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Antiphospholipid syndrome is an autoimmune multisystem disease
characterized by the development of venous and (or) arterial thrombosis and (or)
obstetric pathology that occur against the background of hyperproduction of
antiphospholipid antibodies: to cardiolipin, lupus anticoagulant and cofacter proteins.
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Beeoenue. MODY mnipezacrapisieT co00il reTeporeHHyo rpyniy 3a00JeBaHui ¢
ayTOCOMHO-IOMHUHAHTHBIM ~ THUIIOM  HAacJelOBaHWsl, KOTOpbIE  OOYCJIOBIEHBI
MYTallMsIMH F€HOB, YYaCTBYIOIIUX B CHHTE3¢ H.CcCKpennn uucynuna [1, 2]. M3BecTHbI
B Hacrosiiee Bpems 14 moarumnos, koTopbie coeraBisitoT 1-2% Bcex cimyuaeB CJI.
Pacnipoctpanennocts 60se3HU Konebnetes B auamna3zone 21-45:1 000 000 cioyuaeB y
nereii [3, 4].

Ilenv uccneoosanu: neMOHCTpAlUst KIMHUYECKOTO CIIydas MOHOTE€HHOTO
caxapuoro aunabera MODY 2 y manpunka 13 ner.

Mamepuanvt u memoodwt. IlatiieHT, HAXOIMBIIWKUCS Ha OOCIEIOBAaHUM W
JEYCHWH B  DHJAOKPUHOJOTHYECKOM  OTACIICHWH, JaHHBIE  OOBEKTHBHOTO
UCCIICJIOBAHMS, TMapakIMHAYCCKUX METOJ0B HccienoBaHus. JlomoaHHTETHHO
UCIOJIb30BaHA MEJIMUMHCKAs JTOKyMEHTalus: KapTa pa3BuUTHs peOeHka (popma Ne
112/y), BBINUCHBIE BHUKPHU3bI PEIBITYIINX TOCTIUTATU3ALMM.

Pe3ynomamur  uccneoosanusa.  Manpuuk 13 jger  moctynuia B
SHIOKPUHOJOTHYCCKOE OTJEJICHUE Ha IUIAHOBOE OO0CIEeIOBaHUE W OMNpeeieHHUe
TAaKTHKU JadbHCHIIETO BEJICHUS B CBSI3U C TOBBINICHUEM YPOBHS TJIFOKO3BI KPOBH
Hatomak Jjo. 7,0 mMMonw/n. M3 aHamHe3a 3a0o0jeBaHMS: BIEPBBIC THIECPTIIMKEMHS
HATOMIAK BbIsiBIieHa B Bo3pacTte 10 et mpu ciaydallHOM HCCIIEIOBAaHUU, MPOBEIACHO
oOcaenoBanue, B xojae [II'TT BwisgBIEHO HapyllleHHWE TOJEPAHTHOCTH K Tiroko3e. Ha
MPOTSHKEHUN TOCIEAYIONUX 3-X JIET MOBBIIICHUS YPOBHS TIIIOKO3BI KPOBH HATOIIAK
Boime 7,0 MMOJIB/T HE oTMedasoch, mokasarenn HbDALC e mpesimanmm 6%. B 13 et
B CBSI3M C IMIOBBIINICHUEM TJIFOKO3Bl KPOBH HATOMAK 10 7,7/ MMOJB/I MalbuuK
TOCIIUTAIM3UPOBAH B DHIOKPUHOJIOTMYECKOE OTACNICHHWE s TPOBEACHHUS
oOclieoBaHusl U OMNpeJeNeHUs TaKTHKUA JalibHeiero JedeHus. B xoxe
WCCJICIOBAaHUS BBISIBJICHO: BBIPA0OTKA MHCYJIMHA U C-TICTITH A HE HapyIeHa (YpOBEHb
uncyauda 10,79 MkE/mi, c-nentunpa 2,24 ur/mi), ypoBenb HbALC 5,94%, npu
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npoBegennu [II'TT ypoBens ramkemuun Hatomak 5,88 mmons/n, yepe3 1 wac — 8,7
MMOJIB/JI, 4yepe3 2 daca — 7,74 mmoinb/n, Hadarta Tepanus metdopmmaom 1000
mr/cytku. HacneactBennslii anamue3 oTsiroiied no CJ[ 2 tuma: y MaMbl MaJIbuuKa,
0a0ymiku u mnpabalbymku 1o otuoBckod muHuu CJ 2 Tuma. PesynbTarhl
NapakJIMHUYECKUX METOOB MCCJIEAOBAHUS: TJI0OK03a KPOBU HaToIIaK 6,41 MMOJb/I,
HbAlc 6,4%, mpoBeaena mpoda cO CTaHAAPTHU3UPOBAHHBIM SKHIKHM 3aBTPAKOM:
HaTomak riatoko3a 6,41 mmonw/n, uncynun 10,1 MxME/mn, c-nenrrua 1,92 Hr/mi,
yepe3 30 MuHyT TirOKo3a 6,78 Mmonb/n, wHcynuH 86,4 MxkME/mi, c-mentum 5,9
Hr/MJ, yepe3 60 MuHyT TIrOKO3a 5,57 MMOJb/1, uHCyauH 46,7 MkME/mn, c-nenru
5,2 HI/MI1, 9TO CBUICTEIBCTBYET O HAPYIICHUU IITUKEMUN HATOINAK IMPH COXPaHCHUHN
CEeKpeIMH WHCYJIMHA W C-TIenTHaa. [ TMKeMudecknii mpoduib: HaToIak oT:5,7-6,9
MMOJIB/JT Tocie eapl 10 8,5 mMMonb/n. [IpoBeneHo reHeTuueckoe MCCheqoBaHue: B
reie GCK (NM 000162.5) B unTpoHe 3 TOMO3WTOTHBIM BapwaHT ¢.364.36C>A
(rs750519458). VYcraHoBiIeH auarHo3. MOHOTeHHas (opma caxapHOro amadera
MODY 2. VYuureiBasg, 4YTo B XO0jJ€ 00CIeq0BaHHs BBIABIEHA . KOMIICHCAIIUS
yTJIEBOAHOTO 0OMEHa, KaK MPaBmiIo, 3a00/IeBaHNE HE CKIIOHHO. K TIPOTPECCHPOBAHUIO
1 (GOPMHPOBAHUIO OCJIOKHCHHUM, MaJb4YMK HE HYKIACTCA B  MEIUKAMCHTO3HOM
Tepanuu.

Bv160oobi. OnucaHHBI KIMHUYECKHM Ciiy4yail IMOKa3bIBaeT, YTO B JIETCKOM
BO3pacTe BO3MOXKHO pa3BuThe He Toiabko CJ[ 1 Tuma, a reHeTuueckoe UCCIIeIOBaHUE
MO3BOJIAET MPABUIILHO YCTAHOBUTH JUATHO3 U OMPEACIUTH TAKTUKY JICUCHHS.
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MODY is a heterogeneous group of diseases with an autosomal dominant type
of inheritance, which are caused by mutations of genes involved in the synthesis and
secretion of insulin. Currently, 14 subtypes are known, which account for 1-2% of all
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cases of DM. The prevalence of the disease ranges from 21-45:1,000,000 cases in
children.

TPYIHASA TUATHOCTUKA PEBEHKA C CUHIAPOMOM

AJTAZAMU
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Beeoenue. Cunapom Anazamu MpENCTaBIsAET COOON ayTOCOMHO-PEIIECCUBHOE
3a00JIeBaHUE, XapaKTEPU3YIOIIEeCS BBHIPAKCHHOW 3aJePKKON POCTa; YMCTBEHHOM
OTCTAJIOCTHIO M OTJIMYUTEIHHBIMH YEPTaMHU JIMIA: MUKpole]annel, BICTYIIAIONINM
100M, TITyOOKO MOCaKEHHBIMH TJIa3aMH, IUIOCKOW M IIMPOKOH TepeHocHiei [1, 2].
Pacnpoctpanennocts 3a60neBanus menee 1 Ha 1000000 ciyqaes [3].

Ilenv uccneoosanusa: J[EMOHCTpAIUS PEIKOLO KIMHUYECKOTO CIydas
CHUHIpOMa AJla3aMu y JIEBOYKH 5 JIeT.

Mamepuansl u memoost. MenuIMHCKas JTOKYMEHTAIHUS: UCTOPHS Pa3BUTHS
pebenka (dhopma Ne 112/y), MeaquunHCKasi KapTa aMOyJIaTOPHOTO MaIlMEHTa I€TCKOTO
JMArHOCTUYECKOTO IIEHTPA, JIaHHbIE JTAOOPATOPHBIX W MHCTPYMEHTAIbHBIX METOIOB
UCCJIeIOBAHMUS.

Pezynomamut uccnedosanusn. Mama ¢ peOCHKOM 5 JieT 6 MecsieB o0paTHiIach
C ’kajo0aMu Ha OTCTABaHHUE B POCTE OT CBEPCTHHKOB. V3 aHamHe3a ku3HU: PeOCHOK
OT TepBOW OEpPEMEHHOCTH, MPOTEKABINEH HA ()OHE yrpo3bl MPEPHIBAHUS B TIEPBOU
MOJIOBUHE, pOJABI TeEpBbIe cpoudHble:. 0 TOoma oTMeyanoch HE3HAYUTEIHHOE
3aMo3/1aHie B OCBOCHHM HABBIKOB (DH3UYECKOTO Pa3BUTHS: CHUIUT C /-MH MECSAIICB,
non3aer ¢ 9-tu, XoauT ¢ 15 meesreB; oTMedaeTcsl 3aepKKa PEUEBOrO Pa3BUTHS B
dbopme paccTpoilcTBa OSKCHPECCUBHOM peun (MOTOpHAs ajanusi), MOTOPHOU
HEJIOBKOCTH. AHamHe3 3a0oJieBaHUs: OTCTaBaHHE B pPOCTE OT CBEPCTHUKOB
OTMEYaeTcsi C paHHETo BO3pacTa, K Bpady HE OOpamaiuch. 3a TMOCIEIHUN TOJ
pebeHOK B pocTew He - MpubaBWi, B CBSI3W C YeM OOpaTWINCh K Bpady.
HacnencrBennsprit anamues: poct MmaMbl 156 cM, pocT namnst 170 cm.

[Tpu o6bexTHBHOM ocMmoTpe: pocT 97,3 cMm, Bec 12,6 kr, pusznueckoe pa3BUTHE
CBEPXHM3KO® IO POCTY U BECy, AUCTapMOHUYHOE, 3a cueT nedunmra Beca 11%. SDS
pocta :2,73.. OT™MeuaeTcsi TUIEPTEIOPU3M, MOHTOJOHMIHBINA pa3pe3 ria3, dMHUKaHT,
3amaBiias. IEpeHoCuIla, MHUpOKui poT. [lpm wuccmegoBaHMM TOPMOHOB KPOBH
UCKITIOYCHBI DHIAOKPHH-3aBUCHUMBIE BapuaHThl HHU3KopociaocTu (MDP-1 75,8 ur/min,
TTE 3,33 MxME/Mn, oT4 85,8 amons/n, AT-TIIO 1,6 en/mi), mpu mpoBEACHHUH
PEHTICHOTPAaMMBI KHCTH KOCTHBIH BO3pPAacT COOTBETCTBYET MacmopTHoMy. Jls
UCKJIIOYEHHUS  CHUHIPOMANBbHOM  3aJep)KKU pocTa peOEHOK HampaBieH Ha
KOHCYJbTAIlMIO K  TEHETHKY, NPOBEJICHO  TEHETUYECKOE  HCCIICIOBAHHE
(MOJTHO3K30MHOE  CEKBEHUPOBAHHUE), OOHAPYKEHO KOMIIAyHJ Te€TepPO3UTrOTHOE
HOCHUTENbCTBO Bapuanta c¢.681 685 delGAA u ¢.855 dupA B reme LARP7,
aCCOLIMMPOBAHHOTO C cuHApoMoM Auazamu. [IpoBeneHa Baiujanus 4J€HOB CEMbH,
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