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BonesHb Xeinn - Xennu (cemeitHasa gobpokaye-
CTBeHHasA XpoHu4yeckaa nysblpyaTka [yxepo -
Xennn - Xeunnu) — peakoe KoxxHoe 3abonesaHuve
C ayTOCOMHO-JOMVHAHTHbIM TUMOM HaciefoBa-
HUA, XapakTepusyloleecs MNpenMyLecTBEHHbIM
CYMMETPUYHBIM MOPaXKEHNEM KOXM B obnactu
ecTecTBeHHbIX CKnafok. OfHaKo BCTpeyaeTca Kap-
TWHa CErMEeHTapHOro PacronoXeHUs o4yaroe no-
paxeHnsa, oTpaxawlasa SNUreHeTUYeCKUn wnm
reHOMHbI Mo3amum3m. /I3BecTHo, 4To ero npu-
UYMHA — B BO3HWKHOBEHWUW Ha paHHen ctaguu sm-
6puoreHesa MNOCT3NIOTHON MyTauumn de Novo Kak
B COMAaTUYECKMX, TaK M 3apOAbILIEBbIX KNeTKax.
B 3aBMCMMOCTV OT COCTOAHMA anfiefibHON napbl

reHa pasfnyarT 2 TUMa cermeHTapHbIX Gopm ay-
TOCOMHO-AOMUHAHTHbIX 3abonesaHui. B craTtbe
paccMaTprBaloTCA 2 KIMHUYECKKX Cy4as C MaHu-
decTaumein cermeHTapHbIX popm 6onesHn Xennm —
Xewnu 1-ro n 2-ro TMNOB, Ha NpUMepe KOTOPbIX
roKa3aHo He TONbKO pa3Hoobpase KIMHNYECKNX
NpOoABSIEHNI, HO N 0COOEHHOCTY TeYEHUA, MPOrHO-
3a nepefayu NocieAyoLWUM NOKONEHUAM JaHHOrO
reHofepmarosa.

KnioueBble cnoBa: 6one3Hb Xennm — Xennu, mo-
3aMUu3M, CermeHTapHble GOpMbl, KIUHUYECKue
npoaBneHns
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onesHp Xeinu — Xeinu (cemeitHasi JoO6po-

KaueCTBeHHass XPOHMYeCKas My3bIpyaTKa

I'yxxepo - Xermu — Xeiinm) — pegKoe KOX-

Hoe 3aboJeBaHMe C ayTOCOMHO-JOMMHAHT-
HBIM THUIIOM HacnefoBaHuA [1]. [IpuumHa pasButua
MaTOMIOTMYECKOTO IPOoLiecca NeKUT B MyTAI[UN TeHa
ATP2C1, pacrionoxeHHOT0 Ha XpoMmocome 3q21-q24
M  KORMPYWOIIEro  afeHo3MHTpudocdaT-3aBucu-
Mble Ka/bliMeBble HACOCHI ammapara lompmxu [2].
Knnunyeckne mpospneHus saboneBaHus MaHude-
CTUPYIOT, KaK NpaBMU/IO, Ha TPETbeM WIN YeTBep-
TOM JIeCATMU/IETUY >KM3HY NAljMeHTa B BUJE 9PUTe-
MBI, Be3UKY/IO-6y/I/Ie3HBIX 37IEMEHTOB, 9PO3UIl Ha
KOXe, IIPEUMYIIeCTBEHHO B 00JIACTY eCTeCTBEHHBIX

CKIaJoK [3, 4]. OOBIYHO BBICHIIIAHUA UMEIOT CUMMe-
TpU4HBIT Xapakrep. OLHAKO BCTpeYaeTcss KapTUHA
CErMEHTAPHOTO PACIONOXKEHUSI 09arOB MOPasKEeHMS,
OTpa’kalolllas SIUTeHeTUIeCKNI UM T€HOMHBII MO-
3auusm [5, 6, 7].

J3BecTHO, YTO MO3aMI[M3M IPY Ay TOCOMHO-J0-
MMHAHTHBIX 3a00/I€eBaHMAX KOXM KIMHUYECKU
HPOSIB/ISIETCS B BUJE JMHEMHDBIX MM MSATHUCTBIX
y30pOB, «IIaXMaTHOI JOCKU» U GUIONIOB (B CTU-
Jie 1BETOYHBIX OPHAMEHTOB MM MOfepHa) (puc. 1)
[8, 9]. Cerogusa uaes KOXXHOrO MO3auIM3Ma HaXO-
HEUT Bce GOnblile MOATBEPXAEHUs IIPU MU3YUEHUU
HeBycoB [8]. CUMTAlOT, YTO NIpUYMHA MO3AUIU3-
Ma JIOKUT B BO3HMKHOBEHMM Ha paHHeNl CTajuu
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Puc. 1. Tunbl KOXHbIX PUCYHKOB NPW MO3anLm3me: A — TN 1a, PUCYHOK B BMAE Y3KMX NONOC,
pacnonoXKeHHbIX BAOMb NMHWIA Bnalwko; B — Tn 16, pycyHOK B BIAE LWUMPOKKX MONOC,
PACMONOXKEHHbBIX BAOMb NMMHMIA Bnawwko; B — Tvn 2, y3op «waxmaTtHasa gockay; [ —un 3, y3op
«dunnongy; [ — TN 4, NATHUCTBI PUCYHOK 63 pasrpaHyeHna No CPeanHHON ANHUN
(NcTourmk [9])

9sMOpuoreHe3a IMOCT3UTOTHON MyTanuym de novo
KaK B COMATUYECKMX, TaK ¥ 3apPOAbIIIEBBIX KJIeT-
kax (puc. 2) [9, 10]. B 3aBUCKMOCTHU OT COCTOSIHUS
a/Ie/IbHON IIaphl TeHa PasnMyaloT 2 TUIIA CeTMeH-
TapHBIX (HOPM AyTOCOMHO-JOMUHAHTHBIX 3abore-
BaHwmit (puc. 3) [11, 12].

Ilpu cermeHTapHoit Qpopme 6omesuu Xeinum -
Xerinu 1-ro TUIIa HOCTSUTOTHBbIE MYTAaluy de novo
Ha paHHEN CTaguM HOPMA/IbHOTO 3MOpMOTreHesa,
6maroapsi COMaTM4IeCKO PeKOMOMHAIMN, TIPUBO-
IAT K JIOKa/IM30BAaHHON IMOMY/ISALMM TeTePO3UTOT-
HBIX KJIETOK, 4TO CIIOCOOCTBYET JIOKa/IM30BAHHBIM
(cermeHTapHBIM) IposiBieHUAM 6omesHu [12]. IIpu
9TOM BHE IIOPaXKEHMIT KOXKa KIMHUYECKYU U T€HETU-
4ecKy 30poBast. B aTux cnyyasx saboneBaHue nume-
eT CK/IOHHOCTD K paHHEMY IIPOSIBJIEHUIO 1 JOOpOKa-
YeCTBEHHOMY TEYeHUIO, a TaAKXKe MOXKET IIPOTEKaTh
B OTCYTCTBME CEMEITHOrO aHAMHe3a M He Iepefa-
BaTbCs IOCTEAYIOMINM IIOKOIEeHNAM [6].

IIpu cermeHTapHoit Qopme 6Gomesuu Xeinum -
Xeitmyu 2-ro THUIA HOCT3UTOTHBIE MYTAL{My, BO3-
HUKIINE Ha PaHHMX CTafUAX PasBUTHUSA Y TeTepo-
3UTOTHBIX 3apopbIlIell (IMOPMOHOB), MPUBOMSIT
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Puc. 2. Tunbl mo3anum3ma: A — MO3anLM3M COMATUYECKIMX KNeToK
(comatnyeckmin Mo3anumnsm), b — mozanumam comaTmyeckmnx

1 3aPOAbILLIEBbIX KNETOK (FOHOCOMAbHBIY MO3anL3M),

B — MO3anL13mM 3apOAbILIEBBIX KNETOK (MO3anLM3M roHaa)
(McToyHmk [9])
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B CEIMEHTAPHOIT 06/IaCTI K HOTEPe FeTePO3UTOTHO-
ctu ¢ popMMpOBaHNEM TOMO3UTOTHOTO WM TeMU-
3MTOTHOTO COCTOSIHMS Ha (pOHE OCHOBHBIX MYTAI[MI
[10, 12]. B aTmx cay4asax saboneBaHye uMeeT Oonee
TsKeNIOe TedeHMe C BhlpaKeHHbIMY KIMHMYECKUMU
IpOABIEHNAMU C IOCTeRylomeil (B 6omee mospHue
CpPOKM) TeHepa/nusalyell IaToNmornYecKoro Iporec-
ca 110 BCeMy KOXKHOMY MOKpoBY. CUMTAIOT, 4TO pas-
Butue 6onesnn Xeitnyu — Xeiau y reTepo3UroTHHIX
JTIIOfell OTPaHMYMBAETCS MTOPAXKEHNEM TOTBKO KOXI
[6, 12]. Y rOMO3MTOTHBIX IOTEPs TeTEPO3UTOTHOCTH
obenx «pyHKIMOHANBbHBIX» amreneil rera ATP2Cl
MOXXET IPUBOJUTD K YTPOXKAIOLIEMY /A XU3HU CO-
CTOSIHMIO C BOBJIEUEHMEM BCEro KOXXHOTO IOKPOBa,
BHYTPEHHUX OPTaHOB M CYUCTEM BIUIOTb JIO JIeTaJIb-
Horo mcxopa [10]. [JaHHas reHeTMYeCKa s KOHIEITLIS
Halll/la IOATBep)K/ieHNe Ha MOJIEKY/IAPHOM YPOBHE
[10]. ITpomeMOHCTPUPOBAHO, YTO B OCHOBE CErMeH-
tapHoit ¢dopmbl 6onesHu Xernn — Xeiinu 2-ro TUIa
JIeXUT MYyTaLMA caiiTa citalicuura 2146+1G->A, Bos-
HUKIIAsA, CKOpee BCETO, B Pe3yIbTaTe MUTOTUYECKO
peKoMOMHaLMM C HOTepelt 9K30Ha 22 U MPUBOASI-
masi K GOPMIPOBAHNIO TOMO3UTOTHOTO COCTOSTHUS
¢ AByMsA MyTupoBaBummmyu kKonusmu rena ATP2C1
B JUIUIOMTHOM HabOpe XPOMOCOM.

Mb1 Habmofany fBa cluydas pasBUTHA 60/e3HU
Xetinu — Xeiinn, oTpakamolue He TOMTBKO HEOOBIU-
HbIe NIPOSIBJIEHUs NaHHOTO T'eHOJepMaro3a II0 cer-
MEHTapHBIM (OpMaM PACIONIOKEHNUs 04aroB Mopa-
JKEHU I, HO M OCOOEHHOCTY €TI0 TeYeHN A C IPOTHO30M
nepefiauy NOC/IEAYIOIUM IOKONIEHUAM.

KnuHnyeckoe HabnoaeHme 1

O6cnemoBana 6onpHas K., 45 jner (ucropus 6omesHu
Ne 14975, 1993 r.). Cuntaer ce6s1 60NbHOI Ha IPOTSKe-
Hun 25 net (¢ 20-7eTHero Bo3pacra), KOTfa BIIEPBbIE OT-
METU/IA BBICHITAHN Ha KOXKE B MEXJIOMIATOYHOM 0671a-
cTi. JIMarHOCTUpPOBaH JepMaTuT. [IpoBefeHO edeHue
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Puc. 3. MNpouncxoxaeHne cerMeHTapHbIX Gopm ayTOCOMHO-
[NOMVHAHTHbBIX 33001eBaHNI KOoXN: A — 3A0POBbIN deHoTUM;

b - knaccuyeckan popma 3abonesaHus; B — cermeHTapHas dopma
1-ro TMna, OTpaxaeT reTepo3nroTHoCTh; I — cermeHTapHan dopma
2-ro TMna, oTpakaeT NoTepto retepo3nrotHocTy (VIcTounumk [11])
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KOPTUKOCTEPOMUIHBIMU MA3AMU C MOIOKUTEIbHBIM KIIN-
HudeckuM sddexroM. Ha mpoTsmxeHMu mociegyonx
19 seT oTMedYanoch BOMHOOOpasHOe TedeHMe OONE3HMU,
0b60oCTpeHNne mpolecca KyNUPOBAIOCh TOINMYECKUMMU
ITTIOKOKOPTUKOCTepougaMy (TPUaMIMHOTIOHOM U KOM-
6MHMPOBAHHBIM IIPENIAPATOM I'MJPOKOPTU3OHA Y OKCUTeE-
TPaLMK/INHA).

B teuenne nocnepHero roga (1992-1993) mpouecc pac-
IIPOCTPAHMU/ICS HA KOXKY B OONaCTH CIIMHBL U JIOKTEBOTO
cruba. [ImarHoctupoBaHa repreTudopMHas Iy3bIpYaTKa.
J1arsos NoATBep>K/ieH TUCTONOTMYeCKUM MEeTOJOM MCCTe-
TOBaHNA IOPa)KeHHOTO yYyacTKa Koxxn. IIpoBeneno neyenne
CUCTEMHBIM ITIOKOKOPTUKOCTEPONIOM IIepOPaIbHO C MaK-
CHMATbHO Ha3HAYeHHOM 103011 IpefHu3010Ha 60 Mr/cyT
C TOCNeYIMUM CHY)KEHMEM [O03bl JO IOTHOM OTMEHBI.
JlocTUrHyTa IOMHAs KIMHUYECKas peMUcCus OOJesHN.
OnHako oceHbIo 1993 I. TOABMINCH CBEXXIIE BHICHIIIAHNS Ha
KOKe B 0071aCTV MTOIMBILIEYHON BlIafiMHbL. BonbHas rocnu-
TaHI/ISI/IpOBaHa J19)8: YTO‘IHCHI/IH AMATrHO3a U JICYCHM A.

IIpy mocTynieHUy OTMEYeHbI Befyliye »amobbl Ha
BBICBIIIAHMA HaAa KOXE B O6HaCTI/I HpaBOI‘/’I IIOOMBIIICY-
HOJl BIAfiMHBI, 3yJ, M MOKHYTUE B MeCTaxX BbICHINAHMIL.
Obiiee cocTosHMe YROBIeTBOpuUTeNbHOE. [Ipn ocMoTpe:
TAaTONIOTMYECKMIA IPOLleCC HOCUT OTPaHMYEHHBIN, IOf-
OCTPOBOCIIA/INTENbHBIN, AaCHMMMETPUUYHBINL  XapaKTep.
JIokanu30BaH Ha KOXKe B 00/1aCTU IIPaBOil IOAMbIILIEYHO
Braguuel (puc. 4). IlpencraBieH MHPUIBTPUPOBAHHOM
G/IALIKOT C YETKMMU IPAHULAMU 10 4 X 6 CM B JUAMETPE,
Ha TIOBEPXHOCTU KOTOPOJ OTMEYAIOTCsA MHOXXECTBEHHbIE
MeJIKue 5po3uBHbIe AedeKTHl APKO-PO30BOro L{BETA C Ce-
PO3HBIM OTJEeNAeMbIM, YaCTUYHO IIOKPBITbIE CE€PO3HBI-
MU JIETKO OTCIaMBapIuMucs Kopkamu. ITo mepudepun
6K Y HAGTIOfAIOTCA efUHIYHBIE ITY3BIPBKU C BAJION
nokpaikoit. ®eHomen HuKombckoro KpaeBoil — IOJIO-
SKUTENbHBIN. BOMOCHI, HOI'TU 1 BUZMIMBIE CIU3UCTBIE 060-
JIOYKY MHTAKTHBI.

VI3 anaMHe3a: HaC/lIeICTBEHHOCTDb He OTATOIeHa.

IIpy pmromorMyYecKkoM MCCIeflOBAaHMM Ma3KOB-OTIIE-
4aTKOB CO JHA 9PO3Uil OOHAPY>KEHbl aKaHTOMUTUIECKHUE
kmeTKu. IIpy rucTonornyeckoM MCCaefoBaHMM 6GyonTa-
Ta KOXXI C 04ara IOpPa>XeHUs BBIABIEHO: B 3MIMAepMUCe
Y4YaCTKIY [IapaKepaTo3a, Haf6asaibHble e/ U Ty 3bIPbKIL,
B IIPOCBETE KOTOPBIX BUIHBI aKAHTONMUTUYECKUE KII€TKI.
B y4acTKax OTCIIOeHMS SIULEPMIUCA — COCOIKOOOPasHBbIe
BBIPOCTBI, TTOKPBITBIE C7IoeM 6a3abHBIX KIeTOK. B pep-
Me — o4aroBas numdonuTapHas MHGUIBTPALUs BOKPYT
COCYIIOB. HPI/I I/IMMyHOI‘I/ICTOXI/IMI/I‘{eCKOM JICCIeJOBAaHUN
MHTAKTHOTO Y4acTKa KOXM (UKCHPOBAHHOTO MMMYHO-
rnobynmuHa Kaacca G B MeXKJIETOYHO CBs3bIBAIOLIEl
cyOcTaHLMM SNKUepMUca He 0OHAPYXKEHO, YTO IO3BOMNU-
JI0 MCK/TIOYNTD Y MALIMEHTKY UCTUHHYIO (ay TOMMMYHHYIO)
IIy3bIpYaTKY.

Ha ocHoBaHMm aHaMHes3a, KIMHUKO-MOP(OIOTH-
YeCKOJ KapTUHBI, Pe3yNbTaTOB IAaTOIMCTOIOTMYECKOTO
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Puc. 4. KnuHuueckrie npoAsneHna cermeHTapHom Gopmbl bonesHu
Xennu — Xennw 1-ro Tuna y nauyneHTku K., 45 net. CermeHTapHas
NoKanu3aLma oyara NoPaKeHKA Ha Koxe B 0611acTvi Npasow
NOAMbILLEYHON BMaAWHbI

U UMMYHOTUCTOXMMUYIECKOTO METOJOB UCCTIEOBAHNA T1-
arHoctupoBaHa 60e3np Xeitnu — Xeitnn.

ITpoBepeno neyenme: pumonudoH mo 0,1 r 2 pasa
B fIeHb (3 LMKIIA) C OffHOBPEeMEHHbBIM e>KeIHEeBHBIM IIpJe-
MOM CHUCTEMHOTO TJTIOKOKOPTMKOCTEPOU/IA TPUAMIIMHO-
JIOHA B J103€ 4 MI/CyT mepopanbHO. MecTHO: Tonm4ecKue
[TIOKOKOPTUKOCTEPOubL. [lanyeHTKa BbINMCcaHa Ha GoHe
TIOJIHOV K/IMHUYECKON PEMUCCUN CO BTOPMYHON NUTMEH-
Talyel Ha MecTe paspelBIINXCs BHICHITTAHMIA.

TakuM 06pa3oM, OTCYTCTBME CEMEITHOI IIpefpacIo-
JIOXKeHHOCTH ¥ IIOFOOHBIX BBICHINIAHMIL ¥ POACTBEHHUKOB,
OJHOCTOPOHHEE CEerMeHTapHOe PpaCIIONOXKeHNe O4YaroB
Mopa>keHN A MO3BOIMIN IPEANON0XUTDh HaMu4Ine y Malu-
entku K. cermenrapnoit ¢popmsr 60mesun Xeitnn — Xeitnn
1-ro THIIA, XapaKTepU3YIOIeiica 671arONpUATHBIM TeUYeHN-
€M U BEPOATHBIM OTCYTCTBUEM Ilepefiauyl MOC/IefyIoIuM
MTOKO/IEHNAM.

KnuHuueckoe HabnoaeHme 2

O6c¢cnenoBana 6GonpHast II., 58 mer (ucropus 6onmesHu
Ne 19440, 2010 r.). Bonbua okono 20 ner (c 38-meTHero
BO3pacTa). BriepBble BBICHIIAHUA MOSBUIMCH Ha KOXe
B 006/1aCTU BOJTIOCUCTOI1 YaCTH T'O/IOBBI, ITOA6OPOAKa, CITN-
HBl U BepXHUX KOHEYHOCTENl, CONPOBOXAAIIINECS 3y-
moM. JIMarHOCTMpPOBaH AEPMATUT, IIO HOBOZY KOTOPOTO

Maxwesa H.B, YepHeiw E.C,, beneykas J1.B. Cnyuaun KNMHUYECKMX NPOABEHNIA CermeHTapHbIX opm bonesHn Xennv — Xennm
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Puc. 5. KnvHnueckre npossneHna cermeHTapHomn Gopmbl 6onesHn Xenm — Xennm 2-ro tvna

y naumneHTku I, 58 net. Ha koxe B 06n1acTvi CniviHbl 1 NoAcHKLUB! (A), BOKOBOI NOBEPXHOCTM
rpyaHol KNeTkn 1 xuneoTa (B) Ha GoHe pacceaHHbIX MATHUCTO-NaNyNe3HbIX S1EMEHTOB
CerMeHTapHO PacrnonaraloTca OAAWKM BLOMb NMHWIA Bnalwko B BUAE LWMPOKMX IMHENHbIX Y30POB
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HEOJIHOKPATHO IIPOBOAMIOCH aMOy/lIaTOpHOE U CTaIy-
OHapHOe JiedeHMe II0 MeCTy XUTenbcTBa. IIpoBopumas
TepanusA (QaHTUTMCTAMUHHBIE U JeCeHCHOMNIU3Mpyouye
Ipenaparsl, MeCTHO: aHM/IMHOBbIE KPacUTEIN) IO3BO-
NAMa JOCTUYL BPEMEHHOTO MHONOKMTenbHOro sddexra.
B 2008 r. Ha 0CHOBaHUM Pe3yJIbTaTOB LUTONIOTUYECKOIO
U TUCTOJIOTUYECKOTO METOIOB UCCIE€JOBAHUA NUATHOCTU-
posaHa 6one3Hb Xeimyn — Xeitm. C y4eToM pacIpocTpa-
HeHMsA BbichInaHui B 2009 I. K /Ie4eHUIO IPUCOENVNHEH
CUCTEMHBIN TTTIOKOKOPTUKOCTEPOU]T MEPOPANbHO C MaK-
CUMa/IbHO Ha3HA4YEeHHOI 10301 IpefHM30/10Ha 20 MI/cyT
B T€UYCHME MECALla C MOCTCIICHHBIM CHVI>XEHMEM JO3bI MO
MOTHOJ OTMeHBI. JIoCTUTHYTa HeNO/MHA A KNMHIYECKas pe-
Muccus (CoXxpaHeHNe 04aroB IOPaskeHNs B 00/IaCTH ecTe-
CTBEHHBIX CK/IaJl0K).

Ocenbio 2010 1. mpoluecc NPUHAN TeHepanu30BaH-
HBIII XapaKTep, B CBASYM C 4YeM MaIlME€HTKa TOCIMTa/IN-
supoBaHa B KOXHylo knuHuKy I'BY3 MO MOHUMKU
uM. M.®. BraguMmupckoro And yTOYHEHNA AMArHo3a, Ipo-
BeleHM A 00CIeJOBaHNA 1 JICYCHNA.

IIpu mocTyIteHnu: obiee COCTOsIHNME GOIBHOI YHOB-
JIeTBOPUTeNIbHOE. Bemymme »amo6bl — Ha BBICHIMAHMA
Ha KOXe, compoBoxjatomuecs sygom. Ilpu ocmorpe:
MATONIOTMYECKMII TPOLeCC HOCUT PacHpOCTPaHEHHBIN,
CUMMETPUYHBIN, TOJOCTPOBOCIANTUTENbHBI XapaKTep.
JlokanusoBaH Ha KOXe B 00/IaCTH 1€V, LEeKO/IbTe, TY/IO-
BIIIA, BEPXHUX KOHEYHOCTEN M €CTECTBEHHBIX CK/IalOK
(mopMblleyHble BHOAJVHBI, IOJ MOJIOYHBIMU JKele3aMu,
maxoBble CKmafky). IlaTosormyeckuit mpolecc Ipep-
CTaB/leH MHOXXECTBEHHBIMM PpACCEIHHBIMM TamynaMu
PO30BaTO-CUHIOIIHOTO OTTEHKA, OKDPYI/IBIX OYePTAHMIA
U TJIOTHOBATOM KOHCUCTeHLMM. B MecTax pacuecos -
aKckopuanuu. Ha xoxe XuBoTa HaOMIONAIOTCA GIALIKI
PpO30BaTO-CUMHIOUIHOTO OTTEHKA, pasMepoM OT 7 1o 20 cm
B [uaMeTpe HEHMpPaBUIbHOI GOpMBI ¢ (HeCTOHYATHIMMU
OYepTaHUAMM U PE3KMMM TpaHunamyu. bramku mmeror

TEH/IEHIINIO K CIUAHUIO. B 06/1acTH eCTeCTBEeHHBIX CKIIa-
oK — MHQUILTPMPOBaHHBIE ONALIKY, HA IOBEPXHOCTU
KOTOPBIX BUHBI 39PO3UN B BUf€ ITyOOKMX M3BUIMCTBIX
TPELVH U BETeTalMM, YACTUIHO IOKPBITHIE XKENTOBAThI-
mu xopkamu. ITo mepudepun 6IAMIKM OKaliMIEHBI BOC-
AU TeIBHBIM 060KOM ¥ 6aXPOMKOII OTC/IAMBAIOIIETOCS
snupepmuca. Penomen HuKomMbCKOro — oTpuiiaTeNbHbIN.
Denomen KebHepa — MOMOXXUTeNbHBIN. BuayMsbie ciusu-
CTBbIe 000/IOUK MHTAKTHBIL.

/13 anamHesa: otex KBunke (b 2010 r.) Ha yKyc Ha-
CeKOMOTo (ajlepruyeckas peakiysa KynyupoBaHa MHPY3u-
OHHOJI Tepamuell U JeCeHCHOMIN3UPYIOMMIU CPefiCTBa-
mu). VI3 conyTCTBYOIINX 3a60/IeBaHNIT: )KeTIeKaMeHHas
6o7e3Hp (xomenucrakromusa B 2005 I.); ayTOMMMYHHBII
TUPEOUINUT; XPOHMUECKUIT IAaHKpeaTUT; >Kemesopmedu-
nuTHasA aHemusA. HacencTBeHHbIN aHAMHe3: TOJ0OHBIMM
BBICBIMAHMAMMU CTPafialoT MaTb (c 30-7MeTHero Bo3pacTa),
POnHOI Asifs (IO MaTePUHCKO IVHIY) U POJHOI 6par.

IIpy KOMIIIEKCHOM OOCIeJOBAHMU BBIABIECHO: CMe-
LIaHHAA TYTOYXOCTb 1-J1 CTeneHy; HapylleHHasA TO/IePaHT-
HOCTb K I/TIOKO3€, MHAYLMPOBaHHAA IPMEMOM TTTIOKOKOP-
TUKOCTEPOUIOB.

Ina TOATBEPXIEHMA NMarHo3a IPOBEJEHO TUCTO-
JIOTMYECKOE UM MMMYHOTMCTOXMMMYECKOE MCCTENOBaHNUE
KoX1. IIpy rmcTonmornyeckoM MCCIefOBaHUM ITOPaXKeH-
HOTO y4YacTKa KOXV OOHapy>keH SNUAePMUC C ydacTKa-
MU aKaHTONMM3a ¥ (GOPMUPOBAHMEM IIeTI€BUAHBIX IPO-
CTPAaHCTB B IIMIIOBAaTOM C/IO€, B IIPOCBETE KOTOPBIX
OTMeYaloTCA eAVHMYHblE AKAHTOMUTUYECKME KIETKIU
U HeTPOUIbHBIE IETIKOLMTHI. IIpU MMMYHOTUCTOXMMU-
YECKOM JICC/IEIOBAHMM MHTAKTHOTO y4YacTKa KOXM Kap-
TMHA, XapakTepHas [Isd ayTOMMMYHHOJN ITy3BIPYaTKH,
oTcyTcTBOBana  (QUKCUPOBAHHBII MMMYHOITOOYINMH
kmacca G B MeXKJIETOYHBIX IIPOCTPAHCTBAX AMUePMUCA
He 0OHapyXeH).

Ha ocHOBaHMU TIONyYeHHbBIX JAHHBIX (AHAMHE3, K/IU-
HUKO-Mopdoornyeckas KapTHHa, Pe3yNbTaThl MaTOTHU-
CTONOTMYECKOTO ¥ MMMYHOTMCTOXMMMYECKOTO METOZIOB
UCCIIEOBAHMSI) [MAarHO3 JOOPOKAauYeCTBEHHON CEMETHOIN
nysbipyaTky ['ysxepo — Xeiinu — Xeitnu (6onesub Xeitnnm —
Xeitnu) HOATBEPK/ieH.

ITpoBefieHHOE NTEYeHME CUCTEMHBIMU TTIIOKOKOPTUKO-
CTepOMIaMM C MAKCUMAJIbHO Ha3HAYeHHOI [0301 Ipefi-
HU3070Ha 40 MI/CYT ¥ OJJHOKPATHBIM BHYTPUMBIIIEYHBIM
BBEJIEHMEM IUNIPOCIIaHa 1 MJI IO3BOIMUIO OCTUYD IIOTHO
K/ITHMYeCKO peMuccuy (paspelleHne BBICBITAHUIL, OT-
CYTCTBUE CBEXWX BBICHIIIAHUIL 1 3y/1a).

B Teuenme mocnepyioumux 3 JIeT CHUXKEHME [O3bI
NIPEJHN30/I0HA IO IIOMHOM €€ OTMEHBI CONPOBOXK/ANTOCh
060CTpeHMeM U TeHepann3alyeil MaToMOTNIeCKOro Ipo-
1ecca, 1o IMOBOJY KOTOPBIX HEOHOKPATHO IIPOBOJMIIOCH
CTallOHApHOE JiedeHNe C Ha3HAYEHMEM CUCTEMHOTO TII0-
KOKOPTUKOCTEpOM/ia IIepopanbHO B fo3e 40 MI/CyT Ipefn-
HIU30/I0Ha C HOCTEIeHHBIM CHIDKeHMeM fio3bl. OpHako

[epmatonorua



CaMOCTOSITENIbHAsA OTMEHA NPENHM3O0NOHA KaXK[blil pas
IpuUBORMIA K 060CTpeHNIo 60/Ie3HN. YIUTHIBAsI HETaTUB-
HOe OTHOIIEHMe OONBHOI K IMpPUeMYy CUCTEMHBIX IJIIOKO-
KOPTUKOCTEPOUNIOB, B TedeHue 2013-2014 rT. oHa mony4va-
7la Mac/IAHBIN pacTBOp peTuHoNA nanbmutara 150 toic. Ex
KypcaMM ¥ TONMYECKYIO TEPAaNUI0 C IMPUMEHEHUEM Ma-
3eli M KPeMOB, COMIepP>KalMX ITIOKOKOPTMKOCTEPOU/IbIL.
JleyeHMe TPOXOAMTIO C BPEMEHHBIM MOIOKUTENBHBIM KM~
HU4YeCKUM 3P PeKToM.

B ampene 2014 r. Ha aM6y/IaTOPHOM IIpueMe Hally-
€HTKa >KaJloBajlach Ha BBICHIIIAHMA Ha KOXKe TYMOBMINA
M KOHEYHOCTEil, CONPOBOXKAAIOUIMECA CUIBHBIM 3Y-
IoM 1 60/Ie3HEHHOCTBIO; HapylleHNe cHa. IIpu ocMoTpe
YCTaHOB/IEHO: MATONOTUYECKMUI IPOIEeCC HOCUT pac-
MPOCTPAaHEHHBIN, CUMMETPUYHBINA, NOZOCTPOBOCHANN-
Te/IbHBIN XapakTep. Jlokann3oBaH Ha KoXKe B 001acTu
3alHEMl TIOBEPXHOCTM I€W, TPyAy, XXMBOTA, CKIaJOK
(mopMbllIeyHble BIAfUHBL, IIOJ MOMOYHBIMU >Kele3a-
MU, TIaXOBble CK/IaJKM), CIIMHBI, BEPXHUX KOHEYHOCTEN
(puc. 5). B obmactu miem HaOMOJAOTCA OMAMKYU sIp-
KO-PO30BOTO I[BeTa HENPaBUIbHON (HOPMBI C YETKUMU
TPaHMIIAMY, HA MOBEPXHOCTM KOTODPBIX BU/IHBI MENKNE
U3BUIVCTDIE 3PO3VBHBIE Ae(eKThl, YJACTUIHO IIOKPBITHIE
CepO3HO-THOWHBIMU KOPKAaMM, Ha MeCTe pa3pelnBIINX-
Cs1 97IeMEHTOB — YYaCTKMU IUNepIUTrMeHTanuu. B obmactu
IPyAM — MHOXXECTBEHHBIE IPMTEMaTO3HO-CKBAMO3HBbIE
37IeMEHTBI, 9pO3UBHBIe flepeKThl Ao 0,5 cM B fuaMertpe,
TOKPBITbIE KOPKAMM, YYacTKM TUIepIUTMEHTALNI.
B o6macTyt cKMafoK — KpyHHBIe ONAIIKA APKO-PO30BOTO
1IBeTa C CUHIOIIHBIM OTTEHKOM C YeTKMMM TpPaHUILAMMU
U ($ecTOHYATHIMM OYepTaHUAMM, Ha IIOBEPXHOCTU Ons-
LmIeK — MeNKJMe 3PpO3UM C MOKHYMIMM JHOM, 4aCTUYHO
MOKPBITbIE CEPO3HBIMU YeLIYiIKO-KOpKaMu, ITybokue
M3BIJIMCTBIE TPEIIVHBI ¥ 6OPO3MIbI C CEPO3HBIM OTHENA-
eMbIM. Ha Ko)ke CIIMHBI TaTONMOTMYECKNUIT MPOLIeCC Mpef-
CTaB/leH OOIIMPHBIMM CAMBHBIMU y4YacTKaMM TUIepe-
MUy ¥ MHQUIBTPUPOBAHHBIMYU ONSALIKAMM 3aCTOIHOTO
PO30BaTO-CHHIOIIHOTO OTTEHKA, OKPYIJIBIX OYepTaHMIAL.
Ha xoxe >XMBOTa OTMeYAlOTCsA OMSAIIKUA PO30BATO-CU-
HIOIIHOTO OTTEHKA, pa3MepoM OT 7 fo 20 cM B fiuaMeTpe
HENpaBM/IbHOI GOPMBI ¢ HeCTOHYATHIMM OUePTaHUAMM
U pe3KMMM TpaHuIaMu. BrAmKM MMeT TeHJEeHLNIO
K CIMAHWIO C JIGHTOOOPA3HBIM DAaCIIONOKEHUEM BJONb
nauHui bramko. B Mectax pacdyecoB - skckopuauuu. Ilo
BCEMY KOXKHOMY ITOKPOBY OTMEYAIOTCA pacCessHHbIe IAT-
HIUCTO-NanynesHble aneMeHThl. Penomen Hukomnbckoro -
orpunarenpHbiit. Penomen KebHepa — IOMOXKUTETbHBIIL.
Bupumble cnusucteie 060/109KY MHTAKTHBI.

C y4eToM COCTOAHMA KOXXHOTO IpoIlecca K JedeHUIo
PEKOMEHTIOBAHO NPUCOEAVHUTD OJHOKPATHOE BBEJICHME
JUIIpOCNaHa 1 MJI BHYTpMUMbIIeYHO. V3 Tonmyeckoii Te-
panuy Ha3HayeHbl KOMOVHMPOBaHHbIN Hpemapar 6eKyIo-
MeTa3oHa U KIOTPUMa3o0/a, Ma3u GIyTHKa30Ha IIPOIIO-
Harta 1 6eTaMeTa3oHa.

AnbMaHax KNMHUYeckon meauumHbl. 2016 AHBapb; 44 (1): 39-44

Takum 06pasom, HamMYMe OTATOLEHHOTO CeMeli-
HOTO aHaMHe3a I MOJOOHBIX BBICBIIIAHMIT ¥ OIM3KIX
POJICTBEHHUKOB (MaTh, POIHBIC AANSA MO MaTePUH-
CKOI TMHUY U 6part), TeHTO0OpasHOe PacoMoXKeHne
BBICBITTaHNIT BJIONb MMHMIT bramko Ha ¢oHe pacce-
SAHHBIX INATHUCTO-TAINY/NIE3HbIX BBICHIIAHUI M He-
CerMEeHTapHBIX IIOpa>keHMiI Ha KOXKe B 001acTy ecTe-
CTBEHHBIX CK/IA[iOK, PELUIVBUPYIOLINIl XapaKTep
C BBIPQKEHHBIMU K/IMHWYECKUMM IIPOSBICHUAMU
U TeHepa/nusalyell MaTolIOrM4ecKoro Impolecca Io-
3BOJIAIOT IPEAIONOXNUTh y manueHTku II. cermen-
TapHyi0 ¢popmy 6onesun Xeinu — Xeitnu 2-ro TUIa
C TOPIUZHBIM T€4EeHUEM U BBICOKOI BEPOSATHOCTHIO
ee Iepefauy MoCae YoM IIOKOTIEH M AM.

O6cyxpeHne

Kon1enus K0)XHOTO MO3au13Ma Ha COBPEMEHHOM
sTale npuobpeTaeT Bce Hojee MUPOKOe IpU3HAHNE
B MeAMILIMHCKOI HayKe. VI3BeCTHOe C [peBHMX Bpe-
MeH IOHATHE «MO3anKa», 0TOOpakawlee IpefMeT
JICKYCCTBa C JMCIO/Nb30BaHMEM L[BETHBIX MaTepua-
JIOB B y30pe, B COBPEMEHHOII 61OIOrny IpuMeHsIeT-
cs B BUJIE XYJOXXeCTBEHHOI MeTadopbl 1 03HaYaeT
IPUCYTCTBME B KMBOM OpraHmusMe ABYX man 6oree
TeHeTMYECKN Pa3IMIHBIX KIeTOYHBIX TUHUIL, IPO-
UCXOOALIMX OT OJHOV TOMO3UTOTBHI. Mo3auuusm
BCTpeYaeTcss BO MHOTMX JKVMBBIX K/IETOYHBIX Opra-
Hu3Max (pacTeHus, )XMBOTHBIE, YeTIOBEK) M MOXET
pa3BMBAThCA B TeYeHMeE BCell )KU3HM N1b0 TOf meil-
CTBMEM PAa3INYHBIX (AKTOPOB (SMUTE€HETUIECKUI,
wii (QyHKIMOHANBHBIN MO3amnusm), aubo B pe-
3y/bTaTe IIPOLIECCOB, IPOUCXOMALINX B TeHOMe (Te-
HOMHBIII MO3auUI[M3M), TaKUX KaK ITOCT3UTOTHBIE
MyTauuu de novo, MUTOTHYECKUE PeKOMOMHAI,
HIpUBOAIIYE K IIOTE€PE FeT€PO3UTOTHOCTH, UK APY-
rvie GOpMBI aJUIeTIbHBIX OTepb. CerofHs CTajIo ode-
BUIHBIM, YTO [JO HEKOTOPOIT CTEIIEHN YeI0OBeK Mpel-
CTaBjsAeT cob0it Mo3auky (8,9, 12, 13].

Braromapsi MOmeKynspHO-61ONMOrMYeCKOMY IIOf-
XO#y B M3y4YeHVM STMOJIOTMM U IIaTOTeHe3a pasyind-
HBIX K/IMHUYECKMX (OpM KOXHBIX 3a007meBaHMi,
TIOHATHE «MO3AUIN3M KOXXI Ye/I0BeKa» mpuobperaer
Bce Oosblliee 3HaueHme. MHOTME KO>KHbIE IIaTOIOT UM,
3aKJII0vast B cebe «CMech» HOPMa/IbHBIX 1 abeppaHT-
HBIX K/IETOK, MMEIT CBOECOOPAsHYI0 KIMHUYECKYIO
MaHU(EeCTAUNIO B BUJje YEPEAYIOLUINXCS CerMEHTOB
HOpaXkeHHOI! U 370poBoit Koxu [8, 9, 13]. Dto fe-
MOHCTPUPYIOT U BBIIIEONUCaHHBbIle Crydan. Hosas
reHeTM4YecKas KOHIIeMIVS, BBIABMHYTasA Ha OCHOBa-
HUY BBLABIEHHBIX MOJIEKYISPHBIX KOoH(popManmit,
[T03BOJISIET HE TOMBKO OOBSICHUTD pa3HOOOpasye K-
HUYECKMX MPOosiBIeHMit 6onesnu Xerau — Xeinu, HO
VI TIOHSITH ITTYOMHY «COOBITIII», IPOUCXOASIIINX B Op-
rausmMe manyuedTa. C4uTaIoT, YTO MO3AUI[MI3M MOXKET
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[PUCYTCTBOBATH BO BCEX OPraHAX U TKAHSX, HO BU3ya-
JIM3MPYeTCA TONbKO Ha OMHOM OpraHe — Koxe [8, 9, 13].
HecoMHeHHO, cCHHEPIru3M KIMHUYECKON MeXMUIIHBL,
MOHeKyHﬂpHOﬁI 6I/IOHOI‘I/II/I VI TEHETUKU HpI/IOTKpI)IBaeT
«3aHaBeC» MOJIEKY/ISIPHBIX OCHOB MO3aMI{M3Ma KOXI
M TOBOIMT MCCIIEfOBaTeNeil K pa3paboTKe HOBBIX
IIOAXO0J0B B JICYHECHUIM HAC/ICACTBE€HHbIX I[epMaTOSOB
C IpMMEHEeHNEM T€HHON NH>XEHEePUIL.

3aknuyeHue

Juarnocruka 6omesun Xeiiu — Xeliiu ¢ y4eTOM Cer-
MEHTapHBIX (OPM HPOSBIEHNUIT 3TOTO OY/IIe3HOTO
TeHOJIePMaTO03a IT03BO/IAET KIMHULMCTY OIpefIeTUTh
TaKTUKY Ja/lbHENIIEro BeJeH) MalMeHTa, BKIIYast
ero obcefloBaHMe C L[ebI0 MCKIIUEHUS IKCTPAKY-
TaHHBIX IOPAXKEHUI! U ledeHe B BUJie I/TUTETbHOTO
IpyeMa CUCTeMHOTO [TTIOKOKOPTUKOCTepoua. @
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