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HacnenctBeHHBIC (OPMBI paxuTa SIBISIOTCS aKTyalbHOW MPOOJIEMOM, BO3HUKAIOIIEH HA CTHIKE
JeTCKON He(POJIOTHH, YHIOKPUHOJIOTHA ¥ MEIUIIMHCKOH TeHeTHKH. JTO 0OYyCIOBJICHO TEM, YTO
pa3iaudHbIe (JOPMBI paXUTa OTIIMYAOTCS BBIPAKCHHBIM KIMHUYCCKHM TOJMMOP(PU3MOM, B OCHOBE
KOTOPOTO, MO BCEW BEPOATHOCTH, JISKHUT T€HETHYECKas TeTepoTreHHOCTh. [lo maHHBIM mopTana
peaxux 3a0oJsieBaHU W Op(haHHBIX JIEKAPCTBEHHBIX CPEJICTB, PACIPOCTPAHEHHOCTh BUTaMHUH /-
3apucumoro paxura (BJ3P)I tuma cocraBiaser 1-5:10000 nHacenenusi, a pacupoCTpaHEHHOCTb
BUTamMuH J[-3aBucnmMoro paxura Il Tuna B nomymnsnnuu oCcTaeTcss HEU3BECTHOM.

Brnepseie B 1973r. Fraser mpencraBuil mepBble ONHMCAHUSA JAETEH C KIMHUYECKON KapTHHOU
TSDKEIIOTO paxuTa, HU3KUM YpOBHEM Kaublms, (ochopa B KPOBH U BBICOKOHW AKTHBHOCTBIO
nienouHoi (ocdaraspl, HOpMATU3AMUKA COCTOSIHHSI KOTOPBIX YAAJIOCh JOCTUYh MPU HA3HAYCHHUH
Haubosee akTUBHOM (opmbl BUTamMuHa D -kanbuurpuona. M3sectro, uro pazsutue BJI3P 1A Tuna
CBsi3aHO ¢ AedunuToM la-ruapokcuiasel B modkax B pesyibTate nedekra rena CYP27B1, uto
MPUBOJUT K HAPYLIEHUIO OKUCIICHUS KAJIbLIUNOJIA 10 KAIbIIUTPHOJIA.

B HEKOTOpBIX ciydasix HECBOEBPEMEHHOCTb JIMAarHOCTUKH, @ COOTBETCTBEHHO, OTCYTCTBHUE
aZieckBaTHOM Tepanuu, oOyClaBIMBAaeT IPOrPECCUPOBAaHUE 3a00JIEBaHUS C BBICOKUM PHCKOM
Pa3BUTHUSL TSDKENIBIX WHBAIUIM3UPYIONIUX OCJIOKHEHUM W BO3MOXXHBIM JICTAIIBHBIM HCXOJOM B
paHHEM JIETCKOM BO3pacTe.

B yHuBepcuTeTCKON KIMHUKE «AKcail» Ha CTAlMOHAPHOM JICYEHHWU HAXOJWIHCh 3 POJHBIE
CeCTphl U elle 1 manueHT ¢ XapakTepHbIMU cuMNToMaMu. ClielyeT cpa3y OTMETUTh, YTO POJIUTEIN
JIETei 3/I0pOBBI, Y POJCTBEHHUKOB MOJIOOHBIX 3a00JI€BaHUI HE BBISBIICHO, TPEHATAIbHBIN aHaMHE3
0e3 0c0OOEHHOCTEH.

W3 anamHe3a cectep, M3BECTHO, 4TO B Bo3pacte 1-1,5 mer neOroT 3aboJjieBaHUs TIPOSIBUIICS
CYIOPOXHBIM  CHUHAPOMOM, CIOHTaHHbIMM II€PEIOMaMH, SIBJICHUSMU THUIEPECTE3UU U
nedopManusaMu ckenera. /[eBouku He XOAWIIM, OTCTaBalIM B (M3MUECKOM pazBUTUU. B anammzax
HAOIOANIMCh 3HAYUTENbHAS TUMOKAIBIIMEMHUS,04€Hb BBICOKUN YpOBEHb IIEIOYHOU Gocdarasbl.
®ocdar-guader uckioueH. Ha oCHOBe KIMHUKO-Ta0OpaTOPHBIX AaHHBIX (0€3 TeHEeTHYEeCKOTO
MOATBEPXKIeHNsI) OblT BhICTaBieH auarHo3 BJI3P. B meuenuun: BbicOkMe m03b1 BUTamuHa /J13
(nepBonavansHo — 60000ME/cyt, B Hactosmiee Bpems-10000 ME/cyT) mox KOHTposieM ypOBHS
kampims, P un 25(0OH)/;. Ha ¢done mnpoBoaumoil Tepanuu OBLJIO OTMEYEHO KIMHHUKO-
naboparopHoe ymydnieHue. B HacTosmiee BpeMs [EBOYKH (U3WYECKU AaKTUBHBI, KOCTHbBIE
nedopMaliiy BeIPpaXeHbI TOJIBKO Y CTapIlel U3 cecrep.

Hpyroi namuent, manbuuk, 2015r.p. o6paTunuch Toibko BecHoi 2018r, panee HaOIIOAATUCH Y
HeBpoJjiora. B KIMHUKE Takke OTCTaBaHHe B (DM3MUECKOM pa3BUTHUU, CYAOPOTH, PEOECHOK
CaMOCTOSITENbHO HEe XOonui. B nedenun Ha BuTamuH /I3 KIMHUKO-Ia00OpATOPHOTO YIYYILIEHUS HE
ObUTO. 3aTeM Hayalu Tepanuio akTUBHOU (opmoil ButammuHa J| — kamprutpuosnom (PokanbTpon B
no3e 0,25-0,5Mmkr). B pesynbrare HauaTod Tepanuu OTMEYAEeTCs YTydlleHHEe B MCUXO0()U3NIeCKOM
pa3BUTHUH, HOpMalU3alusg Jab0paTOPHBIX MOKa3aTeneld. Pe3ynpTaT reHeTHYeCKOro UCCIIEOBAHUS
HEOJHO3HAYHbIN: BbIsIBJIEHA reTepo3urotHas B 8 sk30oHe reHa CYP27BI1, koropas sBisercs
naToreHHo. OfHaKo, MPUMEHUTEIBHO K JAHHOMY CIydaro (B CHIIY HEBBISIBICHUS 2 MyTallMd B
TeHE) ee CleAyeT PAclCHWBATh KaK BAapUAHT C HEOMPEJCICHHOW KIMHUYECKOW 3HAYUMOCTBIO H,
CJIeIOBATENIbHO, TPeOyeTCs albHEeUIITNI TeHETHYeCKUN TTOHCK.

JlanHble KIWHUYECKHE HAONIONEHUS JEMOHCTPUPYIOT HE TOJBKO TE€HETHYECKYI0 OCHOBY
3a00JIeBaHMsI, HO W TPYTHOCTH BEpH(PHUKAIIUU JUAarHo3a, onpeaeneHue koukperHoro tuma B3P, a,
CJIEIOBATEIILHO, M BBIOOP TAaKTUKH BEACHUS JTaHHOW KaTeropuu mManueHToB. Takue opdaHHBIC
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3a00J1€BaHNsI HECCOMHEHHO TPeOyIOT MYJIbTUANCIMIUIMHAPHOTO MOAX0a € yJyacTHEM Hedposoros,
HEBPOJIOTOB, TCHETUKOB.

Takum  00pa3oM, CIOXHOCTh JU(PPEPEeHIUATBHON  JHATHOCTHKH  Pa3lMYHbIX  (QOopM
3aKJIIOYAaeTCs HE TOJBKO B CXOJCTBE KIMHHUKO-Ta0OpaTOPHBIX JAHHBIX, HHU3KOM dYacToTe
BCTPEYAEMOCTH B TOMYJSIUH, HO W B OTCYTCTBUU MOJIEKYISPHO-TEHETHYECKHX METOJIOB
UCCIICIOBAaHNS B PYTHHHOM TNpakTHKE Bpada-mieanatpa u Hedposora. boiee Toro, reHernyeckas
Bepu(uKanus OUarHo3a TaKkKe HeoOXoauma Uil MPOBEACHUS  MEIMKO-TEHETHYECKOTO
KOHCYJITUPOBAHUS B BOTIPOCAX JAbHEHUIIETO IJIAHUPOBAHUS CEMBH.
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