cases of DM. The prevalence of the disease ranges from 21-45:1,000,000 cases in
children.
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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,

169



BBISIBJIEHO TE€TEPO3UIOTHOE HOCUTEIBCTBO y MaTepu MW OTHA. YCTaHOBJIECH
KIuHU4Yeckuid guarto3: CuHapoM AnazamMu  (F€TEpPO3UTOTHOE  HOCHUTENIBCTBO
BapuanTa c.681 685 delGAA u ¢.855 dupA B renme LARP7). 3agepxkka pocta
CUHApOMasbHasA. benakoBo-3HepreTHyeckass HEJIOCTATOYHOCTh JIETKOM CTENEeHH.
PebGenky pekoMeHaoBaHa auera, Ooratasi O€JIKOM, pEIlIeHHE BOIPOca O Ha3HAYCHUU
3aMECTUTENIBHON Tepallud TOPMOHOM pPOCTa JJIsl YJIyYIIEHUS POCTOBOIO MPOTHO3A.
Jleuenue  cuHapoMa  Anazamu  He  paszpaboraHo. JleTaM  HpPOBOAMTCS
CUMITOMaTHYECKast Tepamnus, JedyeHue COITyTCTBYIOLIEH aToJIOr UM,
IICUXOJIOTMYECKasl U COLMaIbHasi peaOuIuTaIusl.

Boviéoowvr. OnucaHHbld  peAKU  KIMHUYECKUH  Cilydaid  [OKa3bIBAaeT
HEOOXOIMMOCTh MPOBEICHUS TUAarHOCTUYECKOTO TOMCKA MPUYNHBI HU3KOPOCIOCTH Y
NETe, MOJEKYISIPHO-TEHETUYECKOE MCCIIEJOBAHUE MO3BOJISAET YTOYHUTEITHOJIOTHIO
3aIEpKKU POCTA U ONPEAEIUTD JATbHEUIINN POTHO3.
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Alazami syndrome is an autosomal recessive disease characterized by
pronounced growth. retardation, mental retardation and distinctive facial features:
microcephaly, protruding forehead, deep-set eyes, flat and wide bridge of the nose.
The prevalence of the'disease is less than 1 in 1,000,000 cases.
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Beeoenue. CornacHo JaHHBIM  MHUPOBOM  CTaTUCTHKH, 3a00J€BaHUS
muroBuaHOM xene3bl (ILDK) Berpewarorces npaktuuecku y 30% HaceneHus MIaHEeTh
[1]. Teppuropus Pecny6iinku benapych ucropudecku siBisiercsi HomoeUIIMTHOM; B
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