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MUKPOLEOAJIMYECKAA OCTEOAUCIIJIACTUYECKAA NEPBUYHAA

KAPJIMKOBOCTDb Il TUNA CTUNEPTOHAAOTPOINMHbLIM TMMOroOHAAU3MOM
Y 16-JIETHEIo NALUMEHTA
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Mukpouedanuueckana octeogucnnactnyeckasa nepsmuyHasa kapnukosocTb Il Tuna (MOPDII) npepctaBnsaeT cobow ogHy 13
dopm npumopaManbHOro HaHU3Ma, KOTopasA XapakKTepu3yeTca 3KCTPEMAaNbHO HU3KUM POCTOM, MUKpouedanuer, cneum-
duryeckum GbeHOTMNOM, YENIOCTHO-NNLEBLIMY UCMOPOUAMK, CKENETHOW AMCnnasnen, HapyLeHAMUN yrneBogHoro obme-
Ha, HeMPOBaCKyNAPHbIMK aHOManMAMK. B faHHOM cTaTbe onucaH nauuneHT ¢ deHoTUNom cmHapomMa Cekkensd, MetoLuii
aHeBPU3Mbl NeBOV BHYTPEHHEN COHHOW apTepun C BHYTPMMO3rOBbIMY KPOBOU3NAHUAMYK, TPOMOOLIMTO3, apTepuasnbHyto
rMNepTeH3NIo U caxapHbi Anabet BCneacTBre NHCYMHOPE3UCTEHTHOCTH, NMOATBEPXKAEHHOW HU3KUM nHAeKkcom Matsuda.
Ha Tepanunn metdopmmnHOM yaanocb fOCTMYb LiefieBbiX MoKa3aTenel yrneBogHoro obmeHa. KnmHuueckoe cekBeHMpoBaHve
3K30Ma BbIABWIIO [iBa PeAKUX reTepOo3nroTHbIX BapuaHTa B reHe PCNT: ¢.6220C>T (p.GIn2074*) n c.4564-12T>A. ConocTas-
neHne pe3ynbTaToB MOJIEKYNAPHO-TeHeTUYECKOro nccneioBaHna U ¢eHoTuna naumneHTa No3Bonmno sepmdunumnpoBaTtb ava-
rHo3: MOPDII. TuneproHagoTPOMNHbIA TMNOroHagM3mM onrncaH Bnepsble NPy JaHHOM CUHAPOME.

KJTKOYEBbIE CJTIOBA: uHcynuHopesucmeHmHocme; caxapHeliti ouabem; MOPDII; PCNT; mymayus; 2uno2oHaousm.

MICROCEPHALIC OSTEODYSPLASTIC PRIMARY DWARFISM TYPE Il WITH
HYPERGONADOTROPIC HYPOGONADISM IN A 16-YEAR-OLD PATIENT
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Microcephalic osteodysplastic primary dwarfism type Il (MOPDI) is a form of primordial nanism characterized by extreme
short stature, microcephaly, specific phenotype, maxillofacial dysmorphisms, skeletal dysplasia, disorders of carbohydrate
metabolism, and neurovascular abnormalities. This article describes a patient with a Seckel syndrome phenotype present-
ing with left internal carotid artery aneurysms with intracerebral hemorrhages, thrombocytosis, arterial hypertension, and
diabetes mellitus due to insulin resistance confirmed by a low Matsuda index. Target carbohydrate metabolism values were
achieved on metformin therapy. Clinical exome sequencing revealed two rare heterozygous variants in the PCNT gene:
€.6220C>T (p.GIn2074%) and ¢.4564-12T>A. Comparison of the results of the molecular genetic study and the patient’s phe-
notype allowed us to verify the diagnosis of MOPDII. Hypergonadotropic hypogonadism was described for the first time in
this syndrome.

KEYWORDS: insulin resistance; diabetes mellitus; MOPDII; PCNT; mutation; hypogonadism.

Mukpouedanuueckas octeogncrniacTuyeckas nepsumy-
Has KapnukoBocTb Il Tuna (MOPDII) npeactasnseT cobon
ofHy 13 GOpM NPUMOPAMANBHOIO HaHM3Ma C ayTOCOM-
HO-peLecCUBHBIM TUMOM HacnefoBaHUs. 3aboneBaHune op-
¢dbaHHOe, NoNyNAUMOHHAA YacToTa He YCTaHOBJIEHA, OMMCAHO
okono 150 cnyyaes nogreepgeHHoro MOPDII [1].

Majewski F. et al (1982 r.) BnepBble onncanu nauneHToB
¢ MOPDII, peHOTMNNYECKN CXOXKUX C CUMHAPOMOM CeKKens,
HO MMelLWuX creunduryeckne N3MEHEHNA KOCTeN: Hemnpo-
NMOpLUMOHaNIbHO KOPOTKME KOHEYHOCTH, bpaxumesodanaH-

rvs, 6paxnmeTakapnus, V-obpasHoe paclumpeHne aucTanb-
HbIX MeTadn30B befpeHHbIX KOCTEN, BbICOKWN 1 Y3KWI Ta3,
3NUPMU3MONN3 NPOKCUMANbHBIX 3MM$U30B 6efpeHHbIX KO-
cTen n BapycHas fedpopmaLus TazobeapeHHOro cycrtasa [2].
Rauch A. et al (2008 r.) ony6nmkoBanu faHHble O reHeTuYe-
cknx mexaHmsmax MOPDII. Ten PCNT (21922.3) kogupyeT
CUHTe3 6efika NepuLIeHTPUHA, yyacTeyiolero B GopmMmmpo-
BaHUW BepeTeHa feneHus npu mmutose. MyTtauum, nprueoas-
Wwue K notepe GyHKUMM NEPULIEHTPYHA, BbI3bIBAIOT HapyLUe-
He nponudepaLmm KNeToK, YTO OOBACHAET YMEHbLUEHNE
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MX KONIMYeCTBa WM 3HauUTeNnbHOe 3ameaneHue pocta [3].
leHbl, Takne Kak CENPJ, CEP152, CEP63, NIN, Bbi3biBatoLme
cuHgpom Cekkens, TakxKe KOQUPYIOT LEHTPOCOMHbIN GENOK,
NPUHUMaLWUIA yyacTne B AeneHuun Knetok [4]. MMosTomy
3T [ABa 3a60neBaHNA NOX0XMN GEHOTUMNYECKU, HO NMEIT
pa3Hylo reHeTMYeCcKylo OCHOBY. DTO CXOACTBO 3aTPyAHSET
MOCTaHOBKY AMarHosa u obycnaBnmBaeT HeobXoauMOoCTb
NpPOoBeAEHUs MOJIEKYNAPHO-TEHETUYECKOrO MUCCIIefoBaHNA
(MI'W) ¢ uenbto ngeHtTudrkaumm mytauum B reHe PCNT. He-
cMOTpA Ha To, yTo MOPDII ABnAeTCA reHeTMYeckn OfHO-
poaHbIM 3a60neBaHNEM, MEIOTCA AAaHHbIE, YTO MEeCTOMOJIO-
XKeHre 1 TN MyTauuy CBA3aHbI C TAXECTbIO KIMHUYECKOro
¢deHotuna [5]. B Tabnuue 1 npeacTaBneHbl KIMHMYECKMe
cumnTombl MOPDII.

MaToreHeTMYECKNE MEXaHU3MDbI, fIeXaLlye B OCHOBE ApYy-
rmx GeHOTUMMYECKMX NPOSABNIEHNI, OCTAIOTCA HE A0 KOHUA
U3yyeHHbIMW. Viccnenya MoneKkynspHble NPUYMHbI MHCYNN-
Hope3ucteHTHocTn (MP) npyn MOPDII, BbIACHUAN, YTO TPaHC-
MOPT IOKO3bl O6bIN CHUXKEH HA 50% B KNeTKax C NofaB/IeHHON
3KCNpeccnen NepULEHTPYIHA, YTO NPUBOAMUT K HapyLUEHWIO
nponudepaLn KNeToK, agunoreHesy 1 HaKOMIEHUIO TPUT-
NMUEepuaoB B npeaaunoumnTax. BoisBUTb KOHKPETHbIE Npu-
UVHbI HAPYLLEHWA TPaHCNOPTa MIOKO3bl B KINETKY in Vitro He-
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BO3MOXHO; HEOOXOAUMbBI [OMOJIHUTENbHBIE UCCNeNOBaHNA
in vivo, KOTOpble NOMOryT NOHATL natoreHes VP npu MOPDII
1 pa3paboTaTb MaToreHeTMuyeckylo Tepanuio [6]. Lpyrue
KOMMOHEHTbI CMHAPOMA, TakMe Kak aHOManuu cocyfos, na-
TONOrUs MovYeK, TPOMOOLNTO3, HapyLIEHUs PENnpPORYKTUB-
HOW CUCTEMBI, O CKX MOP OCTATCA He 0O BACHEHHBIMM.

OMUCAHUE CNYYAA

MaumeHT 16 net 1 mecaua nocTynun skcTpeHHo B AMKL
BMT um. K.A. Payxdyca nepeBofom m3 ApYyroro crauuo-
Hapa B CBA3W C runeprankemuen 18-20 mmonb/n nocne
XUPYPrMyeckoro neyeHna MHOMKECTBEHHbIX BHYTPMMO3-
FOBbIX KPOBOU3NUAHUI (aHEBpM3Ma JIEBON BHYTPEHHEN
coHHon apTepun, JIBCA). OTmeyanca anu3on MNOBbILEHNA
Al no 160/80 mm pt.cT. [MayneHT OT NepBoON GepeMeHHO-
ctn (yrpo3a npepbiBaHMA Ha BCEM MPOTAXKEHWUN), podoB
Ha 33-1 Hepene nyTeM KecapeBa CeyeHusa C Maccom Tena
1040 r (SDS -2,19), annHown 33 cm (SDS -4,0) — manbiii gna
rectauynoHHoro Bo3pacta. C nepBbiX AHEN >KM3HU Monyyvan
TpaHcdy3umn SpUTPOLIMTAPHON MACChl B CBA3M C TAXKESOon
aHemyven, B 2 MecsAua onepupoBaH MO MOBOAY HEKPOTU-
3upyiowero sHTepokonuta. B 8 mecaues guarHocTnpoBaH

Ta6nuua 1. KnnHnyeckre cMMnToMbl MUKpoLedanmueckon octeoancnnacTmyeckomn neperyHomn kapnnkosoctu Il Tuna (Duker A.L. et al, 2021,

C U3SMEHEHUAMMN)

CumnTom YacroTta BcTpeuaemoctu, %

Mpe- n nocTHaTanbHaA 3agepxKa pocTa ~100
Mukpouedanua ~100
CkeneTHaa ancnnasusa ~100
3y6Hble aHOManun ~100
JlabopaTopHbie N3MeHeHus:

AHemusA ~75

TpombouunTos ~75

lMnepxonecrepnHemuns ~32
HellpoBackynAapHas natonorus:

AHeBpr3Mbl ~50

bonesHb Moyamoya ~50
CeppeuHo-cocyauncTas naTtonoruns:

ApTepuanbHasa runepTeH3ns ~43

Mopoku passutuaA cepaua (AMMMN/OAMMXIM/000) ~28

Nwemnueckan 6onesHb cepaua/MIM ~17

HapyLeHusa penpoayKTVBHOM CUCTEMbI:

Kpuntopxmsm/rmnocnagmsa ~44%/~8

MNMNP/CrMAy pesouek ~29%/~1
HapyweHus yrneBogHoro obmeHa:

WNHcynuHopesncTeHTHOCTH/Cl ~38
MNoyeyHas natonorua:

XpoHnuyeckasa 60ne3Hb noyek ~32

[lo6aBouHble NoYeyHble apTepun ~15

CTeHO03 noyeyHoOM apTepuin/aHeBpr3Ma ~4

Npumevanus: MMM — pedekT mexnpencepnHom neperopogku; AMMXI — pgedekt mexixenynoukosoii neperopogku; OO0 — oTKpbITOe OBafbHOe
okHO; UM — nHdapkT mmokapga; MNP — npexpaesBpemerHoe nonosoe pa3sutue; CMA — cMHAPOM NONNKNCTO3HbIX ANYHUKOB; C[] — caxapHbii fuaber.
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BPOXAEHHbIN NOpoK cepaua (BMC): nedpekT mexnpeacepa-
Hol neperopogku (OMIM, reMogMHaMUYECKN 3HAUYUMBINA,
HK I cT1.), cTeHO3 neroyHon apTtepun (J1A). B 4 roga npu Kate-
Tepu3sauuv 6eipeHHON apTepun (MOArOTOBKA K XMPYpruve-
ckomy neueruto BMNC) pa3suncs octpoili Tpom603 6eppeH-
HOW apTepuu crpasa. B 9 net 3akpbITbin Nepenom cpegHen
TpeTn npaBon H6eppeHHOW KOCTU CO cmelyeHuem. Habnto-
Janca y SHOOKPUHOMOra C AnarHo3om «cmHapom Cekkensa»
(MI'M He npoBoOANNM), @ TaKXe y HEBPOOra (rMnokcmyeckoe
nopaxeHne UHC, cMHApom pABuUraTefibHbIX HapyLUeHWN,
TeMnoBaa 3afeprKka NCUXOPEYEBOro pPa3BUTUA, MUKPOLLE-
danna), optoneda (nnockoBanbrycHas MOCTaHOBKA CTOM,
Kudo3s, crmbatesibHble KOHTPaAKTYypbl NOKTEBbIX CYCTaBOB,
YKOPOUEHMe NPaBOM KOHEYHOCTH), odTanbmosiora (Mmonus
cnabon cTeneHu, ABYCTOPOHHWIA XopuopeTuHuT). Hacnea-
CTBEHHbIN aHaMHe3 Hen3BEeCTEH.

B 16 net 1 mecau (puc. 1) poct— 97 cm (SDS -9,81), Bec —
15,05 kr, UMT — 16,0 kr/m? (SDS -2,37). [TogKoXXHO-K1poBas
KreTyaTka MCTOHYEHA, pacnpeaeneHa paBHomMepHo. Kndos,
cKonmos, 6oukoobpasHas rpyaHaa knetka. CrmbatenbHble
KOHTPaAKTYypbl JIOKTEBbIX CYCTaBOB. YKOpPOYeHMe npasBou
KOHeuHocTu. Mnocko-BanbrycHas gedopmauus CTOM, CUH-
paktmnma IV-V nanbues npason ctonbl, annasva lll nanbua
NeBOW CTOMbl. BblipaXeHHble MHOXKECTBEHHbIE YepernHo-nu-
ueBble ANCMOPPUI: YIOLLEHHBIV 3aTbINIOK, MUKpoLiedanus,
KNIOBOBUAHbIA HOC, MWKPOrHaTWA, AUCMAAa3uA U Henpa-

PucyHok 1. MauwneHT 16 net 1 Mecau ¢ MUKpouedanuyeckom
oCTeoANCNNIacTYECKO NePBUYHON KapnnkoBocTbio |l Tvna.
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BUJIbHOE PaCnosioKeHue 3y60B, HM3KO pPACMONIOKEHHbIE
YUWHble PaKOBMHbI, KOPOTKasA wWwupokaa wed. [NpusHaku
WP: yepHbIll rnnepkepaTos Liew, akCUAPHbIX obnacTtei,
«Be/IbBETOBAA» KOXKa. JucnurmeHTauma KoxXu: yepepytoT-
CA Y4aCTK/ FMMo- 1 runepnurmeHTaumm (NaTHa LBeTa Kode
C MOJIOKOM) HenpaBuiibHOW GOPMbI, Pa3fIMUHON BENYNHDI.
ALl 127/65 mm pT.cT. MblWweyHasa runotoHus. MNonosoe pas-
BuTHe no Tanner Pll, npaBas TeCTMKyna B NaxoBOM KaHarse,
HU3BOAWTCA B MOLLOHKY ~2-3 MJI, ieBasa TeCTMKyna B MO-
LIOHKE 1 MaxOBOM KaHasie He NanbnunpyeTcs, MoNoBOW UneH
5%1,3 CM, CUHEXUN KpalHen naoTu.

BbiABneHbl aHemus (remornobuH 69-116 r/n; Hop-
Ma 130-160), spuTponeHus (2,12-3,8x10'*/n; Hopma
4,00-5,10), TpombounTtos (711-371x10°%n; Hopma 150-400),
ancnnnugemua (Tpurnuuepugbl — 2,34 MMONb/N; HOpMa
0,42-1,67, JINBM — 0,81 mmonb/n; HOpMa =1), NOBbILIEH-
HbIN HbA1c (6,7%; Hopma <6,0%, ouarHoctmnuecknin ana CJi
>6,5%).

QOyHKUMA WWTOBMAHOM »Kene3bl WM HaAMoYeYHUKOB
He HapyuweHa (TTI — 1,16 MME/n; Hopma 0,4-4,0, cBT4 —
18,73 nmonb/n; Hopma 10-23, AKTI — 3,4 nmonb/n; Hopma
0-9,2, KopTn3on — 365,7 HmMonb/n; HopMa 83-580). MoBbI-
LUeHbl YPOBHM rOHaZoTPOMHbIX ropMmoHoB (OCI — 20,0 ME/n;
Hopma 1,53-15,4, JIl — 19,25 ME/n; Hopma 0,56-7,8) npu
jonybeptaTHOM — obuiero TectoctepoHa (3,43 Hmonb/n;
Hopma 3,64-18,91). Y3/ MOLIOHKM: NpaBoe ANYKO B HUXKHEN
TPeTV MaxOBOro KaHana, 3XOreHHOCTb OOblYHasA, CTPYKTYpa
Heo4HOPOAHaA, C TOYEYHBIMU TMNEPIXOreHHbIMU BKOYe-
HUAMUW, KOHTYpPbI YeTKUE, poBHble, 06bem — 0,8 cm’; npuga-
TOK IOCTOBEPHO He BU3yanu3unpyetcs. J/leBoe ANYKO B MasioM
Ta3sy Mpu BXOfe B MaXOBblll KaHaJ, 3XOreHHOCTb ObObluHas,
CTPYKTYypa HeogHOPOAHAA, C TOYEUHbIMM FMMeP3XOreHHbIMM
BK/IIOYEHUAMU, KOHTYPbI YETKUE, POBHbIe, 06bem: 1,3 cm?;
NpuaaToK JOCTOBEPHO He BM3yann3npyeTca. 3aKknoueHme:
06beM sinYeK 3HaUUTENIbHO YMEHbLUEH. Y3-KapTrHa TeCTUKY-
NAPHOro MUKPOJIMTUA3a C 06enx CTOpoH. [MneproHaaoTpo-
NMHEMUA y NauueHTa C KPUNTOPXM3MOM U YMEHbLUEHHbIM
06BbEMOM TECTUKYJT NMO3BONN 3aM0L03PUTb TMNEeProHaso-
TPONHbIN rmnoroHagnam. KoHueHtpauuna MOP-1211,6 Hr/mn,
(SDS -1,78 pna Bo3pacTa 1 nona).

Ha ocHoBaHUM XpOHUYECKON rneprankeMun n gruabe-
Tudeckoro HbA, anarHoctuposax CJl, noTpe6oBaBLImii MH-
cynuHotepanun (UT) BHYTPMBEHHO MUKPOCTPYNHO B [O3€
0,1-0,2 E[l/kr/yac c nocneayoLwmMm NepPeBOJOM Ha NMOAKOXK-
Hoe BBefeHne nHcynuua: Mmaprux 10 E nepeg cHom n Ac-
napt 5-7 E[l nepeg OCHOBHbIMK MpMemMamu NUWM C ganb-
HelLwen KoppeKkunen.

IvHamuKa rukemun Ha ¢GoOHe BHYTPUBEHHOIO W MOA-
KOXXHOrO BBeeHWA NHCYNNHA NpefcTaB/ieHa Ha puc. 2 n 3.

Kak BugHo u3 puc. 2, 3, T 6bina HeapdpeKTuBHA (OTMe-
Yyanacb cTonkaa runepravkemma 10-24 Mmornb/n) He3aBUCK-
MO OT MyTW BBeAEHMA Npenaparta U HECMOTPA Ha CYTOUYHYIO
no3y po 4 E[l/kr. YunTbiBas HeadpdpekTBHOCTD UT y navumeH-
Ta C KIMHUYeCKMM npusHakamu WP, nHcynuH 6bin oTMeHeH
M Ha «4ncTom» GOHe onpepesieH YPOBEeHb WHCYNMHA Ha-
Towak (70 mkEa/mn; Hopma 2,6-24,9) n B xoae 3-4acoBOro
NnepopanbHOro rNOKO30TONEPAHTHOIrO TecTa, pPaccynTaH
nHgekc Mastuda, kotopebiin coctasun 0,56 (Hopma >2,6). Ha-
3HaueH MeTGOPMUH B HauanbHoM fo3e 500 Mr/cyT ¢ nocse-
ayowen Tutpaumein go 2000 mr/cyT.

IvHamuka rnvkemmmn Ha ¢poHe Tepanuu MeTGOPMUHOM
npeacrasieHa Ha puc. 4.
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PucyHok 4. [lnHamuKa rmukemumn Ha ¢oHe Tepanvin METGOPMUHOM.
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Kak BngHo u3 puc. 4, Ha go3e metpopmurHa 500 mr/cyr,
OoTMeuanacb ymepeHHaa runepravkemma 9-12,2 mmonb/n.
Mpu yBennyeHum gosbl go 1000 mMr/cyT YpOBHU FIOKO3bI
CHU3UAXCB Ao 7,5-9 mmonb/n. Ha go3e 2000 mr/cyT yganocb
0OCTUYb LeNIeBON MUKeEMUN 5-7 mmonb/n.

Ha 3xo-KI nogTteepxaeH OMII B cpegHen Tpetn 5,3 MMm.
HaHHbix 3a cteHO3 J1A He nonyyeHo. Npu KT ronoBHOro mos-
ra C KOHTPACcTOM OMpefenaAlTCA MeLoTYaTble aHeBPM3MbI
anametpom 0,3 cm n 0,5 cm JIBCA.

B Bo3pacte 16 net 5 mecsueB Ha po3e metdopmu-
Ha 1000 Mr/cyT ypoOBeHb [JIOKO3bl KPOBM HaToOLaK
4,97 mmonb/n (ueneson 3,6-5,6), HbA1C 5,4% (ueneson
<6,5%), nHcynuH 8,65 MKEa/mn (Hopma 2,6-24,9). Coxpa-
HAeTcA runeproHagotponuHemua (OCI 32,8 ME/n; Hopma
1,53-15,4 JII 16,46 ME/n; Hopma 0,56-7,8) Npu CHUXEH-
HOM YpOBHe obLero TectoctepoHa (3,56 HMosb/N; HopMma
3,64-18,91), uTOo NoATBEPXAAET HannumMe rUneproHago-
TPOMHOrO rMMNOroHaan3ma.

YunTbiBasi xapakTepHblii GeHoTun, BKJYaA KparHe
TAXKENYI0 MEPBMYHYID HU3KOPOCIOCTb C MuKpouedanmen
W pgucnnasven ckeneta, npusHakm WP, aHeBpusmbl JIBCA,
TPOMOOUUTO3, apTepuanbHyto runepteHsmio (Al), 3anogo-
3peHa cMHApPoMarnbHasi Gopma NPUMOPANANBbHOIO HAaHN3Ma,
OTnnYHaA ot cuHpgpoma Cekkena (MOPDII?). KnuHnyeckoe
CceKkBeHMpoBaHue 3k3oma (TruSight One Sequencing Panel,
Illumina) No3BonMNoO BLIABWTL ABA PEAKNX reTEPO3UTOTHbIX
BapuaHTa reHa PCNT (TpaHckpunt NM_006031.6) B KOM-
nayHge: ¢.6220C>T (p.GIn2074*) n c.4564-12T>A. Mepsbin
M3 HUX pacleHmnBaeTcA cornacHo Kputepmam ACMG Kak Be-
POATHO MATOreHHbIN, BTOPOW, paHee He OMUCAHHbIN — Kak
BApPMWaHT C HEN3BECTHbIM KIMHUYECKM 3HAYEHNEM.

OBCYXXAEHUE

Y naumeHTa ¢ peHotunom cuHgpoma Cekkens oTMeuva-
NNCb HeMpoBacKynApHaa natonorusa (aHespusmbl JIBCA), CL1
Ha ¢oHe BbiparkeHHON WP, TpombounTos, Al. [daHHble Knu-
HUYecKue NPoABNEeHUA paHee ONMncaHbl APYrummn aBTopamm
Yy MauUMEeHTOB C FeHeTUYeCKN MOATBEPXKAEHHbIM CUHAPO-
mom MOPDII. Tak, HepoBacKynApHasa NaTonornsa oTimJyaeT
MOPDII ot gpyrux ¢popm CMHAPOMANbHON HU3KOPOCOCTH.
Duker A.L. et al (2021) Ha ocHOBaHUM aHanM3a MeaULIMHCKON
OOKyMeHTaumn 47 nauyueHToB BbiaBUIM Y 22 (47%) B BO3-
pacte 6 mecsaLeB—24 neT nporpeccupyollee 3abonesaHve
BHYTPEHHWX COHHbIX apTEPUI C CYy>KEHNEM NPOCBETa BMOTb
[0 nosiHon okknto3un (bonesHb Moyamoya), y 25 (53%) —
aHeBpU3Mbl FONIOBHOIO Mo3ra [7]. B onucaHHOM cnyyae y na-
LMeHTa BbIiB/IEHbI MELLOTYaTble aHEBPU3MbI AuameTpom 0,3
cMm 1 0,5 cm JIBCA, KoTopble NPUBENN K MHOMXECTBEHHbIM
BHYTPVMMO3rOBbIM KpPOBOU3NAHNAM, NOTPeboBaBLLUM XU-
pypruyeckoro neyeHusa. [JaHHbix 3a 6one3Hb Moyamoya
He NonyyeHo.

ALl y npepcTtaBneHHoro nauueHTa (127/65 mMm pT.CT.)
npes.bIwano 95 nepueHTunb gna pocta (106/66) [8], uto no-
3BOINIIO AMArHOCTMpPOBaTh Al, xapakTepHyto Ana CMHAPOMa
MOPDII, n Ha3HaunTb aHTUTMNEPTEH3UBHYIO Tepanuio. Vic-
cnepoBaTenu NpegnosaraloT Hanruume ceasm mexay Al npu
MOPDII n HenpoBacKynAPHON U/UNN PeHOBACKYNAPHO Na-
TONOrven, B3anmHo oTarowaowmnx gpyr apyra [7].

Y naumeHTa TrWMNeprivkemMulo BrepBble BbIABUIN
B 16 neT 1 MecALl Ha GOHe XMPYPruyecKoro neYeHnsa MHo-
XeCTBEHHbIX BHYTPUMO3roBbiX KpoBousnuaHun. OTCyT-
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KINUHUYECKII CINYYAN

cTBme 3dpdeKTa OT UHCYNIMHA U KIIMHWYECKEe SKBUBAJIEH-
Tol IP BbIHYygunu npepsatb UT 1, nocne nabopatopHoro
noaresepxaeHnsa UP (nHgekca Mastuda 0,56), HasHaunTb
MeTPOPMUH. JIuTepaTypHble faHHbIE YKa3blBAlOT Ha CBA3b
NP c MOPDII, xoTa reHe3 VP ocTaeTca HeaceH. Tak, Huang-
Doran | et al., (2011) cpegun 21 nauneHTa C reHeTUYECKN
noarsepxaeHHbim MOPDII y 18 (85%) BbiABUAW KAUHK-
yeckme n/vnu nabopatopHble npusHaku WP, y 10 (47%)
B Bo3pacTe 5-28 net — C[1. [pu 3TOM y 2 nauneHToB Knu-
HUueckne n/unv nabopaTtopHble Mapkepbl IP Bnepsble 06-
Hapy»eHbl Ha GOHe Tepanuum nNpenapaTaMmm PEKOMOMHAHT-
HOro ropMOHa POCTa, B CBA3UN C YEM X MPUMEHEHME NpKn
MOPDII He pekomeHpayeTcA [6].

Y npencTaBfeHHOro nauueHTa BbIsIBIEH TPOMOOLMTO3,
KOTOpbII, BEPOATHO, MPUCYTCTBOBAJ AABHO, YYNTbIBAA 3Mu-
301 OCTPOro Tpombo3a 6eipeHHON apTepun cnpaga Npu ee
KaTeTepu3aumn B Bo3pacTe 4 neT. ITo corfacyerca C nutepa-
TYPHBbIMM JaHHbIMK O CBSI3U TPOMOOLUTO3a Npy CUHAPOME
MOPDII 1 nogo6HbIMU OCIIOKHEHUAMN NMPU NHBA3MBHbIX Ma-
Hunynayusax [7]. Kpome Toro, ana MOPDII xapaktepHa runep-
xonectepnHeMusi [9], KOTOPOW y HALLEro MaLMeHTa He 6bino,
HO Hanuuue runepTpurnnuepugemmn n cHukeHuaA JIMNBIM cau-
LETEeNbCTBYET O ANCIUNUAEMUN KaK fOMONTHUTENIbHOM (aKTo-
pe pUCKa ieKOMMeHCcaLum COCYAUCTbIX 3aboneBaHMii.

B onucaHHom Hamu cnyyae MOPDII y naumeHTa
C KPUNTOPXM3MOM 1 fONYy6epTaTHbIMY pa3MmepamMm TECTUKYI
rMneproHafoTPoNMHEMUA YKa3sbliBana Ha Hanmume rmnepro-
HaJOTPOMHOro rmnoroHaamnsma. Mo nuTepaTypHbIM AAaHHbIM,
KPMNTOPXM3M BCTPEYAETCA NMOYTU Y MOSIOBUHBI NALMEHTOB,
OfHAKO CBeAeHUN 06 YPOBHAX rOHALOTPOMHBIX U MOMOBbIX
rOPMOHOB NP JAHHOM CUHAPOME He HalfeHo.

YunTtbiBaA KAMHUYECKME CUMMTOMbI, HE XapaKTepHble
ana cnHppoma Cekkens, y mauueHTa 6biia 3anofo3peHa
MOPDII. Ina yTOYHEHNA fMarHo3a NpoBefeHOo KanHu4e-
CKOe CEeKBEeHMpOBaHMe 3K30Ma, B pe3ysibTaTe KOTOPOro
BblABNIEHO ABa pefKuMx BapmnaHTta PCNT B reTepo3MroTHOM
COCTOAHMYK (KOMMNayHA-reTepo3nroTa): BEPOATHO NaTOreH-
HbI N MMEIOLWWNA HEN3BECTHOE KIIMHNYECKOe 3HayeHue
(VUS). ConocTaBneHue pesynbratoB MIMN ¢ peHoTunom
nauveHTa no3BonseT cumtatb AumarHos MOPDII nog-
TBEPXAEHHbIM.

3AKNIOYEHUE

Y nauuneHTa c couyeTaHuem deHoTmna cnHgpoma Cek-
Kena n HeMpoBaCKYNAPHbIX aHOManumn (aHeBpPU3Mbl COCY-
[lOB TOJIOBHOIO MO3ra), caxapHoro gvabeta BcriegcTBue
WUHCYJIMHOPE3NCTEHTHOCTN, TpombounTo3a, apTepuasb-
HOW rMNepTeH3NN MOJNEKYNAPHO-TeHEeTUYECKoe Uccneno-
BaHMe NOATBEPAUIIO ANarHo3 Mukpouedanmyeckom ocTe-
oavcnnacTuyeckom nepBmyHOM Kapnukosoctu Il Tuna
ngeHTuduKaumnelnn brannenbHon myTtauuu B reHe PCNT.
Tepanua meTpopMMHOM MO3BOJIAIA JOCTMYD LieJIEBbIX NO-
KasaTtenen yrneBofHoro obmeHa. OcobeHHOCTbIO nmpeg-
CTaBNEHHOrO Cjlyyaa CTajsio HannyvMe rmneproHagoTpon-
HOro rMNOroHagu3mMa, paHee He ONMCaHHOro NP JaHHOM
crHOpoMme.

AONOJIHUTENIbHAA UHOOPMALINA

UcTtouHukn ¢puHaHcmpoBaHusa. VccnefoBaHue BbIMOJIHEHO 3a cyeT
cpeacTs rpaHta PHO N2 24-45-00067.
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KOHGNUKT uHTepecoB. ABTOPbI [EKNapupYT OTCYTCTBME SABHbIX Tbl PaboTbl, NOAPa3yMeBAIOLLYI0 HAfNIeXallee N3yyeHne U peLleHne Bonpo-
1 MOTeHUUaNbHbIX KOHQIMKTOB MHTEPECOB, CBA3aHHbIX C COAepKaHuem COB, CBA3aHHbIX C TOYHOCTbIO UK [LOBPOCOBECTHOCTBIO JIIOOOI YacTy PaboTbI.
HaCTOALLEN CTaTbL. Cornacmue naumeHTa. llauveHT fobpoBonbHO nognucan uHbopmu-
YuacTue aBTOpOB. Bce aBTOpbl 0806pUnv GUHaNbHYIO BEPCUIO CTaTby Ne- poBaHHOE cornacue Ha My6auKauuio NepcoHasibHON MefULUHCKOW WH-

pen nybnvKaLveld, BbIpasuam cornacue HecT OTBETCTBEHHOCTb 3a BCe acnek-  popmauum.
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