y 6onbHoii B.T., 54 roga

BecTHuk aepmMmartornorun n seHeposiormm
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[varHoctuyeckue Kputepum cuHapoma Kunanep

Bonblune KpuTepun

Manble Kputepum

AccoummpoBaHHble NPU3HAKN

AkpanbHoe 06pa3oBaHue ny3bipein
C fieTcTBa

[TceBaoCUHAAKTUNNS

Juctpodna HOrTeBbIX NNACTUH

lMporpeccupytoLLas noukunogepmus

BoBneyeHne Cnn3ncTbix 0605104€K: MOYEMNOJSI0BOI0

IKTPOMMOH HUXKHErO Beka

TPpakTa, aHanbHO! 061acTy, NULIEBOAA, FOPTaHN

ATpochus KoXxu

J1aloOHHO-NOAOLLBEHHAS KepaToaepMust

MoBbILeHHAs POTO4YBCTBUTENBHOCTD

lceBoaHrnym (LUPKYNspHble (OMOPO3HbIE NEPETKKN
nanbLeB BMAOTb A0 CMOHTAHHOI amnyTauuim)

CTpyKTypHas cnabocTb AeceH u/unn ux
onyxaue

Jlelikokepatos ryo

TN0CKOKNETO4HbIN paK

AHrnapos/runorunapos

CKeneTHble aHOManum

HapyLueHue npopesbiBaHus 3y60B, Kapuec, NepuogoHTUT

KULLEYHOro TpakTa W MoJioBbIX OpraHoB, NCeBAOCUHAAK-
TUNUS, KOHTPaKTYpbl KUCTe, OHUXOAUCTPOMUS, nepuo-
LOHTUT) 1 CXOACTBA ee NPOSIBNIEHWI C TAKOBbIMY Yy 6paTa
W cecTpbl MOCTaBMeH AvarHoa cuHgpom KuHgnep.

[o HacTosLero BpeMeHun uapeka npu Tpasmax ro-
SIBMSOTCA HEGOMbLUME MYy3bipy, GbICTPO BCKPbIBAOLLMECS
C pPa3BUTMEM HArHOEHWI.

O06cyxnenue

[aHHOe onucaHne cembWn ABNAETCA YHUKaNbHbIM
W NpencTaBnaeT 3Ha4YuMTeNbHbIR MHTEpec, Tak Kak
n3 10 npencraBuTener nNocnegHero NOKONeHus Tpoe
cTpagalT cuHapomMoM KuHpanep ¢ BblpaXeHHbIMU KIn-
HUYECKMMMW NMPOSIBNIEHUSAMN U XapaKTEPHbIMU TMCTONOMM-
YeCKMMW OaHHbIMK. Tpoe ymMepLunx 6paTbeB Takxe cTpa-
Janu 6ynnesHbiM aNMaePMOonnM3omM, ABOE U3 HUX nornénm
B MepBble MECSLIbI XXNU3HU.

B 2005 r. I. Fischer n coaBT. npegnoxunu guarHoctu-
YeCKMe KNMHUYECKNe Kputepun ons cuHopoma KuHanep,
BblAenue 60MbLUMEe, Marnble KPpUTEPUN U acCoLMMPOBaH-
Hble npu3Hakn [15] (Tabnuua). OuarHo3 cumtaetca Oo-
CTOBEPHbIM MPU HANN4YMKN YeTbipex 6ONbLUNX KPUTEPUEB.
[narHo3 BeposATeH, ecnu MpUCYTCTBYIOT TpU 6ONbLUMX
1 ABa mallblX Kputepus. ﬂBa 60bLUNX Kputepua n gbea
MarbIX KpUTEepust UM Hannyme accoLMMpPOBaHHbLIX Npu-
3HaKOB JenatT AnMarHo3 cMHApPoM KuHanep BO3MOXHbIM,
HO C MEHbLLEW BEPOATHOCTbIO.

V npeAcTaBneHHbIX MauMeHTOB AMArHo3 CUHOPOM
KuHanep He BbI3bIBAET COMHEHMSA N YCTAHOBIIEH HA OCHO-
BaHUWN NMEIOLLNXCA aHAMHECTUYECKMX, KITMHNYECKNX OaH-
HbIX, @ TaKXe C y4eTOM MpeacTaBfieHHbIX BbILLE ANArHo-
CTUYECKUX KpUTEPMEB (Hanmyme BCeX 60JbLUMX U ManbliX
KpUTEPUEB, HECKONbKUX aCCOLMUPOBAHHbIX NMPU3HAKOB).
MauneHtke B.A. npoBognnocb MMMyHomMopdonornye-

CKOe uccrefloBaHMe KOXW, MO pe3ynbTaTaMm KOTOpOoro
AnarHo3 Takxe 6bli1 NOATBEPXIOEH.

CuHgpoMm KuHpnep mMMeeT BblpaXeHHOe CXO[CTBO
C ONCTPOUYECKUM OYNNe3HbIM 3NUAEPMOSIN30M, Ha-
cnegcTeBeHHoOM novkunogepmuen PotmyHaa — TomcoHa
(Rothmund — Thomson), HacneacTBEHHOM akpokepaTo-
Tnyeckon nonkunogepmuen Bepu (Weary) [16, 17]. 310
BbI3blBAET HEOOXOAMMOCTb AncdepeHUNpoBaTb AaHHbIN
CVYHOPOM OT OpYyrux pefkux 3abonieBaHuin.

OCHOBHbIMW OTNNYUAMWU OT AUCTPon4ecKoro
6ynnes3Horo anupepmMmonunsa fBnAeTcA: npekpatie-
HUe noaBneHnsd MHOXeCTBEHHbIX nyablpe|7| K BO3pacTy
4—5 neT, pa3BuUTUE NOMKWUIOAEPMUN, HETKO HE CBA3AH-
HOWM C npepLwecTBYOLWUMY NY3bIPAMU NN 3PO3INAMMU,
NOBbILLEHHas hOTOHYBCTBUTENBHOCTb, OTCYTCTBME pas-
PEeXEeHHOCTM BOJOC, Y XEHLLMH — CY>XEeHue Bnaranuiia,
npw rMCTONOrMY4ECKOM UCCNeaoBaHNN — SABMEHUS MOW-
kunogepmun [18—21]. MonekynspHbIi CKPUHUHT reHa
konnareHa VIl Tuna (COL7AT) He nokasbiBaeT nNpu3Ha-
KOB MaTonornyeckon Mmytaumm y naumeHTos ¢ CUHAPO-
Mom Kungnep.

CuHppom Bepu Hacnegyetcsa no ayTOCOMHO-AOMU-
HaHTHOMy Tuny. lMy3bipy NOABNAOTCA He cpasy nocne
poXAeHus, a B Te4eHne nepebiX 6 mMec. Xu3Hn. OTcyT-
CTBYET hOTOHYBCTBUTENBHOCTb, MPU3HAKM aTPOhrn KOXM
cnabo BbipaxeHsbl [16, 17].

Mpu cunppome PotmyHpa — TomcoHa Hapsigy ¢ poTo-
YyBCTBUTESIBHOCTBIO M FEeHepann3oBaHHON MONKUIOAEP-
MUWelr pasBMBAaOTCA o4aru rmnepkeparosa (4ale Ha na-
JOHAX, NOAOLLIBaX, B 061aCTu Ny4e3ansiCTHbIX CyCTaBOB),
o4arosasi Unv ToTanbHas anoneuusi, MUKPOAOHTUSA, MUMo-
roHagmam, Mukpouedanus [22, 23]. Npu HacneaCcTBEHHON
NOVKNNIOAEPMUM Pa3BUTUIO aTpohmm NpeaLLecTByeT 06-
pasoBaHVe 04aroB 3puUTeMbl KPacHoro useta.
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3akniouenue

CuHpgpoM KuHanep siBnseTcs OgHUM U3 TUMOB BPOXAEH-
HOro ByNyIe3HOro anNMAepMonM3a, oaHako B hopMMpOBaHUN
KIIMHWYECKOM KapTWHBbI OCHOBHYIO POSib UIrpatoT Nporpeccu-
pytoLLias norkunogepmMus, atpodust KOXu, NoBbILLIEHHASA ¢hO-
TOYYBCTBUTENBHOCTb, & TaKXe CTEHO3MPYIoLLME NPOLEeCcChl
B )KeJTlyAOYHO-KMLLIEYHOM U YPOreHnTanbHoOM TpakTte. [una-

rHo3 cuHpgpoM KuHpnep yctaHaBnMBaeTCA Ha OCHOBaHUM
KIIMHUYECKMX MPU3HaKoB 3a6051eBaHns 1 BepunLMpyroLLMX
nccnegoBaHuin (rMcTonorm4eckoe, MMMyHoMopdhonornye-
CKO€, FEHETNYECKOE). JleHeHne HOCUT NPEBEHTUBHBIN U CUM-
NTOMaTUYECKNIA xapakTep. MaumeHTbl Hy>XgalTcs B pery-
NSPHOM OUCMAHCEPHOM HAOMIOAEHNMN, YHUTBIBAS BbICOKYHO
BEPOSITHOCTb Pa3BUTMSI MIIOCKOKETOHHOMO paka Koxu. [l
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