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The article presents a clinical observation of patient with a rare genetic pathology — the full form of Wolfram syn-

drome.
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BBenenmue

DIDMOAD-cunapom (cuaapom Bonbdpama, ak-
pouuMm Diabetes Insipidus, Diabetes Mellitus, Optic
Atrophy, Deafness) — Tshxenoe mpereHepaTHBHOE Ha-
CJIEICTBEHHOE 3a00JIeBaHKE C Ay TOCOMHO-PELIECCUBHBIM
TUIIOM HAaCJIEZAOBaHUS U IPOrPECCUPYIOLIUM TEUEHUEM,
KOTOPOE BKJIIOYAET B ce0s 4 COCTaBIIAIOLINX: CaxapHbIH
muaber (C/), necaxapuerii guabder (H), arpoduro
3puTenbHbIX HepBOB (A3H) U ceHCOHeBpallbHYIO Tyro-
yxoctb (CHT).

3aboneBaHue BrepBble ObLIO omucaHo B 1938 1.
A.1x. Bonsdppamom. CornacHO JaHHBIM JTHTEPATyPHI,
pacnpoctpanenHoctb DIDMOAD-cunnpoma B Benu-
kooputanuu u CHIA cocrapmster 1 va 770 000 u 1 Ha
100 000 naceneHusi COOTBETCTBEHHO, a B EBpone —
1:500 000, mpu 3TOM Cpeau MalHeHTOB ¢ IuabeToM —
1:730. B Poccuu yacrora 3Toro 3adoseBaHus HEU3BECT-
Ha [1]. Panee DIDMOAD-cuHAPOM OTHOCHIIN K MUTO-
XOHJpHAIIbHBIM 3a0oneBanusM. B 1998 1. T.M. Strom
KapTUpOBall siiepHblil reH WFSI, KOTOpbIi pacmono-
*KeH Ha xpomocoMme 4p.16.1 u cocTouT U3 8§ 3K30HOB.
K Hacrosemy BpeMeHHU B HeM 00HapyKeHO yxe Ooiiee
170 mytauuii. [Ipogykrom sxcnipeccuu rena WFSI siB-
JseTcs TpaHCcMeMOpaHHbBIN ruApoOOHbII MTUKONIPO-
TeuH — BoJbppamMuH. OH BCTPOEH B MeMOpaHy 3HJI0-
MJ1a3MaTHYECKOTO PETUKYIyMa, MPelCcTaBlIiaeT coooi
TPAHCHOPTHBII OENOK U UTPAET POJIb B PETYISALIH BHYT-
PHUKJIETOYHOTO KaJIbIIIEBOTO OOMEHa B KJIETKaX IMOKe-
JyIOYHOU jKeJIe3bl U HEPBHOU CHCTEMBI [2].

Knunuueckas xapTuHa IaHHOTO MATOJOTHYEC-
KOTO COCTOSIHHSI MOXKET OBITh JOBOJIbHO Bapuabemb-
Ha. B wacTHOCTH, BblJelieHa «HEMOJHAas (Gopma»
DIDMOAD-cunapoma, XxapakTepHu3yroIascs TOJIbKO
COYeTaHHEM caxapHoro auabera u arpoduu 3pUTEIh-
HBIX HEPBOB, a TAKXKe «IOJHAA (opMay, BKIIOYAIOMIAs
B ce0s Bce 4 coctapisromux cunapoma [3]. Cuuraercs,
4yTO JUIs mocTaHoBKkU quarao3a DIDMOAD-cunapoma
HEOOXOJMMBIM U JJOCTAaTOYHBIM KIIMHUYECKUM KPUTEPH-
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€M SIBISIETCSl COYCTaHNEe HEayTOMMMYHHOTO MHCYJIHH-
3aBUCHMOTO CaxapHOTO Jauadera u aTpoQuu 3pUTEIIb-
HOTO HEpBa, Pa3BUBIIUXCS 10 TOCTHKEHHS MAIIEHTOM
16-nernero Bo3pacta. Yacto BCTpedaeMblii KOMITOHEHT
CUHJpOMa — TIOpaXeHue (aTOHUS) MOYECBBIICIUTEh-
Ho#i cuctemsl (MBC) —pa3BuBaeTcs, Kak MpaBwiio, B
OoJiee TO3HUE CPOKH OT Hadasia 3abosieBaHus (Tocie
20-30 51eT) 1 yTSOKEINISeT POTHO3 JITIS )KU3HU OOJBHOTO.
Bornee penxkumu MposIBICHASIMI CHHAPOMA BEICTYIAIOT
HEBPOJIOTHIECKHUE TPOSIBICHUS (CTBOJIOBAS aTaKCHS,
MHUOKJIOHAJIBHBIE CYIOPOTH, TSDKENbIE SMTU30ABI alTHOd,
crraboymue), ICUXIMUECKUE PacCTPOCTBA, N3MCHEHII
MOTOPHKH JKEITyIOTHO-KHUIIIEIHOTO TPAKTa.

[IporHo3 mpu TaHHOM 3a00JeBaHUN HEOIATrONPH-
SITHBIHN M3-32 Pa3BUTHA CIICMOTHI, TyTOYXOCTH, TTOpPaKe-
HUS TIOYEK M HEBPOJIOTHUCCKUX HapymieHui. CpemHss
MIPOIOIDKUTENEHOCTE KU3HU OOJBHEIX cocTapisier 30—
40 ner. [IpyurHAMH CMEPTH CTAHOBSITCS BIXaTCIIbHAS
HEJOCTAaTOYHOCTH B PE3YJIbTaTe MOBPEKICHHS JbIXa-
TENBFHOTO [EHTPA, ACIHPAIOHHAs THEBMOHUS, HEBPO-
JIOTWYECKHE OCIIOKHEHISI, HHPEKIHS, OCIOKHEHHS CO
croporsl MBC, cyunmy kKak CIIeICTBHE TSDKEINBIX TICH-
XMYeCcKHx pacctpoicts. Cunipom Bosbdpama BHeCeH B
ATHOJIOTHYECKYIO KIIaCCU(HUKALNIO caxapHOTO nuabera
B TPYHITY JPYTHX TEHETHICCKUX CHHIPOMOB, COUETAI0-
muxcs uaoraa ¢ CJ1 [4].

Knunuueckoe nabniooenue

Hayuenmra Ill., 24 nem, cenvckas scumenbHuyd,
Hepabomaowas, NOCMynUIa 8 IHOOKPUHOTO2UUECKOe
omoenenue I'BY3 «Obnacmuas kiuHuueckas OOIbHUYAY
(OKB) 2. Teepu 24 okmsabps 2014 . ¢ sxcanobamu na cy-
xocmb 80 pmy, sncadncoy (evinugaem 0o 10 1 scudxocmu
6 CYMKUL), yHaujeHHoe Modeucnyckamue; 6onu, oHemeHue
U CHUDICEHUE YYBCMBUMETbHOCMU 8 NANbYAX KOHEUHOC-
metl;, yxyouieHue 3peHus; CHUMNCeHUe Cyxa Ha oba yxa
(nonvb3yemcs Cyxo8biM annapamom), NOCIMOSIHHbLUL WyM
6 ywax, oowyro crabocms. Ilokazamenu enuxemuu He-
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yemotiuugwie (3,0-20,0 mM/n), cunoenuxemuu passusa-
tomces -2 paza 6 neoeiio.

Anamnes 3abonesanusn. llayuenmrxa 6 meuenue
18 nem cmpaoaem CJ] 1-20 muna, 3abonesanue deobio-
MUposano ¢ Kemoayuoomuieckol Komvl Hpu ypogHe
anoko3vl kposu 25 mmonv/n. C Hauana 3a001e6anus Ha
uncynunomepanuu (UT). C 10-nemnezo 6o3pacma om-
Meuaem cHudiceHue 3penus, ¢ 12 nem — npoepeccupyio-
wee yxyowenue cayxa na ooa yxa (CHT IV cmaouu).
Jleuunaco ambynamopHo u cmayuoHapHo y 0emcKozo
9HOOKpUHON02A, Nposoouacs koppexyus UT.

B 2008 2. 6orvnas énepsvie coCRUMATUIUPOBAHA 8
andoxkpunonocuieckoe omoenenue OKB, mozoa sice 6
AHAU3AX MOYU OMMEUEHO CHUJICeHUEe YOeIbHO20 8ecd
(1,004—1,010 2/n) u muxpoanvoymunypus (60 me/cym),
KOMOopble pacyeHusaliucy Kaxk ouabemuieckas He@po-
namusi 8 Cmaouu MUKpOAaIbOyMUHypull.

Iosmopuas cocnumanuzayus 6 2011 2. smom dua-
2HO3 He NoOMEepOUNd, a HU3KAs NIOMHOCMb MOYU OC-
manace 6e3 sHumanus. Yoce ¢ 2008 e. bvina ouacroc-
muposana ouabemuueckas nepugepuneckas CeHcomo-
mopHas noaunetiponamusi, a 8 2011 2. — kapouanrvras
aemonomuas netiponamus. Mzmenenus Ha 21a3HOM OHe
opmanbmMonozom pacyenusanuch Kak HetpoonmuKo-
namus. Hacmosiwyee yxyowenue ¢ meuenue 4—6 mec.,
K020a HapoCaa JHcancod, yHacmuiocs MOYeucnyckatue,
yxyowuncs annemum. Cxema UT npu cochumanuzayuu:
acnapm — 32 ed/cym, enapeun — 13 ed/cym.

Anammnes rncusnu. Mz nepenecennvix 3a60n1e6anuil
ommeyenvt OPBU. Axywepcko-eunexkonrozuueckuu
anamues: menses ¢ 16 nem, pezynsipHvie, bepemeH-
Hocmetl He Ovlio. Hacneocmeennocmu: y omya CI
2-20 muna. Co c108 cecmpbl, pooumenu He COCMOsIMm
8 OIU3KOPOOCmEenHbIX cesa3x. Mneanud demcemea, a ¢
18 nem — ycmanoesnena Il epynna uneanuoHocmu.

Oovexkmuenstii cmamyc. Cocmosiiue y0061emeo-
pumenvroe. UMT = 21,8 xe/m>. Kooicnvie nokpogul u
cauzucmeole 00010UKU OOBIYHOU OKPACKU, CYXOBAMMbI.
LJumoesuonas snceneza (LLPK) ne ysenuuena. 90/ 17 ¢
1 munymy. Jleexue 6e3 namonoeuu. Ilynvc 90/mun, pum-
muunwtil. AJ] 120/85 mm pm. cm. Touwt cepoya schvle,
pummuyHsle, wymos Hem. Kugom msexuil, 6e3001e3HeH-
Hotil. [leuens u cenesenxa e ysenuuenvl. Ilokonauueanue
1o nosacHuuHol obnacmu b6e3done3nenHoe ¢ obeux cmo-
pon. Ilynbcayus na apmepusix 2oneneti, Cmon coxpamena.

3akarouenue Heeponoza: duabemuieckas OUCMAb-
Has NOTUHeNPponamusi, CeHCOMOMOPHAs opma.

3aknwouenue okynucma: cyoampoghus 3pumenvHuix
Hep8os 0boux 2nas.

B ananuzax xposu: eunepxonecmepunemusi, HbAlc —
13,6%, konebanus enuxemuu (8.00—12.00—16.00-20.00)
npu nocmynienuu —12,2—12,6—13,4—14, 5mmonv/x,
npu evinucke na gone UT— 3,6—6,8—6,3—6,1 mmonv/n.
Ananuz mouu no 3uUMHUYKOMY NpuU ROCMYNJe-
nuu: nromuocmo 1,002—1,004 2/n ¢ npeobradanu-
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eM HOUHO020 Ouype3a Hao OHesHbIM. OCMONAPHOCID
mouu — 166 mMocmonwv/n, OCMONAPHOCIbL NAA3MbL —
297 mocmonv/n. Ha ¢pone neuenus oecmonpeccu-
Hom (0,2 me/cym): nIOMHOCHb MOYU YEEeTUUUIACH OO
1,009-1,024 2/n, 0bwuii ouypes ymenvuuncs (¢ 3950 oo
2500 mn), HounoU Ouypes He npesviuian OneeHou. Y3
LK, nouek, mouego2o nysvips, ceHumanuii. 6e3 namo-
noeuu. Y3U bprownoil nonocmu.: OUCKUHE3USL HCETUHO20
ny3uips. nekmponetpoMuozpapus HUICHUX KOHEUHOC-
melil: MOMOPHAS AKCOHONAMUSL NPABO20 MAN00EPY080O20
nepsa. Tecmor Hsunea (YCC-mecm u npoda c uzomem-
PUUECKOU HA2PY3KOTL) NOA0JCUMENbHbIE.

3akiroueHue

B JaHHOM KJIIMHHUYE€CKOM Ha6HIOI{eHI/II/I pa3BUTHUC
CJI ¢ nercTBa 63 BBIPAYKCHHBIX MUKPOAHTHONIATHIA U
MIOYTH OAHOBPEMEHHOE CHIDKEHHUE 3peHust (cyoaTpodust
3pUTENBHBIX HEPBOB 000X TJIa3), MOSIBICHUE JIBYCTO-
POHHEH HEHPOCEHCOPHON TYTOYXOCTH C MOCIIETYOIINM
MPUCOCTUHEHIEM HECaxapHOTo TuadeTa HeHTPaIbHOTO
reHe3a MO3BOJMIIO YCTAHOBUTh HAJIWYKE Y TAllMEHTKU
DIDMOAD-cunapoma, a UMEHHO, €ro MOJHY0 (op-
My — cuHApoM Bombsdpama.
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