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The clinical observation of the patient
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Cetyatble MMNEPNUIMEHTALIMM KOXU — PEOKO BCTpevaroLmincs
HacCneacTBeHHbIN Aepmartos. PasnuuaroT Heckornbko 3abonesa-
HWI HacneaCTBEHHOIO reHe3a, XapaKTepu3ayloLLMXCs ceTyaTbiMu
rNEPNUrMEHTaLMSAMUN, CUMMETPUYHYIO aKponMrMeHTaumio [oxu-
Komasi; cetuatyto aepmaronartuio Xaycca-Obepcta-fleHa, a Tak-
e 1 6ornee menkue hopMbl, ABMSAIOLLMECS, MO MHEHUIO psia aB-
TOPOB, UX Pa3HOBUOHOCTAMM.

CvmmeTpuyHas akpormrmeHTaumsa Joxu-Komass — BpoxaeH-
Hble, 4YacTo ceMeliHble 0CODBEHHOCTM MUIMEHTaLMMN KOXM, XapaK-
TEPUSYIOLLMECS TUMEPNUTMEHTALMSIMA  TOYEYHOrO, CETYaToro,
pexe NMHEeNHOro PUCYHKA, PacronoXeHHbIMY rMaBHbIM 06pa3om
Ha KOHEYHOCTSIX (YaLle HWKHUX). 3aboneBaHne MOXeT coqeTaTb-
CS1 C YMCTBEHHOW OTCTaNoCTbH, PacLUMPEHNEM COCYA0B CETHATKU.

Certyartasi nurmeHTHaa gepmaronatusi Xaycca-Obepcra-fleHa
— BPOXOEHHOE HapyLUEHWE NUITMEHTALMKW, NPOSIBMSAIOLLEECH Ha
1-M rogy >u3HU 1 XapaKTePU3yoLLEECS MOSIBIIEHMEM Ha KOXeE Ty-
NOBMLLA W NPOKCUMArbHbIX OTAENOB KOHEYHOCTEN CETYaTon -
nepnurMeHTaummn KopuyHeBaToro ueeta. KnnHmndecku ata goopma
OYeHb OnmMska CUMMETPUYHOM akponurMmeHTaumm [Hdoxu-Komas,
anddepeHUmanbHyo ANarHoOCTUKY C KOTOPOM MPOBOAAT TOMbKO
Ha OCHOBaHWM NPEUMYLLIECTBEHHOI NOKanu3aumm ovaroB rvnep-
NUIMEHTaLMK; VHbIX OTINYMIA MpaKTUYeckun Her [1, 2, 3].

MprBognm cobcTBEHHOE KNMUMHUYECKoe HabntogeHue: borbHoU

A., 1993 a.p., obpaTtuncs B gHeBHoW ctaumoHap PKBL, 18.01.2012.
Poc 1 pasBuBarncs COOTBETCTBEHHO BO3pacTy. Amnnepronormyie-
CKUA aHaMHE3 He OTSArOLLEH.
B cembe HacneacTBeHHbIX 3aboneBaHuii He Habntoganock. Co
cnoB Matepu 6onbHOro B Bo3pacte 6 MecsiLeB Bnepsble, 6e3 Bu-
OMMbIX NPUYMH, NOSIBUNMCH MMIMEHTUPOBaHHBIE MNATHA Ha TyNOBW-
we. MNpouecc nporpeccupoBan U K 7 rogam pacnpocTpaHuIics no
BCEMY KOXXHOMY MOKpOBY. HeogHoKpaTHO poanTenu obpallanics
K Bpa4am, npu 3TOM BbICTaBNANMCh pasnnyHble anardosbl. B 2005
I. NaumeHTy Obin ycraHoBneH anarHos cuHgpom L.E.O.PAR.D.

OcMoTp Ha MOMeHT nocTynneHust: ObLLee CocTosiHME BOrnbHO-
ro yaoBneTBopuTenbsHoe. MaumeHT npaBunbHOMO TENOCOXEHMS,
pa3BMT COOTBETCTBEHHO BO3pacTy. KoxHbI cTaTyc Ha MOMEHT
MOCTYMIIEHNST XapaKTepM30BasiCs PacrnpOCTPaHEHHbIMU  BbIChl-
NaHUsIMK C MOPaXKEHNEM KOXW NULa, TYNOBULLIA, BEPXHWX U HUX-
HMX KOHeYHocTel. KoxHble NMOKPOBbLI MMEKT OKpacKy OT CBETIO-
KOPUYHEBOW [0 TEMHO-KOpUYHEBOW. Ha ¢hoHe BbIpakeHHON
rMNeprMrMeHTaumm MMErOTCS MHOXECTBEHHbIe Gornee cBeTrnble
nsiTHa paamepom ot 0,5 40 2 cm B NonepeyHmKe, YTo NPUAOAET Bbl-
cbinaHMaM ceTyaTbin BUA. Ha koxe nagoHen v nodoLwsB oTMeya-

€TCs HeKoTopasi MHPUNLTPaLMS, PUCYHOK KOXM YCUITEH U Takke
MMEIOTC Menkue OenUrMeHTVPOBaHHbIE MSATHA, MEHee spKUe,
4YeM Ha Koxe TyrnowLLa. Bornockl 1 HOrTW He N3MEHEHBI.

B knuHM4eckom M BGMOXMMMYECKOM aHanm3ax KpoBu, obLiem
aHanm3e MO4M NaTororMYeckn 3Ha4YMMbIX OTKIIOHEHWUIA HE BbISIB-
neHo. [NaumeHT KOHCYNsTYpPOBaH TepanesToM 1 HEBPOMATONOroM,
KaKoM-nnbo CoMaTU4eckon NaTornorMn BbiIBIIEHO He Obino. Ha
OCHOBaHUM aHHbIX aHaMHe3a, KMMHUYECKOW KapTuHbI 3abonesa-
HMS 6bIn nocTaeneH auarHos «Cetyaras IrMeHTHas aepmarona-
Tna Xaycca-Obepcra-JleHa».

B omnnuve oOT nUrMeHTHOM gepMaTtonat  CUHAPOM
L.E.O.PAR.D. xapakrepusyeTcs reHepanm3oBaHHbIMN paccesiH-
HbIMW JIEHTUTMHO3HBIMW BbICHIMAHUSIMW JKENTO-KOPUYHEBOIO UInn
MOYTU YEPHOTO LIBETA, PACMONOXEHHBIMM Ha (DOHE HOpMaribHON
KOXM, VMHOMOA CNMBAKOLWMMWCH, HO HE CETYaTon runepnurmeH-
Taumen. MNaTHa NosBNSIOTCS YXKe NpU POXKOEHUM UK B NeEpBble
rofibl XM3HN HE3ABMCUMO OT BO3AEVCTBUS COMHEYHBLIX Nyden (B
OTNIM4YME OT BECHYLLIEK) N COXpaHSAoTCs nocTtosiHHO. Kpome Toro,
TNEHTUMMHO3HbIE BbIChINAHWS HEPEOKO COYETAKTCS C U3MEHEHUS-
Mu SKI™ (oTKNoHeHue ocun cepaua, rmnepTpoduns 1 ap.), rmasHbiM
TMNepTenopu3MoM (LUMPOKO pacCTaBfEHHbIE [ras3a), CTEHO30M
NEroYHON apTepumn, aHoMarnven passuTys MomnoBbIX OPraHoB, 3a-
OEPXXKON pocTa 1 pasBUTUS,, HEMPOCEHCOPHON rryxoTown [4, 5, 6],
Yero y aHHOTO NaumeHTa He Habnoganocs.

Takum obpasom, npvBedeHHOe HabnogeHve WnncTpupyet
TPYOHOCTWM OMAarHOCTMKU CETYaToM MUIMEHTHOW Aepmaronatum
Xaycca-Obepcta-fleHa. OgHako TwaTtensHO COOpaHHbIN aHaM-
He3, XapakTepHasi KIMMHMYeckasi KapTvHa MO3BOMST CBOEBpe-

MEHHO ONarHoCTMUpOoBaTb 3Ty PEAKYHO NATOSIOMNI0 KOXW.
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