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Cunopom IIpadepa — Bunnu (CIIB) scmpeuaemcst y 00Hoeo u3 15-30 moic. HOBOPOHOEHHDIX U A6TITEMCS

camoti 4acmoti NPUMUHOL pazeumus cuHopomanvHoi gopmot oxcupernus. Hanuuue CIIB uacmo accoyuupyrom
He MOIbKO C MANENbIM OHUPeHUeM, HO U ¢ caxapHuim ouabemom (C) 2 muna.

ITockonvky CIIB si67155emcs CI0HHDIM Hetip0nosedeH1ecKUM COCMOSTHUEM, XAPaKmepusyouumcs suneppazuetl,
docmutb a0eK6amHoLl eIUKeMUL ¢ NOMOUsLI0 MPAOUUUOHHBLX Mem0006 nedenus y nayuenmos ¢ CIIB u C/]
Kpaiite cnoicHo. B nacmosuee 8pems nosensomcs coobueHus 00 ycneuHom Ucnonv308anuu y makux 60nvHvIx
CAXAPOCHUNAIOULUX NPENAPAOB8 HOB020 NOKOIEHUS — AZOHUCTIOB8 PeUenmopos enioKazoHono006Hozo nenmuoa I
U UHeUOUMOPO8 HAMPULL-2/II0KO3HO20 KompaHcnopmepa 2.
B cmamve npedcmasnen kauHuueckuti cny4ati, céudemenvcmayousuti 00 adexmusHocmu 0anaznugnoduna
6 docmudiceHuU UHOUBUOYATbHVIX Uere6blX 3HaueHuil enukemuu y nayuenma ¢ CIIB u CII 2 muna.

Kniouesvie cnosa: knunuueckuti cnyuati, cunopom Ilpadepa — Bunnu, oxuperue, caxapruiii ouabem 2 muna,
UHUOUMOPbL HAMPULL-2/II0K03HO20 KOMPAHcnopmepa 2
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BBepeHune

Cunpgpowm Ilpagepa — Bunnn (CIIB) - reHeTnueckoe
MY/IBTUCUCTEMHOE 3ab0/eBaHe, BOSHUKAIIEe B pe-
3y/IbTaTe HEJOCTATOYHONM 3KCIPECCUN OTLOBCKUX MM-
NIPUHTUHIOBBIX T€HOB Ha y4yacTke ql11-ql3 15-11 xpo-
MocoMbl. Ha cerogHAMHNI feHb YCTaHOBIEHO, 4TO
pasBuTue 3a60/meBaHMs CBSA3AHO C T€HOMHBIM UM-
OPUHTUHIOM U YHUIIApeHTalIbHON myucomuein [1-3].
Y 60% 60nbHbIX fedeKT 0OyCIOB/IEH OTI[OBCKOII He-
neuueint 15q11-ql3. MaTepuHCcKyI0 gucoMmIo Ha 15-ii
XpOMOCOMe 0OHAPY)XMBAIOT IPUMEPHO B 35% crrydaes.
B ocTanpHBIX CIy4Yasx MMeeT MeCTO AedeKT UMIIPUH-
TUHTOBOTO I[€HTPa, KOHTPOJIMPYIOLIET0 aKTUBHOCTD
UMIPVHTUPOBAHHBIX T€HOB Ha 15-if XxpoMocoMe [4].
YacroTa BcTpeyaemocTtu CIIB cocraBnseT oguH pe-
6enox Ha 15-30 Thic. HOBOpOXeHHBIX. Ha ceroa-
HAIIHUN JeHb B MUP€ HaCUUThIBaeTcs 0Komo 400 ThIc.
MMALMeHTOB C JaHHOM mmaTojaoruei [5-7].

BrepBbie 3a60eBaHMe OBIIO ONMMCAHO IIBeEHIApC-
kumu nepuarpamu A. Prader u H. Willi B 1956 .

M XapaKTepyu3oBanoch AUCMOPQGHBIMU YepTaMu
nula, 3afep>KKoil MOTOPHOTO 1 pe4yeBOro pasBUTHUA,
KOTHUTMUBHBIMY HapYIIEHMAMU U HU3KOPOCIOCTHIO
[8]. Inst MajeHYeCKOTO BO3pacTa TUMMYHBI THIIO-
TOHMA U IIJIOX0€ COCaHMe, IPUBOJAIINE K OCTAHOBKE
pocta. C BospactoMm y nanuentos ¢ CIIB ormeuaroT-
Cs1 TaKMe KIMHUYeCKIe IPOsIBNeHN s, KaK HeCTabup-
HOCTb TEeMIIePaTypbl Te/a, BBICOKNUII 60/1eBOII OPOT
u runepcoMuus. Kpome toro, popmMupyrorcsa MHO-
JK€CTBEHHDbIE SH/IOKPMHHDbIE HapyIIeHNs, BKIYasd
KepUIUT TOPMOHA POCTa ¥ TUPEOTPOIHOTO TOPMO-
Ha, TUIIOTOHAJU3M, l[eHTPaTbHYI0 HaITOYeYHUKOBY IO
He0CTaTOYHOCTb. K IByM — ueThIpeM rofaM IJI0XO
alIeTUT B MJIaJieHYeCTBe CMeHseTCs runepdaruei,
NMpuUBOZsALLell K pasBUTHIO oXupeHus [7, 9]. Vimen-
HO OXXJpeHMe B OONBIIMHCTBE CTy4yaeB CTAHOBUTCS
MPUYIMHON BOSHUKHOBEHN S METAOOTMIECKUX OCTIOXK-
HEHUI U CHM>KeHUs KadecTBa Xm3Hu [10], a Takxke
3HaYMMBIM (aKTOPOM pUCKa PasBUTHUS CAXapHOTO
nuabera (CH) 2 Tuna [11].
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Hecmotpsa ma cxopctso mpusHakos CJI mpu CIIB
¢ npusHakamu CJI 2 Tuma, TOYHBI MeXaHU3M
ero passuTuA He ycraHoBmeH. CrefoBaTesnb-
HO, He CYILIeCTBYeT ONpefeNeHHOll CTpaTerum €ero
¢dapmakomorndyeckoro nedeHns. OgHako B 601b-
IMIMHCTBE C/Iy4aeB PeKOMEHAYIOT MeT(GOPMUH 1 aro-
HJUCTBI PeLleNITOPOB ITI0KaroHOMOA00HOro menTuya 1
(apI'TIII-1) [4, 12, 13].

JlonmomHNUTeNbHbIE TPYJHOCTU B YIIPaBAeHUM TTIMKe-
MMeN B JJAHHOW NONYNALMN CBA3BIBAIT C HaIUYU-
eM HapyLIeHUil MUIeBOro mnosefeHns [14]. B aTon
CBSA3Y NePCHeKTUBHBIMMI ONIUAMMI IPefiCTaBIAI0TCA
MHTUOGUTOPBI HATPUII-TTIOKO3HOTO KOTPaHCIOpPTe-
pa 2 (HIJIT-2), koTOpble CHMIKAIOT HE TOIBKO KOH-
LEHTPAMIO TTI0KO3bI B IJIa3Me, HO ¥ MacCy Tena 3a
CYeT YMeHbIIeHUs peabcopOIum ITIOKO3BI U3 KIIY-
604KOBOTO GUIBTPATa B IPOKCHMMAaIbHBIX IIOYEUHBIX
KaHaJblaX.

OpHMMU U3 HePBHIX, KTO co06mun 06 adpdextus-
HOCTM MCnonb3oBaHus nuruburopos HIJIT-2 B ka-
YecTBe [JONOMHUTEIBHOTO IIpenapara Ipy JedeHNn
CJl 2 tuna y B3pocnoro manpueHrta ¢ CIIB, 6pi1n
Y. Horikawa u coast. (2018 1.) [15].

Hu>xe MBI paccMOTPUM COOCTBEHHBII KIMHUYECKUIT
cnyyvain BemeHua nmanmeHTta ¢ CIIB, crpagaromero
CJIl 2 Tnma, KOTOpPOMY AJIA yIy4YLIeHUs ITUKeMude-
CKOTO KOHTPOJIS K MHCY/IMHY U MeTHOPMUHY OB Ha-
3HaYeH IpenapaTt u3 rpyunsl narunburopos HIJIT-2.

KnuHuuecknit cnyvai

IManuent K., 1989 r.p., umMeeT cnenymomuii guar-
Ho3: CIIB, C]] 2 tumna (1eneBoil ypOBEeHb ITUKU-
poBanuoro remornob6una (HbAlc) menee 7%, fua-
6erudeckas HemponudepaTuBHAsT PeTUHOMATUSI
o6oux rmnas, guabeTndeckas HeQppoOmaTHs, XPOHU-
yeckas 6onmesnp noyek Cl1A3, nnabernueckas ceH-
COMOTOpHasA NONMHepoNaTuA JUCTaAbHOTO TUIIA,
aJIMMEHTAaPHO-KOHCTUTYI[MOHA/IbHOE OXMPeHue
BTOpOII cTenmeHu (MHAekc maccel tena (MIMT) -
38,6 xr/M?), runeproHndYeckas 60Ne3Hb BTOPOIL
CTafiuy TpeThbero pucka (OXupeHue, TUCIUINUTE-
mus, CII), XxpoHudeckas cephedHasi HeJOCTATOY-
HOCTbD II€PBOIL CTEIIeHN NePBOro PYHKIMOHATBHO-
ro Kjacca.

/3 aHaMHe3a YCTaHOBJIEHO, 4TO GOJNBHON pORUI-
¢ oT 12-i1 6epeMeHHOCTH, MPOTEKaBLIeH C yrpo-
30i1 IpepbIBaHMUA B MepBOIl NMONOBMHE TeCTallUu,
C TECTO30M — BO BTOPOII IIONOBMHE recrauuu. Popp
TPeTbH, B CPOK. 3aKpUYaj Cpa3y, OljeHKa IO IIKaje
Armrap coctaBmia BoceMb-ieBiATh 6annoB. Bec npu
poxpaenuu — 3100 r, poct - 52 cM. HacnepcTBeHHOCTD
no CJI otsaromeHa - y 6abyuiky u IA4U MeT MeCTO
CJI 2 Tuma, y ZBOIOPONHOI CECTPHI 10 MaTEPUHCKO
nuaum — CJI 1 Tuma.

[Tepuox HOBOPOXXAEHHOCTH IPOTeKa 6e3 0Co6eHHO-
cTelt. Pe6eHOK HaXOnuUICA Ha TPYyJHOM BCKapMIMBa-
HUU [0 JeBATU MecsueB. [IpukopMm BBeny HaumHasg
¢ yeTBepTOro-usitoro Mecsues. Obpaman Ha cebs
BHUMAaH/e TOBBIIIEHHBIN aleTUT. B ofuH roy Bec
cocTaBnan 14 xr.

IHAOKPUHONOT WA

KNMHNUeCkaa npakTuKa

CorlacHO JaHHBIM MeJUILMHCKON aMOy/l1aToOpHON
KapThbl, peOeHOK Hayal CUJETb B IIeCTh MeCsALEB,
IIOILE/T B OJVH TOf} I€BATD MeCAILEB, CTPajas MbILIeY-
HOJ TMITIOTOHME.

B Bo3pacTe Tpex /€T ImepeHec 3aKPBITYI0 YepernHo-
MO3TOBYIO TPaBMY. DBIZT AMarHOCTMPOBAH CYOPOX-
HBIJI CUHJPOM, BpOXX/ieHHas rufponedanms.
HeTckuit cay pe6eHOK He mocelan. B gomkonbHOM
BO3pacTe POJCTBEHHMKM BIIepBble HAadyalM OTMEYaTh
PasHULY B YMCTBEHHOM U IMCUXMYECKOM Pa3BUTUU
Mexny nanyuenToM K. n cBepcTHUKaMu.

B nepBrIit K1acc pebeHOK IOlIeNl B BO3pacTe CeMM JIeT.
Ha ToT MOMeHT BpeMeHM ero Bec cocTaBnAan 40 Kr.
B cBsA3M ¢ TPYAHOCTDBIO B YCBOGHUM MaTepuasna, He-
yMeHMEeM CaMOCTOSATEbHO BBINONHATD 3afaHuA, OT-
CYTCTBUEM JIOTMYeCKOT0 MBIIIIEHNA OH ObIJI OCTaB-
7eH Ha IOBTOPHOE NPOXOXJEeHMe Kypca. YUuTenb
OTMeYasl Ma/lblif CIOBAPHBIN 3aIac, TPYAHOCTH C 4YTe-
HJEM U CIETOM, MEI/INTE/IbHOCTD, HEBHUMATENbHOCTD
U OBICTPYIO yTOM/IAEMOCTD.

B Bo3pacTe BOCbMM JIeT BIlepBble ObII TOCIUTATU3U-
pOBaH B 00JIaCTHYI0 ETCKYI0 KIMHUYECKYIO 60/b-
HULY SIKyTuUM ¢ OMarHosoM «runoTajgaMuUydecKuin
CHUHAPOM, HElIpOIHOKPUHHas dopMa, Lepebpab-
HBIIl CUHJpOM Ha pe3upayanbHoM ¢oHe». Torpma xe
BrepBble Obl1 3anopo3per CIIB, ogHako reHeruye-
CKO€ KOHCYNIbTMPOBaHMe He TpoBoAuaoch. ITokasare-
JIY TTIOKO3bI IIPY NIPOBEJeHN M IePOPATTBHOTO ITTI0KO-
30TOJIEPAHTHOT'O TeCTa HAXOAUINCh B pedepeHCHBIX
npepenax (PII). Tak, ypoBeHb I'TIOKO3bI HATOIAK CO-
CTaBnAn 3,4 MMOJIbB/JI, Yepe3 OJMH Jac MOC/Ie Harpys-
Kku — 5,0 MMOZIB/JI, 9epes ABa yaca IOC/Ie HarPY3KM —
3,5 MMOJB/IL.

B 1997 r. manueHTa nepeseny Ha MHAMBUJYa/NbHOE
obyuenue. ITo mporpaMme 1epBoro kaacca odyyancs
TpU TOfia.

B BospacTe meBATH NeT BIiepBble 00CIeOBANICSA B 9H-
TOKPMHOJOTMYECKOM OTHe/NeHUM, TOCIe BBINUCKA
13 KOTOPOTO OBIT MOCTAB/IEH Ha AMCIAHCEPHBIN y4eT
Y 9H/IOKPIMHOJIOTA C [JMAaTHO30M «OXXMPEeHMe, TUIIOTa-
MaMUYeCKUI CMHAPOM» U Y IICMXMATPA C IMATHO30M
«onmurodpeHms».

B 2000 r. B Bo3pacTe 11 neT 6bi1 HAIIpaB/IeH HA MegH-
KO-TIe[JaTOTM4eCKYI0 KOMMUCCHIO CO CTAeAYIOIINM HU-
arHO30M: JIeTKasA YMCTBEHHas OTCTa/IOCTb BCIIEACT-
Bli€ PAHHETO OPTaHMYECKOTO NMOPaXKE€HUA TOIOBHOTO
MO3Ta C TUIIOTaIaMU4eCKUM CMHIPOMOM, OXXMPEHME.
B nporokoie MeANKO-Ne[arorn4ecKoil KOMUCCUY OT-
MedYeHO HapylLIeH)e SMOIMOHAIbHO-BOJIEBOIL cepHl,
HM3Kas paboTocrnoco6HocTh. PekoMeHTOBaHO 00y ye-
HMMEe B TPEThEM KJIacCe CIENanbHOT0 KOPPEKI[MOHHO-
TO YYpeXJeHus TPeTbero TUMa.

B anBape 2003 r., KOrga nagueHTy MCIOMIHUIOCH
14 neT, 6BITO TTONMYyYeHO 3aKMI0UYeHNe KIMHNKO-3KC-
IepTHOJ KOMUCCUY: BPOXAEeHHas Tuppouedanus
C 3aJlepXKOJl IICMXOPEYEeBOTO Pa3BUTHUA, TUIIOTaIa-
MUYECKUIT CMHAPOM, HelIpOIHZOKprHHasA popma. Pe-
KOMEHJO0BAaHO MHAUBNAYaAbHOE OOy4eHMe Ha TOMY.
ITcnx03MOIMOHANIBHBIN CTATYC: B KOHTAKT BCTYIMAT
OXOTHO, MH(AHTHUIbHBIA. MBbILNeHe KOHKPETHOE,
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TyromnojsyxHoe. C4eTHbIE ONepalMy BHIIOTHA
B IIpefeax ThICAYY, TaMATb CHIDKEeHa, TabauLy yM-
HO>XeHUs He 3HaJ, 0/b30Bajcs Tabnuueit. IIpudanH-
HO-C/e/ICTBEHHbIE CBS3M CAMOCTOATEIbHO He ycTa-
HaBnuBas. B moBenennu 6bi1 HeypaBHOBemteH. Kyput.
IToBpilIeHHOE U TAaHKE, OXKMPEHNE TPETheil CTENEHN.
B mapre 2003 r. manueHT mpouren ob6caemoBaHme
B 00/1aCTHOII Je TCKOJ KIMHUIeCcKOil 6onbHuIle I. VIp-
KYTCKa, Te BIlepBble OB ycTaHOBNeH guarHos CIIB.
3aknoueHue otrheneHus maromopdomorunm Vp-
KYTCKOTO JMarHOCTUYECKOTO IeHTpa OT 3 ampens
2003 r.: KOMM4YEeCTBEHHOE ONpefieIeHe€ MUKCOIIJIO-
MU — KJIOHOB KJIETOK C Pas3IM4HON XpOMOCOMHOI
KOHCTUTYLMEN He BBIABIEHO. [JMarHOCTUKa MUKDO-
[eNelIOHHBIX CUHAPOMOB (6Monorndeckas TKaHb —
KpPOBb) IPOBOJMUIACH C MIOMOIIbI0 METOJOB XPOMO-
COMHOro aHanusa: kapuorun 46,XV,del(15)(q11.2).
HononmuutenbHo BoiaBnsanu CIIB. JInsa nccnemoBa-
HIUsI KapUOTUIIA B KYy/IbType muMponutos (6buonorn-
Yyeckas TKaHb — KPOBb) IPUMEHSIN METOJbI XPOMO-
COMHOTO aHanusa: Kapuotun 46,XY. XpoMocoMHOI
MIaTOJIOTUY He BhIABIEHO. 3aK/I0UeHle Bpada-TeHe-
tuka: CIIB.

Torpa >xe 6bIT MCCIETOBAH YITIeBOLHBI 0OMeH. Hapy-
HIEHWTT He 0OHAPYXKEHO.

PekoMeHJ0BaHbI [MeTa U JO3UPOBaHHbIe du3mde-
CKJle Harpysku, IpueM MetrdopMuHa B fose 500 mMr
IBa pasa B IeHb B TeUeHMe TPeX MecsAlleB.

C 2000 o 2007 r. manueHT eXXerogHO Habupan Bec.
Ero makcumanpHasg macca tena cocraBuna 120 xr.
Y nmanuenta K. Takxe ObI71 yCTaHOB/IEH IMAaTrHO3 «TU-
MOTOHAZM3M», TI0 ITOBOJY KOTOPOTO OH Ha perynsap-
HOJi 0CHOBe HaumHasA ¢ 2019 r. 1 1o HacrosALlee BpeM
MONIy4YaeT 3aMECTUTENbHYIO TePAlNI0 TECTOCTEPO-
HOM.

B BospacTe 18 neT BHepBble NpeAbABUT XKANO-
OBl Ha CHMOKEHNMe MAacChl Tejla, XXaXAy, HOMNYPUI.
bpil rocnuTanusupoBaH B 3HAOKPMHOIOIMYECKOE
orpenenne VIpkyrckoit oppena «3Hak ITouera» 06-
nmacTHOM KnnHn4eckoir 6onpauib (MOKB).

ITpu ob6cnemoBanuu yposeHb HbAlc cocTaBnsan
11,6%, oTMe4anuch TakXe KoaebGaHUA TIUKEMUU
ot 5,5 o 12,8 mmons/n. Ilpn nposefeHnu GyHK-
I[MIOHAJIbHON IPOOBI ¢ M30KaJTOPUIHBIM 3aBTPaKOM
ObL11 ontpesener yposenb C-nentupna — 4,96-6,05 (PII
0,03-1,46) Hr/m1.

IIpy BRIMMCKe M3 CTallMOHAapa YCTAaHOBJIEH JMAarHO3
«CIIB, C]] 2 Tuma cpegHeil CTeIeHN TAXECTH, cy6-
KoMreHcanus». Hasnauen metrdopmuH B fo3e 850 mr
IBa pasa B [leHb U IJIMMeNupuj B Jo3e 1 MT OfUH
pas B feHb. B aToT nepuop y nauumenta K. ormeda-
JIMCh 37IeMEeHThI aTPeccun, fellpecCuBHbIe COCTOAHUA
u 6ynumusa. KoHCyTbTHpPOBaH ICUXMATPOM: JIeTKas
YMCTBEHHAA OTCTA/IOCTh C SMOIIMOHA/IbHO-BOIEBBIMUI
HapyHIeHUAMMU.

C 2007 mo 2009 r. o3a MeTdopMMHa OblsIa yBennIeHa
¢ 1700 o 2000 mr/cyT, riuMenupupa — ¢ 1 go 4 mr/cyT.
HecmoTps Ha yBenmyeHue O3Bl CaXapOCHMKAl0-
X Ipelaparos, eaeBoll yposenb HbAlc He 65
pocTurHyT. Koppeknusa numeBoro MoBeJeHUHA

u ontuMusanuA GuU3NYeCKUX Harpy3oK He yBeHYa-
NVICh YCIIEXOM 13-32 OCHOBHOTO 3a00/IeBaHM .

B 2010 r. yposenb HbAlc cocraBnan 12,1%. Ios-
TOMYy Oblna MHMIMUpPOBaHA 6asuc-60MI0CHAas WH-
CYIMHOTEpANuUsA C INOCTENEHHON TUTpaLMel JO3bl
nucynuaa pgo 80 EJl/cyr. Ha done mobaBnenus
MHCYIMHa K MeTOPMMHY HabNIOfanoch Koie-
6aHMe IIMKeMKUY B TedeHMe CYTOK oT 5,9 mo 16,5
(13,2-10,7-8,6-16,5-6,1-10,8-5,9) MMONb/1 B 3aBU-
CUMOCTM OT KOJMYECTBAa M BUJA CbeleHHbIX yI/e-
BOJIOB. YpoBeHb C-menTupa HAaTOMAK COCTABIIAN
1,1 (PII 0,03-1,46) nNMOAb/N, COOTHOIIEHNE «aNlb-
OyMMH/KpeaTHHVH» B PasOBOJ NMOPLUY MOYM -
0,1 (PII menee 2,5) Mr/MMOJIb.

B 2012 r. ypoen» HbAlc cHmsunca po 10,7%, npu
3TOM J03a MHCY/INHA yBenu4maach go 124 EJl/cyT.
Bec nanumenTa goctur 120 xr, poct — 180 cm (VIMT -
37 Kr/m?).

B 2012 r. guarHoCcTHpOBaHa fuabeTndecKasi HEIpPo-
nudepaTuBHasg peTMHONATUs 000uX rnas, B 2013 r. -
muabeTudyeckas NMONVHENPONATHA, CEHCOMOTOPHAs
dbopma, IUCTANBHBIN THUIIL.

B 2014 r. Ha doHe MPOBOAMMOIL CaxapOCHIKAIIE
tepanuu yposeb HbAlc cocrasnan 11,5%.

C 2012 mo 2017 r. Bec manmeHTa yBenm4uics ¢ 120 go
135 xr (MIMT-41,7 xr/m?). B 2017 r. yposens HbAlc
cocrasnan 9,8%.

B 2017 r. guarHocTupoBaHa apTrepuaabHas TUIEP-
TeH3us (IIOBBILIEHNME apTepPUAIbHOIO JaBJIeHUA [0
180/100 MM pr. CT.), IO TOBOAY KOTOPOIt ObITa Ha3HA-
YeHa aHTUTHUIIepTeH3MBHAA TepaNusd, BKIYaBIIasg
AU3UHONPUI B fose 10 Mr, mHZanaMuj B fose 2,5 Mr
u 6ucompornon B fo3se 2,5 mr. Bce npenapars! npuHu-
MaJIuCh YTPOM.

B 2018 r. B cxemy nevenust CII 65171 fo6aBIeH mHrn6M-
top HIJIT-2 ganarnudnosus B fose 10 mr/cyt. OfHa-
KO MaljMeHT IpenapaT He IPUHMUMAIIL.

B 2019 r. UMT 6onpHOro cocrasun 40,6 xr/m?, Bec —
130 K1, OKpY>KHOCTD Tanuu — 125 cm. Yposens HbAlc
coxpaHaAnca BeicokuM - 10,3%. CyTouHas [j03a MH-
cynuHa Bapbuposanach ot 120 go 130 EJI. Tosa meT-
¢dopmuHa yBennunaach 5o 2500 Mr/cyT.

B 2021 r. mangueHT Hayay 3aHUMATbHCA CUTOBBIMU
YIpa>kHEeHUAMY B QU3KYIbTYPHOM 3ajie C IepUOLINY-
HOCTBIO TPU pa3a B Heflento. Bec cHu3uicsA He3Ha4n-
tenbHO — o 127 xr (MIMT - po 39,2 xr/m?). Ha ¢one
¢$MsndecKNX Harpysok cTanyu 6ecloKOMTb TUIO-
IJIMKeMMUYeCKIe COCTOHNUs 6e3 moTepu CO3HAHUA,
CO CHMJ)XEHVEM YPOBHA ITIOKO3bI O 2,8 MMOIb/I
1 9aCTOTOJ TpU-YeThIpe pa3a B MecCAll U3-3a HeJ0CTa-
TOYHOJI KOPPEKIMM PallOHa, B IEPBYI0 OYepesib €TO
yI7IeBOJJHOTO KOMIIOHEHTA.

ITo moBoAy mosAB/IeHNA 3MM30[,0B TUIIOTTUKEMUN
60/1pHOIL OBII TOCHUTAIN3UPOBAH B OT/E/IEHNE IH-
nokpuHonoruu VMIOKbB. Ha TOT MOMEHT BpeMeHH
ypoBenb HbAlc coctaBnsan 7,4%, rIMKeMUdeCKILi
npodunp - 9,24-8,71-18,23-10,20-1,04 Mmmons/m.
Ha ocHoBaHNMM JaHHBIX aMOy/IaTOpPHON KapThl 3a-
PerucTpUpOBAHO IOBBINICHME albOYMUHYPUN [0
86,7 (PII menee 2,0) mr/t. B cTarimonape cooTHOLIeHNE
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«anbOYMMH/KpeaTMHUH» B pa30BOJ IOPIVIY MOYY J10-
crurno 8,062 Mr/MMOb, YTO MpeBbIIIano pedepeHc-
Hble 3HaueHuA — MeHee 3 Mr/mMMonb. Kak ciepcTBue,
ObLI yCTAHOBJIEH IMArH03 «guabeTndeckas Hedpoma-
THUS, XpOHUYecKast 6ome3np mouexk C2A2».

[MarueHT IpoleN IOBTOPHOE MHANBIUAYa/IbHOE 00-
ydeHue B mKose guabera. Kpome Toro, 6pina npose-
lleHa KOppeKIIMA CaXapOCHM KAIoLleil Tepanuu — CHU-
JKeHa /1032 MHCY/IMHA ¥ HasHaueH fanarandao3uH
B 103e 10 Mr/cyT.

B 2022 r. 6071bHOIT CHOBA GBI TOCHUTANU3UPOBAH
B oTfienenue sHpokpunonoruu VMMIOKB. IIpu nmocry-
IJIeHUM OH OTMedYas, 4YTO MOc/e Ha3HaueHMA fHama-
rnudno3uHa yAanoch JOCTUYb LIeeBOIl ITTUKEMUMN,
ofHaKo Ha ¢oHe PM3NYECKOI HATPY3KM U IOTpell-
HOCTell B IUTAHUM JIeTKMEe TUIIOTTMKeMIIeCKIe COo-
CTOAHUA cOoXpaHAMuUCh. [lanmeHT He obpamancs 3a
MeJIMLIMHCKO TIOMOIIBI0 ¥ CAMOCTOATENBLHO He KOp-
PeKTHpOBaJ 03y MHCYIMHA. Bec manueHTa CHU3MICA
mo 120 xr, IMT - po 37 xr/mM?, OKpY>XHOCTb Ta/lIUN —
¢ 140 o 120 cm, yposenb HbAlc - o 7,2%, anpb6ymu-
Hypus — fo 56,8 (PII menee 30) mr/T.

DblIo IpUHATO pellleHNe O COKpalleHUM CYTOYHON
mospl mHCcynuHa fo 118 EJI. ITanuent K. cHoBa mpo-
IIeI MHAMBUAYAIbHOE 00yYeHNe B IKOTIe fuabera.

B ¢eBpase 2024 r. 607bHOI OIATH NOCTYNINI B OTie-
nenne saugokpunonoruu MOKB. Ilo ero cioBam, oH
HIPOJOKMU 3aHATHUA CIIOPTOM, HO He MOT B IIOJIHOM
Mepe KOHTPOIMPOBATh IpuUeM YIEBOIOB U BBefle-
HI€ COOTBETCTBYIOMIEN [03bl MHCY/NVHA, IO3TOMY
HepUORMYecKy (PUKCUPOBA eTKMe TUIOTTUKEMUN.
[Tpy omymeHny cnaboCcTu U CHUXKEHUU TEePEHOCHU-
MOCTH PU3MYECKUX HATPY3OK CPasy IPOBOAUT CAMO-
KOHTPOJIb TTMKeMUN, IPU HeOOXOAMMOCTY HPUHU-
Maj 6BICTPOyCBOsieMble YITIeBOALL. B IMOBcegHeBHOM
KU3HU X7MeOHBle eIMHUIBI He CYMTA, HeCMOTPS
Ha TO YTO HEOZHOKPATHO 00yYascs B IIKOJIe AuabeTa.
[Mepep Ts1xenoit pU3nIeCKON TPEHUPOBKOIL yIOTPeh-
JISITI TIO OFHOM-ABe XIeOHbIE e MHUIBL.

IIpn mocTynneHun Bec ManMeHTa COCTABAAN 125 KT
(MMT - 38,6 Kr/M?), OKPY>KHOCTb Tanuu — 124 cM, ru-
KeMudeckuit npodpuns — B 13.00 - 8,09 mmons/m,
B 18.00 - 6,01 mMonb/m1, B 21.00 — 7,10 mMmonb/m, B 01.00 -
6,3 MmMob/11, B 04.00 - 6,28 MMonb/11, ypoBeHb HbAlc -
7,0%. ITporpeccupoBaHus guabeTnyeCKIX OCIOXHEHW I
He BbIABIeHO. CKOpOCTb KIy604KOBOM PpuIbTpanun
cocraBnana 72 mn/mun/1,73m*. CyTodHas Ko3a MHCY-
nuHa 6b1a yMeHblneHa Ha 10 EJI. BormpHOI IpOfo/mKm
npueM MeTdopMuHa B fo3e 2500 Mr/cyT n ganarnud-
nosuHa B fose 10 Mr/cyt. Ha ¢poHe koppexumm Tepanumu
3aUKCUPOBAH CIIEAY IO ITMKEMIYeCKUIT TPOPUIIb:
7,2-4,4-5,3-8,0-5,7-7,0 MMO/Ib/1, TIpK 9TOM 6€3 TUIIO-
TTIMKEMMIL.

Takum ob6pasom, 6marogapst f06ABIEHUIO B CXEMY JIe-
yeHusa uHruburopa HIJIT-2 ganarnudnosuHa B Ie-
puop ¢ 2021 o 2024 r. BriepBble Yan0Ch SOCTUYD
cHuKeHus yposHsa HbAlc o 7%, cymmapHoit cy-
TOYHOI Ko3bl MHCynMHa ¢ 130 o 108 EJI, macchl Tena
¢ 140 go 125 KIr ¥ COOTBETCTBEHHO CTEIIEHU OXMpe-
HUA C TPETbeli 0 BTOPOIL.

IHAOKPUHONOT WA

KNMHNUeCkaa npakTuKa

06cyxaeHune

Cunppowm Ilpagepa — Bunnmu — cimoxHoe reHeTU-
yeckoe 3aboeBaHMe, KOTOPOe 3aTparupaeT 9HJO-
KPUHHYIO ¥ HEPBHYIO CUCTEMBI, OOMEH BelljeCTB
u nosegpeHue [16, 17]. Ha coBpemeHHOM 3Tale 1o-
CTaHOBKA [JaHHOTO [IMAaTHO3a JOCTATOYHO CJIOXHA.
B 6onpmnucTBe pa3Buthix crpad CIIB ycranas-
MMBaeTCA NPMMEPHO Ha BOCbMOI-[IeBATON Heflene
KU3HU. B OoCTanbHBIX CTpaHaX 3TO MPOUCXOLUT
B cpefHeM B Bo3pacTe 3,9 ropa [5]. OtnpaBHOI TOY-
Koit nna puddepeHMaTbHOIO AUATHOCTUYECKOTO
IOMCKa MOXET CAY>XUTb CUMIITOMOKOMIIJIEKC BS-
noro pebeHKa ¢ BBIPa>KEHHOI MBILIEYHOI TUIIOTO-
Huen [18].

B paccmarpuBaemom xnuHndeckoM cnydae CIIB 61
AMArHOCTUPOBaH yepe3 14 et mocie manudecranmnn,
BEpOSATHO, 13-32 HEJOCTYIHOCTY T€HeTUYeCKOro JC-
crnefoBanus. TeM He MeHee aHA/IM3 JAHHBIX aHAMHe3a
U KIVMHNYeCKUX IPOABIEHNUII TI03BOIAI 3alI0T03PUTD
CIIB eme B seTcKOM Bo3pacTe. Peub, B 9aCTHOCTH,
uger 06 OTCTaBaHUM B YMCTBEHHOM U IICUXVYECKOM
PasBUTUM HauMHAA C JOIIKONILHOTO BO3PacTa, O Ha-
pyLIeHUM NOBeleHYeCKUX peaKIUil, IOCTaHOBKe
AVarHo3a «yMCTBeHHasl OTCTAJOCTb JIETKON CTele-
Hi» B 11-meTHeM Bo3pacTe, GOPMUPOBAHUY M HPO-
IPeCCUpPOBAHNY C IEPBOTO TOfja )XU3HM OXXUPEHUS,
4TO COOTBETCTBOBAJIO MPU3HAKAM CMHIPOMAILHOTO
0KV PEHMNA.

Heo6xofuM0 OTMETUTD, YTO, COTTACHO COBPEMEH-
HBIM KJIMHUYECKUM peKOMeHZalMAM, IeTH, CTpaja-
I0IjMie OXKMpeHYeM C paHHero Bo3pacTa (Jo IATH JIeT
XM3HM) Ha QOHe BBIpa)XeHHOI monudaruu, nopie-
XKaT CKPMHMHTY Ha Ha/ln4ye MOHOTeHHBIX U CMHAPO-
ManbHBIX popm oxupenns [19].

Ha cerogHANmHMIT feHb pacCMaTPUBAETCA HECKOIIb-
KO MeXaHM3MOB pa3Butusa oxupenusa npu CIIB.
K rakoBBIM OTHOCATCA abeppalus IMIIOTaTaMIU-
YeCKUX IyTeil KOHTPOIA CHITOCTH, YTO MPUBOJSUT
k runepdarun [2, 20], HapyeHre BHIPabOTKY TOp-
MOHOB, PeryIMpYyoIINX alNeTUT U CBITOCTD, CHU-
JKeHJe pacxofia SHepIUM M3-3a TUIOTOHUY U W3-
MeHeHle MOBeJleHNA ¢ IIpU3HAKaMy pacCTpONCTBa
ayTuctudeckoro cmnexrtpa [9, 10]. B page uccnepo-
BaHMI OB OTMedeHBl 6Ojlee BBICOKIE KOHIIEHT-
pauuu rpenmHa y manuenros ¢ CIIB [16, 21, 22]
B OT/IMYYE OT JIUI] C OKMPEHMEM, Y KOTOPBIX, Ha060-
pOT, OTMe4anoCh CHMXKeHME YPOBHA JAHHOTO Top-
moHa. Tak, E.A. borosa o6cnemoBana 126 gereii
U IOJPOCTKOB, Y 60 u3 xoToprix umen mecro CIIB.
Y maumentoB ¢ CIIB B oTnuume nuir ¢ 3k30TeHHO-
KOHCTUTYLIMOHA/IBHBIM OXMpPeHMeM OblIn 06Hapy-
JKeHBI TUIepIeNTUHEeMNA U TUIepTpeINHeMI KaK
mpe-, TakK ¥ HOCTIpaHAuanbHo. Kpome Toro, 65110
BBIABIIEHO, U4TO y Bcex 6onpHbIX CIIB cTapmre 15 met
dopmupoBanmcey n36pITOUHAST Macca Tea U OXKMpe-
HKe, vy 23% - mopbugHoe [23].

B npepcTaBIeHHOM HaMy KIMHMYECKOM Cllydae y Ia-
IMeHTa C IepBOrO Tofa XM3HYU OTMevaJsiCsd MOBHI-
HMIEHHBI alllIeTUT ¥ IMpOrpeccupyoliee OXIpeHNe.
MaxcumanpHas Macca Tena 3a BeCb Iepuoj 60ne3Hu
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Y nauwenta ¢ CMB w CJ1 2 Tna Ha goxe
KOMOWHMPOBAHHOO NIEUeHUA NHCYMHOM,
MeTOOPMIUHOM 1 Aanarudno3nHoM B 103e
10 Mr/cyT ynanoch 0CTUYb CHUKEHWA

ypoBHA HbATC 10 7% n maccol Tena

Ha 10,7%. [pw 3T0M CyTOYHaA [103a MHCYNNHA
yMeHbLUNach Ha 22 E]l. 3Haummo nosbicunach
1 MOTUBALIUA NALIMEHTA K BBINOSTHEHNH
(QU3NYeCKIX YNPaXKHEHIA.

B TeyeHwe Tpex net npuema 3OQeKTUBHOCTb
Nanarmuno3uHa B OTHOLLEHNI KOHTPONA
[NVKEMUIA U BECA COXPAHANACD, N0O0UHbIe
NeliCTBIA Npenapata He GUKCUPOBANCE.

Bce 310 B COBOKYNMHOCTY NO3BONINO 00MErumTh
TeyeHie 3a0071eBaHNA 1, Kak CNeACTBIe,
YNYULLNTD KAUeCTBO XU3HM NaLneHTa

coctaBuia 140 KI, 4TO COOTBETCTBOBAIO MOpOUS-
HoMy oxupenuto (IMT - 41,7 xr/m?). IlonsiTkn
CHM3UTD BeC C IOMOIbI0O OTPAaHMYEHNUIT B MUTAHUU
U perynAapHBIX MHTEHCUBHBIX (PM3NUECKUX HATPY30K
He IIPUBE/INU K 3HAYMMOMY pe3y/IbTary.

YcraHoBneHo Takxe, 4To oT 10 mo 25% nui ¢ CIIB
ctpagator Cll 2 Tuma, KOTOpPBHIif, KaK IIpaBUJIO, pas-
BMBaeTcA BO B3pocnoM Bo3pacTe [11]. Tak, A. Yang
U COABT. IPOBEIN PETPOCHEKTUBHOE KOTOPTHOE JIC-
cnemoBaHue B oTHomeHun 211 manmentoB ¢ CIIB
B BO3pacTe OT fecATHu et u crapure (10,3-35,8 roga).
CII 2 Tuna 6bL1 BeisiBIEH ¥ 13,7% 6ONMBHBIX, CpefHMIT
BO3pacT ero MaHudecranuy IPUXORUICT Ha Iybep-
taTHbIi epuof (15,9 + 3,6 roga) [24]. AHanornyHbsle
pesynbraTel 6bi1yt nonydenst D. Fintini u coasT. [25].
Tak, HapyLIeHNs YITIeBOSHOT0 06MeHa GBI AMAaTrHO-
CTUPOBaHBI ¥ 24,4% nannueHTos, y 13,5% ns aux - CJJ
2 tuna. PacnpocTpaHeHHOCTh HapylLIEeHU yIIeBOJ-
HOTO 0OMeHa KoppenupoBana ¢ Bodpactom (p = 0,001)
u VIMT (p = 0,001). CornacHo faHHBIM, IIpeCTaBIEH-
HbIM A. Yang u COaBT., 3HAaYVMBbIM IPOTHOCTUYECKNM
¢dakropom passutusa CJI 2 Tuna y nanuenros ¢ CIIB
651710 TonbKO oxupenue (p = 0,001). IToporosoe 3Ha-
yerue VIMT pns nporHosmpoBanus GopMupoBaHus
CJ] 2 tTuna okasanoch 6omnee 28,49 xr/m? [24]. Ilapa-
NOKCa/lbHO, HO, HECMOTPs Ha TsXKelloe OXMpEeHMUe,
npu CIIB yacto HabnMIOHaeTCSI OTHOCUTENIbHAS TUIIO-
MHCY/IMHeMUs 6€3 0XK1/aeMOil MHCY/INHOPE3NCTEHT-
HoctHu [11]. CrefoBaTenbHo, nanueHTsl ¢ CIIB MoryT
HYXZaTbCA B Ha3HAYEHUY VMHCYIMHOTEPaIN.

B HameMm knnHu4YeckoMm crnydae Manudecranus ClI
2 tumna npousouna B 18 mer npu VUIMT 40,7 xr/m?,
U yKe 4epes3 TPU roja MalueHTy HoTpe6oBanach MH-
CYy/IMHOTEpanuA.

C ydYeToM HEKOHTpoONUpyeMoii rumepdarum u,
KaK CJIeJCTBUE, TAXKENIOr0 OXMPEeHNs yIpaBleHNe
rnukemueit y nanuentos ¢ CIIB npepncrasnser cepbes-
Hy1o pobmemy [14]. TpagnuoHHbIe METORBI TeYeHN S,
HasHavaeMble mpu CJI 2 Tua, 4acTo He IO3BOJIAIOT [[O-
CTUTATh a/IeKBATHOTO INIMKEMIYECKOTO KOHTPOJLS [26].
Tak, onmcaHbl KIMHMYECKME CTy4Yayl B OTHOUICHMU
6onpubix CIIB, ¢ feTcTBa cTpagatouux Cll 2 Tuma, Ko-
TOpPble HEOJHOKPATHO OCNNUTANN3MPOBANNUCh IO IIO0-
BOZY IJIOXO KOHTPONIMPYeMOI IMUMKEeMUH, HECMOTPS
Ha pas3/nnyHble cCXeMbl Tepannu [27, 28].

Y nanuenta K. ¢ Momenrta manudecranun CJI 2 Tuma
IepopanbHasg CaXapOCHMKaloljas Tepalusa U HO3bI
MHCY/IMHA HEOLHOKPAaTHO Koppuruposanuch. Kpome
TOTO, OH €XeTO/IHO IIPOXOAU/I NHUBUAYaTbHOE 006-
y4eHUe B IIKojIe fuabera, 3a MCKIOYEHNEM TIepuo-
Ia snuaeMuUy KopoHaBupycHoi naHdexnun. Hecmo-
TpsA Ha 9TO, IIMKEeMUYeCKNt TPOoGUIb U yPOBEHDb
HbAlc ocraBanuch cTabuabHO BBICOKMMM. 3HAUEHU S
IoCnegHero Bapbuposanuch ot 9,8 mo 11,5%, npo-
IPeccUpoOBaj0 OXKUPEHUe, CTalu (POpPMUPOBATHCA
nosgHue ocnoxxHenusa Cll - guabeTudeckas momu-
HeltpomaTus, guaberudeckas peTUMHOIATHUsA, fuabe-
TM4deckas HedpomaTus.

Heo6x01M0 OTMETHTD, 4TO B IIOC/IE/{HYE TObI OABM-
JVCh NPUHINIINATbHO HOBbIE I'PYIIIIBI CaXapOCHIKa-
IOLUX MpenaparoB, Takue Kak apITIII-1 u nuHrK6uUTO-
pot HIJIT-2. B psize pabot coo611anoch o mpuMeHeHnn
apI'IIII-1 mgna neyenmsa CJI 2 tuma npu CIIB. Tax,
E. Sani n coaBT. Ha3HaYa/MM ceMarmTyTHj B fo3e 1 MI/Hex
33-netHemy My>x4uHe ¢ CIIB, n10Xo KOHTponupyeMbIM
CI n tsxensiM oxxupeHueM [26]. ITocme 12 mecsiies
neyenus yposenb HbAlc y manmeHTa yMeHbBUINICS
¢ 11,1 mo 7,2%, macca tema - ¢ 99,5 mo 94,3 kr. Kpome
TOTO, 3aMeTHO CHU3VJ/IVCH XIMPOBasi Macca u MoTped-
HOCTb B MHCY/NMHe. VIHTepecHo, 4TO HaHHBIN MalMEeHT
paHee Monyyasa Tepanuio NUPArTyTUioM B COYETAHNUN
¢ MeT(hOPMIHOM ¥ MHCY/IMHOTEPAINell, HO CyIeCTBeH-
Horo a¢dekra BoLsiBIeHO He 6b110. N.B.H. Ng u coasr.
IIpoBe/y 0030p ZeCATY VCCIeNOBaHNIL, B KOTOPOM 060-
6wy npuMenenue apI'TIII-1 y 23 maunentos ¢ CIIB
B Bo3pacTe oT 13 o 37 nert, moay4yaBiux nubo sxce-
Hatug (n = 14), mu6o nmuparnytug (n = 9) ot 14 Hemensb
mo uyetbipex et [13]. Y 16 (70%) 13 HUX MMeN MeCTO
CJI 2 Tuna. B xofie aHann3a JaHHBIX YCTAHOBJIEHO, YTO
Y IecATH NMaIVeHTOB HabIIofanoch ymenbueHne IMT
B InamasoHe oT 1,5 5o 16,0 xr/m?, y 19 — cHu»KeHue ypoB-
Ha HbAlc B guamasone ot 0,3 1o 7,5%. B msatu uccie-
TOBAHMAX M3 HEeCATU TaKXKe OLIEHMBAIOCh COCTOSIHME
CBITOCTY ¥ anmeTuT. [lonydeHHbIe pe3ynbTaThl CBULE-
TENbCTBOBAY 00 YIy4IIeHNY YPOBHSA CHITOCTY Y MAIlN-
enTos ¢ CIIB npu neuenun apI'TITI-1.

B TO e BpeMs MMEIOTCS KIMHNYECKIe HAOMIofeH s
06 orcyrcTBum addexra npu npumeHenuu apl'TIII-1
B KOMOMHAIuu ¢ MeTGOpPMIHOM B JaHHOII IOMY/A-
uun. Tak, T. Candler u coaBT. mpefcTaBUIN faHHbIE
KInHIYecKoro Habmopenus nanuentku ¢ CIIB mpe-
my6epTaTHOTO BO3pacTa, y KOTOpoit B 12 et 65Ut fyar-
noctuposal C[I 2 runa [28]. Vicnons3oBauue metdop-
MIHa B KOMOMHALMY C Pa3HBIMM Pe>XMMaMM BBeTeHNU
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MHCYIMHA He YIY4IINIO KOHTPOIb IMuKeMun. B gan-
HOM c1y4ae Hea((PeKTUBHBIM 0Ka3aloCh ¥ COYeTaHuUe
apI'TIII-1 nuparnytuna ¢ MerdopmuHom. OfHAKO IpU
HasHaYeHNY KOMOMHALMU TUPATIYyTUAA U MHTUOUTO-
pa HIJIT-2 smnarnndrosuHa 6bL1u OTMedeHbI ObICTpast
HOpMa/n3anys YPOBHA T/IIOKO3bl B KPOBM, CHUKEHNE
yposHa HbAlc no neneBoro, a Tak>xe xopoulas Iepe-
HOCUMOCTD JIe4eHNsA. YKa3aHHbIe U3MEHEHNUA coXpa-
HAUCH IIO0CTIe IIeCTY MecAleB Tepanuu. AHaaoruy-
Hble pe3y/IbTaThl Obin onydens! J.B. Farinha u coasr.
y nanuenTku ¢ CIIB, mporpeccupyromum MOpOUTHBIM
oXXupeHneM u runepriaukemueii [29]. [Tpu fobaBnennn
K JIedeHMIo sMIarnndrosuHa B gose 12,5 Mr/cyT mo-
MUMO CHIDKeHUs ypoBHsa HbAlc moreps maccer Tema
cocraBuna 14 kr (10,3%) B TeuyeHMe IIECTU MeECALEB.
OnmncaH KIMHWYECKNI CTydail B OTHOUIEHN HMaI[MeH-
ta ¢ CIIB n CJI 2 Tuna, y KOTOpOTro Ha3HauyeHUe UHTU-
6utopa HIJIT-2 xanarnu¢nosnHa acCouumupoBanoch
He TOJIbKO C YIy4YlIeHNEeM ITMKEeMUYECKOI0 KOHTPOA
U CHIDKEHMeM Beca, HO U C pa3BUTIeM KeToHypun [14].
bbI10 BbICKa3aHO IIPEAIIONIOKEHNE, YTO ee IOABIeHNe
MOTJIO OBITH OOYCTIOB/ICHO YCHUIIEHVNEeM TUIINTHOTO 06-
MeHa, BbI3BAHHOTO KaHAaT/TN(IO3MHOM.

B mpepcraBleHHOM HaMu KIMHUYECKOM Habmofe-
Huy y nanuenTa ¢ CIIB u C]I 2 tuna Ha poHe KOM-
OMHMPOBAHHOIO JeYeHNA UHCYIUHOM, MeThOpMU-
HOM M Janarnugao3suHoM B fose 10 Mr/cyT ymamoch
LOCTNYb CHUKeHMA ypoBHA HbAlc mo 7% u Macch
Tena Ha 10,7%. IIpu 5TOM CyTO4YHas [03a MHCYIN-
Ha yMeHbIwIach Ha 22 EJl. 3HauMMO HMOBBICU/IACDH
Y MOTUBAaIVsA Nal[MeHTa K BBIIIOTHEHNIO PU3NIECKMUX
yIIpa>KHEeHUI.

Nwreparypa

KNMHNUeCkaa npakTuKa

B TeyeHme Tpex jeT npuemMa 3¢pQPeKTUBHOCTD fa-
marnngIo3nHa B OTHOIIEHU Y KOHTPOJISA TIMKEMUN
M Beca COXpaHsaach, IOOOYHbIE NeICTBUA IIpemna-
para He puxkcupoBanuch. Bce 3TO B COBOKYIIHO-
CTU IIO3BOJINJIO OOJIETYNTH TedeHue 3ab60meBaHm A
M, KaK CIeACTBME, YAYUIMNUTh Ka4eCTBO XUSHU
MaleHTa.

3aknioyeHue

IIpencTaBneHHBIN KIMHUYECKUI C/Tydail JeMOHCTPU-

pyeT ycneurHoe nmpyuMeHeHue uHruéuropos HIJIT-2,

B YacTHOCTH janarnudiosnua, nupu nedenun CJI

2 tuna y nanuenTtoB ¢ CIIB. Hamu ycranoBneHo, 4To

mamarnugro3nH obecrnednBa He TOMbKO IIMKeMUYe-

CKMIT KOHTPOJIb M CHVDKEHIE BeCa, HO U OCYILeCTBIS

Hedpponporekuuo. Tem He MeHee [/Is IOATBEPXKe-

Hus 9 PeKTUBHOCTY U 6€30IaCHOCTY MHTUOUTOPOB

HIJIT-2 y naymentos ¢ C[I 2 Tuna u CIIB Heob6xonu-
MBI Ja/IbHell e UCCTefOBaHUA. &

Dunancuposanue

Paboma nposedena bes npusnewenus

00NONHUMENbHO20 PUHAHCUPOBAHUS CO CHMOPOHDL

Mmpemvux auy,.

Kongnuxm unmepecos

Asmopot Oexnapupyrom omcymcmeue A6HbLX

U NOMEHUUATLHBLX KOHPIUKIMOB UHMePecos,

CBA3AHMBLX C COOePHAHUEM HACMOAUeTi CIMAmbl.

Coznacue nayuenma

Iayuenm noonucan 006posonvHoe

uHpopmMuposanHoe coenacue Ha nyoAUKAUUI0O

nepcoHAnbHOU MEOUUUHCKOTE UHPOpMAay UL

6 06e3nuueHHOl opme 8 MEOUUUHCKOM HYPHATe.

1. De Lind van Wijngaarden R.E, de Klerk L.W,, Festen D.A., Hokken-Koelega A.C. Scoliosis in Prader — Willi syndrome:
prevalence, effects of age, gender, body mass index, lean body mass and genotype. Arch. Dis. Child. 2008; 93 (12): 1012-1016.

2. Muscogiuri G., Formoso G., Pugliese G., et al. Prader - Willi syndrome: an uptodate on endocrine and metabolic
complications. Rev. Endocr. Metab. Disord. 2019; 20 (2): 239-250.

3. Onenes A.C., [Tapmaa H.B., Teiprosa JI.B., Haropras V.J. Pegkuit BapnanT cungpoma IIpagepa — By,
Marepuanst VI HalmoHambHOTO KOHIpecca ¢ MeX/YHApOGHBIM y4acTIieM «3[40pOoBble ieTH — OyAyliee CTpaHbl». 2022;

5 (Crenbimyck 2): 386-387.

4. Mahmoud R., Kimonis V., Butler M.G. Clinical trials in Prader - Willi syndrome: a review. Int. J. Mol. Sci. 2023; 24 (3): 2150.
5. Lionti T, Reid S.M., Rowell M.M. Prader - Willi syndrome in Victoria: mortality and causes of death. J. Paediatr. Child

Health. 2012; 48 (6): 506-511.

6. Menbuukosa VL.I0., Hlaittop B.M., Yuctaxosa B.IO., astrop .M. Cunnpom Ilpagepa — Bumnn. Jledenne

u npodunakTuka. 2022; 12 (3): 36-43.

7. OHIOKPMHOIOIMA: HAlMOHA/IbHOE PYKOBOACTBO / Iox pex. VI.V. Jenosa, I.A. MenbHUYEHKO. 2-€ U3[,., Iepepal. U oI

M.: TS9OTAP-Menna, 2024.

8. Kim S.J., Cho S.Y,, Jin D.K. Prader — Willi syndrome: an update on obesity and endocrine problems. Ann. Pediatr.

Endocrinol. Metab. 2021; 26 (4): 227-236.

9. Muscogiuri G., Barrea L., Faggiano F, et al. Obesity in Prader - Willi syndrome: physiopathological mechanisms, nutritional
and pharmacological approaches. J. Endocrinol. Invest. 2021; 44 (10): 2057-2070.
10. Khan M.J., Gerasimidis K., Edwards C.A., Shaikh M.G. Mechanisms of obesity in Prader — Willi syndrome. Pediatr. Obes.

2018; 13 (1): 3-13.

11. Crino A., Grugni G. Update on diabetes mellitus and glucose metabolism alterations in Prader — Willi syndrome. Curr. Diab.

Rep. 2020; 20 (2): 7.

12. Alves C., Franco R.R. Prader - Willi syndrome: endocrine manifestations and management. Arch. Endocrinol. Metab. 2020;

64 (3): 223-234.

IHAOKPUHONOT WA



20

HNYECKAA NPAKTIKA

13.

14.

15.

16.

17.

18.

19.

20.

21.

22.

23.

24.

25.

26.

27.

28.

29.

Ng N.B.H., Low Y.W.,, Rajgor D.D., et al. The effects of glucagon-like peptide (GLP)-1 receptor agonists on weight
and glycaemic control in Prader — Willi syndrome: a systematic review. Clin. Endocrinol. (Oxf). 2022; 96 (2):
144-154.

Xu X., Wang D., Pan H.,, et al. Ketonuria in an adult with Prader - Willi syndrome and diabetes mellitus: a case report.
Medicine (Baltimore). 2024; 103 (4): €37096.

Horikawa Y., Enya M., Komagata M.,, et al. Effectiveness of sodium-glucose cotransporter-2 inhibitor as an add-on drug
to GLP-1 receptor agonists for glycemic control of a patient with Prader — Willi syndrome: a case report. Diabetes Ther.
2018; 9 (1): 421-426.

Erhardt E., Molnér D. Prader - Willi syndrome: possibilities of weight gain prevention and treatment. Nutrients. 2022; 14
(9): 1950.

Sridhar S., Nazirudeen R., Ramasamy S., et al. Clinical profile and molecular genetic analysis of Prader - Willi syndrome:
a single center experience. Indian J. Endocrinol. Metab. 2022; 26 (4): 384-388.

Cabuenko O.A., ITonanckas H.A., ITonosckas K.B. Cunppom Ilpagepa — Bumnmn: TpyaHbIf DyTh K AMarnosy. Poccuiickmii
HefaTpyYecKuit xXypHa. 2022; 3 (1): 267.

ITerepxoBa B.A., Beanenkuna O.b., bonorosa H.B. u ap. Knuandeckne pexomenpaumu «Oxupenue y geteii». IIpobmembt
aHpgokpuHonorun. 2021; 67 (5): 67-83.

Butler M.G., Manzardo A.M., Forster J.L. Prader — Willi syndrome: clinical genetics and diagnostic aspects with treatment
approaches. Curr. Pediatr. Rev. 2016; 12 (2): 136-166.

Tauber M., Coupaye M., Diene G., et al. Prader — Willi syndrome: a model for understanding the ghrelin system.

J. Neuroendocrinol. 2019; 31 (7): e12728.

Mep6ax B.A., Vimenko H.A., Illep6ak H.M., Akcenoa T.A. Posb rpenuta B HOpMe ¥ IIaTONOTMM. MeIMIMHCKIIT BECTHUK
CesepHoro Kaskasa. 2023; 18 (4): 413-417.

Borosa E.A. KimHndeckue, reHeTYeCKe ¥ TOPMOHATBHO-MeTab0MNYeCKIie 0COOEHHOCTI OXKMPEHNUS [IPU CUHAPOME
ITpapepa — Buumn: aBToped. muc. ... KaHA. Mef. HayK. M., 2014.

Yang A., Kim J., Cho S.Y,, Jin D.K. Prevalence and risk factors for type 2 diabetes mellitus with Prader - Willi syndrome:

a single center experience. Orphanet J. Rare Dis. 2017; 12 (1): 146.

Fintini D., Grugni G., Bocchini S., et al. Genetic obesity study group of the Italian Society of Pediatric Endocrinology

and Diabetology (ISPED). Disorders of glucose metabolism in Prader — Willi syndrome: results of a multicenter Italian
cohort study. Nutr. Metab. Cardiovasc. Dis. 2016; 26 (9): 842-847.

Sani E., Prato G.D., Zenti M.G,, et al. Effects of semaglutide on glycemic control and weight loss in a patient with Prader -
Willi syndrome: a case report. Endocr. Metab. Immune Disord. Drug Targets. 2022; 22 (10): 1053-1057.

Hypanuesa I.C., Kproukosa K.1O., Anoxuna B.M. u gp. Knunndeckoe Hab/mogenue 3a mauyeHToM ¢ cuaapomom Ilpazmepa —
Bunu. Ilynbmononorus. 2023; 33 (2): 273-278.

Candler T., McGregor D., Narayan K., et al. Improvement in glycaemic parameters using SGLT-2 inhibitor and GLP-1
agonist in combination in an adolescent with diabetes mellitus and Prader - Willi syndrome: a case report. J. Pediatr.
Endocrinol. Metab. 2020; 33 (7): 951-955.

Farinha J.B., Weinert L.S., Costa L.P,, et al. Efficacy of empagliflozin for weight and glycemic control of a patient

with Prader - Willi syndrome, systemic lymphedema and extreme obesity: a case report. Int. J. Diabetes Dev. Ctries. 2022;
42 (4): 787-790.

Treatment of Type 2 Diabetes Mellitus in a Young Patient with Prader — Willi Syndrome
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Prader - Willi syndrome (SPV) occurs in one in 15-30 thousand newborns and is the most common cause

of the development of the syndrome of obesity. PWS is often associated with severe obesity and type 2 diabetes mellitus (DM).
Since SPV is a complex neurobehavioral condition characterized by hyperphagia, it is extremely difficult to achieve
adequate glycemia using traditional treatment methods in patients with SPV and DM.However, currently there are
reports of the successful use of a new generation of hypoglycemic drugs in such patients — inhibitors of glucagon-like
peptide 1 receptor agonists and inhibitors of sodium-glucose cotransporter 2.

The article presents a clinical case indicating the effectiveness of dapagliflozin in achieving individual glycemic
targets in a patient with SPV and type 2 diabetes.

Keywords: case report, Prader — Willi syndrome, fatness, type 2 diabetes mellitus, inhibitors of sodium-glucose
cotransporter 2
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