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MaTtepuansl koHdepeHumm

AXOHOPOMNA3UA. KNMHUKA, AMATHOCTUKA, NEYEHUE
Boponnosa W.T. '*; Ilerpsiiikuna E.E.">?

'PITKB — ¢punuan @IrA0Y BO PHUMY um. H.H. I[Tupocosa Munsopasa
Poccuu, 2. Mocksa, Poccus

’I'BY3 «Moposoeckas demckas 20podckas Kiunudeckas bononuya JJ3My,
2. Mockea, Poccus

SOIAOY BO PHUMY um. H. 1. [Tupocosa Munszopaea Poccuu,

2. Mockea, Poccus

Axonnporazust Q 77.4 MKbB-10 — ckenetHas nucmiasus (HapyIieHHE
pocTa WM pa3BUTHA), peAKoe 3aboneBaHUE KOCTEH, Hambojee pacrpo-
cTpaHeHHas (opma XoHApoauciuiasuu. PacmpocTtpanenHocTs: 1:16670
— 1:27780 wvoBopoxmeHHbX (2008 1.)/1:15000-25000 (www.orphan.net).
[IpuumnHa: reTepo3UroTHas akTHUBUpPYIOIas MyTamus perentopa Qaxro-
pa pocrta ¢uodbpobractoB 3-ro tuma (FGFR3), rena, kogupytromero TpaHc-
MeMOpaHHBIA penenTop (O0eoK, KOTOPBIA 0XBAaThIBAET MEMOpaHy KJIETKH),
KOTOPBIH, TOMUMO JAPYTUX (QYHKIUH, UTPaeT BakKHYIO POJb B PEryJIsUU
JMHEWHOTO pocTa KocTel. JInarno3 cTaBUTCS Ha OCHOBAHMM XapaKTEPHBIX
KIIMHUYECKUX TIPOSBICHUHN M JaHHBIX PEHTTEHOJIOTHYECKUX UCCIeTOBAHMH.
[IpeHaTanpHBI AHMArHO3 MOXKET OBITH ONpENeNeH CIydyallHO BO BpeMs Te-
Kymiero npenarainsHoro Y3U B 3 TpumecTtpe 0epeMEHHOCTH; MOXKET OBITh
MOATBEPKACH C MMOMOIIBI0 AMHHUOIIEHTE3a MyTEM HaX0XKJASHUS YacCThIX MY-
tanuii B reie FGFR3. B cnenmnanu3upoBaHHbIX J1a00paTOpUsIX BO3MOXKHA
npeauMILTIaHTallMOHHass TeHeTtndeckas auarHoctuka (III[). Hacnemoma-
HU€: ayTOCOMHO-JJOMHHAHTHOE C TTOJIHOW TIeHEeTPAaHTHOCThI0. Ecim y onmHO-
IO POAMTEINS €CTh aXOHpOIUIa3usl, To cymecTByeT 50%-HbIi MmaHc nepena-
4y 3a00sieBaHUAM AeTIM, B 80% ciy4yaeB y nerei poauTeneil ¢ 0OBIYHBIM
poctoMm mpoucxoauT myTtamnus de novo. HocurensmMu 3aboneBaHus MOTYT
OBITH TOJBKO T'CTEPO3UTOTHBIE HOCHTEINHU, TOrJa KaK TOMO3UTOTHOE HOCHU-
TEJIbCTBO SIBIIIETCA CMEPTENBHON M B 3TOM CIydae PEKOMEHJOBaHA KOH-
CyNbTaIus TeHEeTHKa.

VY 0Oonee, uem 97% nanueHnToB BhiABiIseTcs mytauus p. G380R. Ilpu-
YUHOW axoHJpornaszun ssiusgercs myranus reHa FGFR3 ¢ npuoOperennem
(yHKUIMK U30BITOYHON AKTUBHOCTH, YTO MPUBOAMUT K HAPYIIEHUIO SHIOXOH-
JPUATBHOTO POCTA KOCTEH.
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[TorenuuanbHble MYJIBTUCUCTEMHBIC OCJOXHEHUS U (QYHKIMOHAJIb-
HbI€ MOCIEACTBUSA aXOHIPOIIJIAa3UM MOI'YT BOSHMKHYTh B JIFOOOM BO3pacre.
AXOHIPOIIIA3Hs MOKET BIHSTH Ha (U3NYECKOE, COLUAILHO-TICUX0JIOT Y-
ckoe U (QYHKIHOHAIHHOE COCTOSIHUE OOJIBHBIX. Y MAallMeHTOB MPOSBISIECTCS
Makponedanus u BHICTyNAIOMKE JOOHBIE OyTrpbl; TUIIOIUIA3Us CpeaHel ya-
CTH JINLIA B COYCTAHUH C aJICHOUAaMH U TUIIEPTPO(YUHM MUHIATIUH IPUBOIAT
K OOCTPYKTHMBHOMY aIlHO? CHA, KOTOPOE MOXKET OTPeO0BaTh aJeHOTOH3UII-
JIDKTOMHUHN I/I/I/IHI/I NPpUMCEHCHUSA TTOJIOXKHUTCIBbHOTO MOCTOAHHOTO JaBJICHUS B
neixatenbHbIX myTsaX (CPAP). ['unonnasust cpennel yacTu Tuna CYUTACTCS
MPUYUHON peueBOH 3a1€PIKKU Pa3BUTHUS, KOTOpas MPOSIBIASETCS MPUMEPHO y
20% peteil ¢ axoHApoIIa3uel, Tpedyercs jgoromnennyeckoe Jedenue. Boc-
HaJeHUuE CPEIHEro yXa SBIsSETCs paclpoCcTpaHEHHON NpoOIeMoil, U XpOHU-
YeCKOe BOCIAJICHUE CPEAHEro yxa npucyTcrByeT y 25% nereil ¢ axoHnpo-
mrazuei. 9To 00ycioBIeHO HEOOIBIION MpomopIuel yepena (MaleHbKUE
€BCTaxMeBbl TPyObI, MpsAMO Mmo3anu OapabaHHON MEPENOHKH, MalleHbKas
IJIOTKa ¥ OONbIIMe MUHIAJIUHBI U aJCHOUIbI) 1 MOXKET MPUBECTH K mpoodiie-
MaM CO CIIyXOM, B TOM YMCJIe KOHAYKTHBHOM TYyroyXocTH (IIpo0ieMbl cpel-
HETO yXa min 0apabaHHOUW MEPENMOHKH), KOTOpasi MPUCYTCTBYET MPUMEPHO
y 40% B3pOCIHBIX C aXOHIPOIIIa3UCi.

CKy4eHHOCTh 3y0OB SIBJISIETCSI PACTIPOCTPAHEHHBIM SIBJICHUEM, U yIaJICHUE
HEKOTOPBIX 3y0OB MOXKET OBbITh HEOOXOIWMBIM JIJIsi BBIPABHUBAHHS OCTallb-
HbIX. HeoOX0MuMo JeueHue YIIHbIX HHPEKITHH U CPEIHEr0 CEPO3HOTO OTHTA.
Crnenmyet Takxke HAOIIONATh 3@ BOSMOKHBIMU TIPOOJIEMAMU CO CITYXOM.

YacTo BcTpeuaercst pyAoNnosICHUYHBINA K03, onpenensercs B TpyIHOM
Bospacte. [IpuunHa — MexaHnvyeckue GakTopbl: 001Ias MbIIIeYHass TUIIOTO-
HUsl, KOTOpas M3-3a HEOOJIbIINX KOHEYHOCTEH, MaJICHbKON 1€ U O0NbIION
TOJIOBBI 3aMeJJIseT OOIIYyI0 MOTOPUKY (KpyHHBIE MOTOpPHBIE HABBIKH) IO
CPAaBHEHHMIO C IPYTMMH AeTbMH. BapycHbIe KOJIEHH — 3TO pU3NIEeCcKoe Hapy-
HICHUE, ISl KOTOPOTO XapaKTepeH HAPYKHbIE U3TUO0 TOJIEHU 10 OTHONICHHIO
K Oelpy, 4TO 4aCTO BCTPEUAETCs B IETCKOM Bo3pacTe. XUpypruueckas Kop-
PEKIIUS MOKET BBIPOBHSATH UCKPUBIICHHE HOT.

MHorue npyrue OCI0XKHEHHS BO3HUKAIOT, HAUWHAS C PAHHETO JETCTBA
W 3aKaH4YMBas 3pEJIbIM BO3PACTOM, TAKMM 00pa3oM, JUIsl BEJICHUS ITOTO 3a-
OoJieBaHUS BaXXHOE 3HAYCHHUE HMEET MHOTOTPO(IIHHBIN 1 3a01ar0BpeMeH-
HBIN yXO/I ¥ MEXIUCIHUILUITMHAPHBIN TOIX0 K 00CIeIOBAHHUIO U JICYCHUTO.
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Y OOJIBIIMHCTBA CYCTaBOB MOXKET OBITh CHIIEPIKCTEH3UA (ITOBBIIMIEHHAS
pPacTsHKUMOCTB). bpaxugakTuiins — yKOpOdYeHHE MaJIbIIEB 110 CPAaBHEHUIO C
IUJIMHOM ApYTruX JJIMHHBIX KOCTEH M APYrux yacteu tena. Pyku mupokue,
KopoTkue u ¢ hopmoil Tpe3ybua. Kommpeccusi CHHHHOTO MO3Ta Ha ypOB-
He 0OJIBIIIOrO 3aThUIOYHOTO OTBEPCTHUS MOXKHO BCTPETUTh B MIIAJCHUYECTBE
W paHHEM JIETCTBE: IIEHTPAJIbHOE allHOd BO CHE, 3aJepKKa B Pa3BUTHU U
MOSIBIIGHUIO CHMIITOMOB TOPAXKEHUs JJIWHHBIX MPOBOIHHUKOB (MBIIIEYHbIE
CIIa3Mbl U HEIIPOM3BOJbHBIC COKPAIICHUS MBIIIIL). JTa mpobdiaeMa, Kak mpa-
BHJIO, PEIIaeTcst caMa co00# ¢ pOCTOM, IOCJE TOT0, KaK OOJBIINOE 3aThII0Y-
HOE OTBEPCTHE YBEIUYUBACTCS, 10 CPABHECHHIO C Pa3MEPOM CIIMHHOI'O MO3-
ra. MoxxeTr BO3HHUKHYTh HEOOXOJUMOCTh B XHPYPTHYECKON TEKOMIIPECCUU
0OJIBIIIOTO 3aTBUIOYHOTO OTBEpCTHS y mereil. CiemyeT m30erarh AesATEIb-
HOCTH, KOTOpasl MPHUBOJIUT K PUCKY MOBPEKJCHUS KPAHHOICPBUKAIHHOTO
nepexona. CuTyamnus ¢ KOMIIpecCHel CTMHHOTO MO3Ta Ha YPOBHE OOJBINO-
ro 3aThUIOYHOTO OTBEPCTHS, KaK MPaBUJIO, CTAHOBHUTCS JIYUIIE C POCTOM,
CTEHO3 MO3BOHOYHOI'O KaHalla U COMPOBOXKIAIOIINE €T0 HEBPOJIOTHYCCKUE
pacctpoiicTBa (HampuMmep, HEBPOJIOTHYECKast TIepeMeKaroascss XpoMoTa)
CTaHOBSTCS 0OJiee YaCTBIMU B 3pPEJIOM BO3pacre, 0COOCHHO y OOJIBHBIX C
TPYAHOUBJIEUUMBIM KHPO30M. DTO OOBSCHIETCS OTHOCUTEIHbHBIM YMEHB-
IIEHWEM B pa3Mepe CIMHHOMO3TOBOTO KaHajia Mo CPAaBHEHHUIO C pa3MepoM
CIIMHHOTO MO3Ta W YCyryOisieTcsi 0)KHUPEHUEM, KOTOPOE TaKKe SIBISCTCS
pacrpocTpaH€HHON MPOOIEeMOi, a TakKe MPUBOAHUT K CEePIIeYHO-COCYIHU-
CTBIM OCJIOKHEHHSIM. MOXeT ObITh HEOOXOJMMa MOSICHUYHAS JIAMUHIKTO-
MUSI JJIs1 JICYCHUSI CTEHO3a TT03BOHOYHOTO KaHaja; TakKe He0OXOIUMO KOH-
TPOJUPOBATH BEC, YTOOBI M30€KATh ATHX OCIOKHCHUH.

CymectByer Takxe HeOOnbImoN puck ruaponedannu. Kpome puzome-
JIMWU — HEHNPOMOPHHUOHAJTIBHOCTU IJIWHBI NPOKCUMAJIbBHBIX OTACJIOB KOHCY-
HOCTEH, pEHTT€HOBCKHE CHUMKH CKEJIETa CBUAETEIBCTBYIOT O PacIpocTpa-
HEHHBIX MeTa(pU3apHBIX HapYLIEHUAX, CYKEHUU HHTEPIECAYHKYJISIPHOIO
paccTosIHUSI HUKHUX TMOSCHUYHBIX MO3BOHKOB M aHOMaJlbHOM Ta3e C He-
OOINBINION TJIOAIhI0 KPBUTHEB MOAB3IONTHON KOCTH U Y3KOH KPECTIIOBO-Ce-
JIAUIIHON BhIpe3Ke. POAbl y )KEHUIUHBI C TAKUM JUArHO30M JOJKHBI MPO-
XOJUTh C TIOMOIIBIO KECAapeBa CEUEHUs M3-3a MAJIOT0 pa3Mepa Tasa.

Pocrt B3pocnbix coctaBusier 131+5,6 cm (Myxunnbl) u 124+5,9 cm (keH-
IITAHBI).

Hecmotpst Ha Bce BhILIENEPEUNCICHHbBIE OCIOXXHEHUS, 10CTOBEPHO Ha-
OnromaeTcsl HE3HAYUTEJIbHOE YMEHbBIIEHHE IPOAODKUTEIBHOCTH JKU3HU
MO CpaBHEHHWIO ¢ OOLIMM HACEIEHUEM, YTO, BEPOSTHO, CBSI3aHO C cepied-
HO-COCYIMCTBIMHU 3a00JICBaHUSIMU, [IPU BBIPa)KEHHOM CHUKCHUH KaueCTBa
KU3HH. B neueHnn ucnonb3yercst MeXXIUCUUIIMHAPHBINA MOAXO: EeAuarp,
TPaBMaTOJIOT-OPTONE A, T'€HETUK, OTOPUHOJIAPHUTOJIOT, HEHPOXUPYPT, ACT-
CKHMM SHAOKPHUHOJIOT U APYTHE CHELUAIUCThl B 3aBUCUMOCTH OT HATOJOTHU-
YECKOTO CUMIITOMOKOMIIeKca. JJo HejaBHero BpeMeHHU ObLIO HIMPOKO pac-
NPOCTPAHEHO XUPYPrUUecKoe JeueHrne, MPUMEeHEeHe TOPMOHa pocTa — 6e3

s dexra.

B nacrosmiee Bpemsi MOABUIIOCH MAaTOT€HETHYECKOE JIeUeHUE, KOTOPOoe
ob6ecrnieunBaeTcsa ®ounom «Kpyr go0pay, cozmanueim o Ykasy [IpesuaeH-
ta P® B.B. I[lytuna Ne 16 ot 5 suBaps 2021 1., Giiaromapst Koropomy o0e-
CIIEYUBACTCS JOCTYMHOCTh IMATOT€HETHUYECKOTO JICYSHHUS NI TPOPUIBHBIX
MaIneHTOB.

MHH Bocoputuz (nekapctsennas popma: 0,4mr; 0,56mr; 1,2Mr) — ana-
nor Harpuityperndeckoro nentuna C-tuna (CNP) nmexapcTBeHHBIN npemna-
paT [ JICYEHHs] aXOHAPOIIa3uu. B HacTosAIee BpeMs He 3apeTHCTPUPOBAH
Ha teppuropuun Poccuiickoil deaepanuu, OJHAKO, Pa3pelleH K NPUMEHE-
Huto B EBpone u CIIA y nereit ¢ nnarno3oM AXOHAPOIIA3Us IPU HATUIUU
MOKAa3aHUI C LENbI0 YIydlleHUus OTUHAMHUKHU pocTta. s BBO3a M mpuMe-
HEHUS HE 3aperucTpUpOBaHHOTO Ha Tepputopuu Poccuiickoit denepannu
npenapara MHH Bocoputua ais npoBeieHus MaTOT€HETUYECKON Tepanuu
nalyeHTaM C JUarHo3oM axoHjporuia3usi. HazHaueHue mpemaparta Tpedy-
€T MPOBEJEHUs] MEXAUCHUINIMHAPHOTO KOHCHIMYMa C y4acTHEM CIelua-
TUCcTOB (henepanbHBIX MEIULIUHCKUX opraHu3auuii. Kpurtepun HazHaueHus
B HaCTOsIIee BpeMs: JETH CTapuie 2 JIeT ¢ MOATBEPKICHHBIM JTHATHO30M
AXOHAPOIIIA3Us, MOJEKYIAPHO-TEHETHYECKH MOATBEPKICHHBIN THATHO3 —
myTtanuu B reHe FGFR3; pentrenonornueckuii ycTaHOBIEHHBIH KOCTHBIN
Bo3pacT < 14 net y manpuukoB u < 13 net y nesouek. Bocoputua Hazna-
yaeTcs He paHee, 4YeM depe3 6 MecCAIEeB Moce CHATHUS anapaTa BHEIIHEH
(uKcanuu, UCIOJIb30BABLICTOCS AJIsl YIJIMHEHUS] HUJKHUX WM BEPXHHUX KO-
HEYHOCTEH (eciM TaKkoBOE JICUCHHE TPOBOIHIIOCH).

C 09.11.2021 r., cnenmanuctaMu PoCCHHUCKOM JETCKOM KIIMHHYECKOH
oonpaUIEl — Oumana PIAOY BO PHUMY wum. H.U. [luporoBa MuHn3-
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npaBa Poccuu — npoBoasTCs OYHO, 110 IPEICTABICHHBIM JOKYMEHTAM — OT-
cpoueHo u B pexume BuueokoHpepencsszu (BKC) koHcmnmmymMsl crenu-
amucTOB (eAepaNbHbIX MEAMLUHCKIX OPTaHM3alUi ¢ PEeIIEeHHEM BOIIpoca
BO3MOXHOCTH Ha3HAUYCHUs Npenapara ais netei ¢ axonaponnasueil. Ipen-
cTaBisieM JaHHbIe 3a ron (259 koHcminyMoB; HOsAO0pe 2022 — HOSOPH
2023 1.): 274 pebenka (ouHo — 17; TenemMenUUMHCKAss KOHCYIbTAIUS —
TMK: nepBuunbix — 134 moBTOpHBIX — 125). IlamueHTsl ¢ axoHApoOIIa-
3ueit, n=274 (neBouxku — 140; manpunuku — 134). JIpyrue nuarnossl, n=15
(neBoukn — 8; manpuuku — 7). Kpurepun nuarHOCTUKM aXOHIPOTLIA3WH:
JucnponopiuyoHaibHasi HU3KOPOCIOCTh, MOJIEKyIsIpHO-TeHeTHYeCcKas Be-
pudukanus (myranus B reie FGFR3): ¢.1138G>A: p.G380R, c.1138G>C:
p.G380R, c.1123G>T: p.G375C, c.1130T>G: p.L377R, c.835A>C:
p.S279C, ¢.473G>A: p.R158G, c.649A>T: p.S217C, c.1031C>G: p.S344C,
c.1037G>A: p.G346E, c.1043C>G: p.S348C, c.1181C>A: p.T394K.

08.06.2022 r. Buepsrie B Poccuu B PJIKB — dpununane ®IrAOY BO PHU-
MY um. H.W. ITuporosa Munsnpasa Poccun — MHUIUMPOBAHO MATOTEHETHU -
4YeCKOE JICYEHUE NAUEHTY JIeKapcTBeHHbIM npenaparom MHH Bocoputua.
B xypnane «lIleguatpus umenu I'H. Cnepanckoro» Bmepssie B Poccuu
onyOnnkoBaH KoHceHCyc pa3iu4HBIX Bpadyeil-CIEUATNCTOB IO JICUCHHUIO
npoduiIbHBIX TanueHToB (pucyHok 1). KonuvecTBo JeTeil B HameM uccie-
JIOBaHWH, MOJYUYHUBIINX MMaTOIN€HETUYECKYI0 MEIUKAMEHTO3HYIO TEPaNuio B
TeyeHue ogHoro roga: n = 83 (1 -37; M- 47). I1o Bo3pacTHBIM Tpynnam JeTH
o6bun pasnenessl: 0-4 roma, 5-9 ner, 10-14 ner. Usmenenue pocra, SDS
pocta, SDS uHaexkca Macchl Tejla U KOCTHOTO BO3pacTa y MalUeHTOB MpHU
JedeHuH BocopuTHIOM B TeUEGHHE OJHOTO Tojaa (MeIWaHHBIE 3HAUYCHUA)
npexacrasiensl B Tabnuue 1.

CrarucTUYeCcKU aHalu3 AEMOHCTPUPYET, YTO y MaJbUMKOB AMHAMHKA
SDS pocta Ha (one neyenus ogHoro roxa (2022-2023rr.): mapHBIN Hema-
paMeTpUueCcKUil KpUTEepuil YUIKOKCOHA, YBEJIIMUEHHUE POCTA, BCE BO3pacTa:
p=0,0003 (paznmuumst moctoBepHsbI). [leBouku — onmH rox jedeHus 2022-
2023rr. IlapHblii HEemapaMeTpUYECKUN KpHUTEPUH YWIKOKCOHA, BCE BO3-
pacra: p=0,086 (pa3muuus He mocTOBepHBI). B rpynme 2-4 roma: p=0,789
(paznuuust He nmoctoBepHBI) 5-9 mer: p=0,049 (pa3iaw4us JOCTOBEPHEI).
Huuaamuka SDS manexca maccsl Tena (UMT) u xoctHOTO BO3pacta (KB)
Ha QoHe JedeHus ogHoro roga Bocoputugom 2022-20231T., TOTOITHUTETh-
Hble naHHble: quHaMuka IMT y mManpuMkoB, BCe BO3pacTa — CHUKEHUE —
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p=0,0008. Paznmuuus gocroBepHbl. unamuka KB (yckopeHue) y mampuu-
KOB, Bce Bo3pacrta, p=0,0003. Paznuuus nocrosepHbl. Junamuka UMT:
JIeBOUKH, Bce Bo3pacta, p=0,152. Paznuuus He mocToBepHbl. [[nHamuka
KOCTHOI'O BO3pacTa: IeBOYKH, Bce Bo3zpacra; p=0,0000. Paznuuus mocrto-
BepHBI. IlepBbie mosydyeHHBIE NaHHBIE IEMOHCTPUPYIOT HE BCErAa AOCTO-
BepHBIN 3 dekT mo nmpubake pocra u cHmkeHno UMT, HO mocToBepHOE
YBEJIUYEHHE KOCTHOTO BO3PACTa C BO3MOXKHBIM PUCKOM CHIDKEHMS 3 dekra
JICYEHMsI 32 CYET BO3MOXKHOI'O YCKOPEHHUS 3aKPBITHS 30H POCTa.

KOHCEHCYC
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um. akap, A, Hanaaposa M3 P®, r. Kypram, NMrBOY AINO Poccriickas MEARITHHCKAS AKaASMHS HENPEPLIBHOTO
npodeccrolarsioro obpasosanua M3 PO, r. Mockea, PO

Hum.: A.H. Acmanos, H J]. Buaxmadae, BA. Burencruil, BJO. Bounosa, H.T. Boponyosa, H.C. [lan-
yes, LB, Myprosa, T.H. Kexeesa, BM. Kenue, T.T. Knazeaa, T.B. Maprosa, JI.K. Muxaiinosa,
E.B. Hazaesa, IT.B. Ouuposa, E.E. Mempaixuna, A.B. IMTonaxos, JA. Honros, EA. Mymuauna,
JLA. Pewuros, HI. Pubcuna, C0. Pagwx, M.O. Cazamenan, JLB. Toponwuna, AH. Torsnaros.
Poceuiteruil Mexnpofuisiuiil woncencye no eedenun ndyquenmos ¢ axondponidaued (ymeepwden
cosemoMm sxcnepmos & ansape 2023 2.). ITeduampus ux. I'H. Cnepancicozo. 2023; 102 (3): 151-157.
DOT: 10.24110/0031-403X-2023-102-3-151-157.

| KOHCEHCYC

Puc. 1. Poccutickuli MexnpoghusibHbIl KOHCEHCYC 10 8e0eHUI0 rnayueHmos
¢ axoHOponna3uel (ymeepxdeH Cosemom akcriepmos 8 sHeape 2023 2.).
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MaTtepuanbl koHdepeHLmn

Ta6bnuua 1. UsmeHeHue pocTa, SDS pocTta, SDS nHaekca
Maccbl Tena M KOCTHOro Bo3pacTta y NnauMeHTOB Npu fie4eHum
Bocoputngom B TeueHmne ogHoro roga (MegnaHHble 3Ha4YeHUA)

Bo3pact PasHuua SDS PasHuua Pa3Huua Pa3Huua
(Man:mm) pocTta pocTta SDS pocta | SDS UMT KB
2023-2022 (cTapr) 2023-2022 2023-2022 2023-2023
2-4 ropa 6,00 4,54 0,29 -0,48 0,95
n=15
59 net 4,50 -4,31 0,10 -0,13 1,40
n=19
10-14ner 5,10 -3,.43 0,14 -0,35 1,80
n=13
Bo3pact PasHuua SDS PasHuua Pa3Huua Pa3Huua
( equK") pocTta pocTa SDS pocrta | SDS UMT KB
A 2023-2022 (cTapT) 2023-2022 | 2023-2022 | 2023-2023
2-4 ropa 575 4,44 0,00 0,03 0,75
n=12
5-9 net 4,05 4,18 0,13 0,17 1,90
n=24
10-14 net (1 naumeHT)

IIpoananu3upoBap Mmory4eHHbIC JaHHBIE, MOXHO C/IelarTh BhIBOA 00 0000-
HIEHHOM TIOPTpeTe OOpaTHUBIIECrOCs K HaM MalMeHTa ¢ axOHJpOoIUiashuei. JTo
MaJIBYHK, 5 JIET C AMAarHO30M, OATBEPKIAEHHBIM MOJICKYJSIPHO-TEHETUIECKAM
uccuenoBanueM (HauOosee yacTo BeTpevaromasicss myrtauus c. 1138G> A (p
Gly380Arg), umetomuii B cpenHem: poct- 93m, SDS pocra: — 3,43; BepxHuit
cermeHnT — 64,0 cm (SDS: — 0,62), awkamit cermeHT — 29,0cm (SDS: — 6,43);
Bec — 15,80k, UMT = 18,27 kr/m2, SDSumt: 1,89, KB — 3,6 net. OkpyXHOCTB

ronoBel — 60 cM. Manmmanus Tepanuu Bocoputumom B urone 2022 ., 3a Tox
JIeYeHNUs! JIEKAPCTBEHHBIM IIPENapaToM CpeAHss NpubaBKa B POCTE COCTABUIA
+7 cM; cpeqHHH BO3pacT MHULMALMN ONEPATHBHOIO JICYEHUS 10 YUIMHEHUIO
KOHEYHOCTeH cocTaBui 4,5-511eT; MaToreHeTHIeCKOe JIeUeHUE JIEKapCTBEHHBIM
npermaparoM Bocoputun nHAIIMApOBaHO B urone 2022 r.; oxkumaeMast mpuoaBKa
B pocte B cpenHeM + 1,57 cM B rof (K CBOEMY TeMITy pOCTa).

Heo0xomumo mpookKuTh AMHAMHYECKOEe HAaOMIoIeHUe 32 MAeHTaMH, 110-
Jy4aroIIMU HaTOI€HETHYECKYI0 POCT-CTUMYIUPYIOLIYIO TePAItIo, ATl OLCH-
k1 3 dexTuBHOCTH 1 6€30MaCHOCTH MPOPHUIBLHOTO JCYCHUSI.

PEOKOE COYETAHWE MODY2 C MOHOIEHHbIM OXXUPEHUEM,
ACCOLUMUNPOBAHBIM C TETEPO3UITOTHOU MYTALIMEN
B FEHE MC4R. ONMUCAHUE CEMEWHOI'O CINYYASA

I'pumenko M.M.'; UBannukosa T.E.'; Tuxonosuu FO.B. >3 — k.. 1.

'@IA0Y BO «llepsoiii Mockosckuil 20Cy0apcmeentviil MeOUYUHCKULL YHUGED-
cumem um. U.M. Ceuenosa (Ceuenosckuii yHugepcumem)y, e. Mockea, Poccus
2@IAOY BO «Poccutickuii HAUUOHATbHbLIL UCCTE006AMENbCKULL MEOUYUHCKULL
yuusepcumem um. H.U. Ilupozoea», e. Mockea, Poccus

SOI'BHY «Meduko-eenemuueckuil Hayunwiil yenmp um. akaoemuxa H.I1. Bou-
kosay Munobpuayku Poccuu, e. Mockea, Poccus

BBenenue:

OxwupeHue y AeTed MmpencTaBisieT co0OW OfHY W3 Hambollee aKTyalbHBIX
npo0JieM COBPEMEHHOIO 3APAaBOOXPAHEHHUS, UMEIOIIYIO CEPhEe3HbIC MUICMU-
OJIOTMYECKHE M MEAMLUHUHCKHE mociencTsus. Cpenu HaOMIONaeMbIX CIIydaeB
B)KHOE 3HAUCHHE UMEIOT PEAKHE MOHOTCHHBIE (DOPMBI, 00YCIIOBICHHbBIE MyTa-
LUSIMU B T€HAX, KOHTPOIUPYIOINX (QYHKIHIO OETIKOB JIENTHH-MEIaHOKOPTHHO-
BOTO CUTHAJIBHOTO ITyTH, PEryJIUPYIOLIEro SHEPreTUIECKU 0OMEH U IUILEBOE
noBenieHre. Hambomnee pacrnpocTpaHeHHON MPUYUHOW MOHOTEHHOTO OXKHpe-
HUSL SIBJISIFOTCSI TETEPO3UIOTHBIE MYTALMK B T€HE PELENTopa MeJTaHOKOPTHHA 4
(MC4R). Kimaudeckue IposSBIEHUS, TPUCYIIIE TaHHOMY 3a00JI€BaHHUIO0, BO3-
HHUKAIOT B pAaHHEM BO3PACTe U BKJIIOUAIOT: Tuepgaruo, Nporpeccupyommn n3-
OBITOK Beca, yCKOpPEHHE TMHEHHOTO pocTa («UeloBeK-ropay). Merabonnyeckue
OCJIOKHEHUSI (IIOBBIILICHNE YPOBHS INIMKEMUH, TUCIUITUAECMUS) ONIMCAHbI IPEU-
MYILIECTBEHHO Y B3POCIIBIX ITaLUEHTOB.
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[anueHTsl ¢ TOMO- WM KOMITAyHJI-TeTEPO3UTOTHBIMU MYTAIMSIMA B TCHE
MC4R BcTpeyaroTCs KpaliHe Peiko U UMEIOT 00JIe€ TSHKEIIbIA (DEHOTHII.

Caxapuslii nuader (CL) Tuna MODY — KIMHMYECKH TeTeporeHHast rpymmna
3a00J1€BaHMM, XapaKTEPU3YIOIIAsiCcs ayTOCOMHO-JIOMUHAHTHBIM THUIIOM Hacle-
JOBaHMsI, OOyCJIOBJIEHHAS MYTAlMsSMH TE€HOB, MPUBOSAIIUMH K HApPYIICHUIO
(yHKUIUHM B-KIETOK TOMKETYI04HOM kene3bl. OOuH U3 Hanbosee YacThIX TH-
noB MODY — MODY?2 — cBsi3aH ¢ reTepO3UroTHBIMU MYyTallUsIMU B T€HE IITIO-
koknHa3b! (GCK). Mytammu rera GCK TIpUBOIAT K HAPYIIEHUIO CIOCOOHOCTH
ITIOKOKHHA3bI (hOC(HOPHINPOBATH IIIFOKO3Y, YTO COMPOBOXK/IAECTCS TOBBIIICHUEM
MOPOTOBOTO YPOBHSI IIIOKO3bI, HEOOXOAUMOTO Il CTUMYJISILIUH CEKPELH HH-
CyJIUHA.

Kimunnuecku s narertoB ¢ MODY 2 xapakrepHa yMepeHHast Helporpec-
CUPYIOIIas THIIEPIIIMKEMUS HATOIIAK, HApyIICHUE TOJICPAHTHOCTH K YTIICBOJIaM
(HTT') mim recratmonnsiit CI (I'CJ1). Kak mpaBuito, 3a0oeBaHre HE BBI3BIBACT
COCYIMCTBIX OCIIOYKHEHHH U He TpeOyeT MeIMKaMEHTO3HOW KOPPEKITHH.

MBI npencTaBisieM peiKkoe COueTaHne MOHOTEHHOM (OPMBI OKUPEHUS, ac-
conurpoBaHHOU ¢ nedextom reHa MC4R, ¢ caxapueiM quabetom MODY?2 y
MHaIEHTOB U3 OJIHON CEMBH.

Marepuajbl 1 MeToabl: KimHuko-nadopatopHoe o0cienoBaHue HauyeH-
TOB IIPOBOJMJIOCH B OTAEIECHUU AETCKON SHIOKpUHOJIOruH « Ce4eHOBCKOIO LIeH-
Tpa mMarepuHcTBa 1 AeTcTBa I. MockBa (CLIMu/l).

MonekynsapHO-TeHETHUECKOe HcclieoBanne Obuio mpoBeacHo B DI'BY
«HMMUL] sunokpunonorun» Munsapasa Poccun mo nporpamme «Aunbda-OH-
JIO».

Kannunueckuii coyyaii:

B xnuHWKY HampaBIeHB! pOIHBIE OpaT W cecTpa C Kajo0aMd Ha HU30BITOU-
HYIO Maccy TeJla, TOBBIIICHNE YPOBHSI INTUKEMUH HATOIIAK JIO 7-8 MMOJIB/JI ¢ Ha-
NpaBUTEIBHBIM quarHo3oM CaxapHeiid auadet 2-ro Tumna. CaxapoCHMKAIOUIYI0
TEpanuio Ha MOMEHT MOCTYIUICHHUS HE TIOJIyYallu.

CeMeiiHbI aHaMHE3 OTATOIIEH 110 OKHPEHUIO, HAPYLICHUSIM YIJIEBOAHOTO
oOmeHa, Hu3Kopocsoctu. Otent (155 cm) — u30bITOK Beca, math (162 cm) — 'CJL.
Pomnas terst m 6abymrka no smaNM otia — C/12.

MaTtepuanbl koHdepeHLmn

[Ipu nocrymnennn. [TanmenTka E., 13 ner. Poct 141 cm; SDS pocra -2,17;
Bec 69,6 xr; SDS UMT: +3,37. Bepxuwuii cerment 79,6 cm SDS BepxHero cer-
MenTa -1,32 Hmwxuuii cerment 61,6 cm SDS HmkHero cermenTa -2,95. ITonosoe
pasBuTHe 10 mKane TanHep 2-3.

C panHero Bo3pacTa U30BITOK Beca, HU3KUE TeMIThI pocTa. B 9 neT BeIsBIICHO
MOBBIIICHNE TIMKEMHH HATOIIAK 10 7 MMoik/1, HbAlc — 6,7%. YcraHoBiieH
nmuarao3 CJI2 tun, pekoMeHI0BaHO cobOroneHue nueThl. [Ipu oOcnenoBannn B
OTJIEIICHHUH: TIIMKEMUS HaTolak 6,63 mmons/n, HbAlc — 6,9%, nucnunuaemus,
uncynuH 30,5 MxE/mi

ITo naraeiM OI' TT — oBbieHue rukeMuu Ha 120 munyTe 10 11,26 MMOB/1
. Uagexc Homa 2,39 (ropma <3,2), Caro 0,82 (Hopma >0,3).

B ropmonansHoM nipoduiie sytupeos, UOP-1 304 ur/mi (SDS UDP-1 -0,03).

VYauTeiBas HAJIMYNE HU3KOPOCIOCTH, PEKOMEHJOBAHO MCCIIEI0BAaHUE KapHo-
tumna. Haznauena tepanust metopmuaom 1700 Mr/cyTka.

ITanwment 4., 17 net. U30bITOK Beca ¢ 5-6 net, ¢ 7 net — CJ12.

IIpu mocrymienun: poct 176 cMm, Bec 116,4 k1, SDS pocra +0,20, SDS UMT:
+3,74. Ilpu o0cnenoanuu: rukemus 6,31 mmone/i, HbAlc — 6,3%, uncynux
27,7 MxE/mn. Tlo pesynsratam OI'TT BbISIBICHO HapyIIEHHE TOJEPAHTHOCTH K
mroko3e. Manexc Homa 4,82 (wopma <3,2), Caro 0,37 (Hopma >0,3).

Haznauena tepanmst metdopmurom 1700 Mr/cyTku.

VYuureiBas panaee Hayaso CJI, cemeiiHbIil xapakrep 3a00jeBaHUs, IS UC-
KITFO4YeHUs1 MOHOTeHHO# (hopmbl C/] manmenTke E. mpoBeieHo MONEKyIIpHO-Te-
HeTHueckoe nuccienosanue (MI'N).

B rene GCK B 7 5k30He 00HapyKeH paHee He OIMUCAHHBIN B IUTEPAType Ba-
puant (HG38, chr7:44147692T>C, ¢.821 A>G) B reTepO3UIrOTHOM COCTOSTHHH.

B rene MC4R B 1 5x30He 00HapyXeH paHee OMMMCaHHBINA B TUTEpaType 1maTo-
rennsnii BapuanT (HG38, chr18:60371619G>T, ¢.731C>A) B TeTepO3UTOTHOM
COCTOSIHUH.

VYeraHoBieH quarno3: MoHoreHHasi opMa OKUpPEHHsI, MyTalusl B TeHE pe-
nenropa menanokoptuHa (MC4R). MonorenHast ¢opMa caxapHoro auabera
MODY?2 (myranus B rene GCK).
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VpenTruHble MyTallud BbISIBICHBI y OpaTa manueHTku. KpoBb ponureneit
JUIsl aHaJIM3a B HACTOsIIEE BPEMsI HE IOCTYIIHA.

3aKkjIIoueHue:

JlaHHBIA KIMHUYECKUI cllydall JNEMOHCTPUPYET COYETAHHE CaMOM 4acTo
BCTpEUAIONICHCS] MOHOTCHHOW (OPMBI OKHMPEHUS, 00YCIIOBICHHOW MyTaluen
B reHe MC4R, 1 OJHOTO M3 CaMbIX PacHpPOCTPAHEHHBIX BHUOB MOHOTE€HHOTO
caxapHoro nua0era. /laHHOe onucaHHe yKa3blBaeT HA HEOOXOJUMOCTH IPOBE-
nenust MI'M kak manueHTaM ¢ paHHUM pa3BUTHEM OXKHUPEHUS, TaK U IallHEHTaM
C ceMeMHBIMU BapuaHTaMu HeuMyHHoOro CJI 1 yTouHEHHs 3THOJIOTrHHU 3a00-
JeBaHusl U BbIOOpA ONTHUMAIBLHON TAaKTHKM BeICHMS MauueHTOB. OTAEIbHBIN
WHTEPEC BBI3BIBACT HAIMYME 3aI€PKKH POCTa y MMALUEHTKH E., HeXapakTepHOI
IS TIATTICHTOB ¢ MyTarusmMu B Tene MC4R.

VY4YUTBIBas OTATOIIEHHYO HACIECTBEHHOCTD 110 IMHUH OTLA, HAJTMYUE JTUC-
MIPOMOPLIMOHAIILHOTO TEJIOCIOKEHHS, HOpMalIbHbId ypoBeHb WDP-1, Henb3s
UCKJIIOYMTh HaJIM4KMe TMIIOXOHApoIIa3uu. Ilocne nomyueHus pesyabraToB Ka-
PHOTUIIUPOBAHUS, OyAET peIleH BOIIPOC O HEOOXOAMMOCTHU IIPOBEAEHUS JOIIONI-
HutensHoro MI'M.

BOMNPOCbLI BbIBOPA TEPANUA U NMPUBEPXXEHHOCTH
Y OETEW U NOAPOCTKOB C CAXAPHbIM OAUABETOM
C PA3JIMYHOW COMYTCTBYIOLLEN NATONOMMEMN:
PA3BOP KIIMHUWYECKUX CITYHAEB

Hemuna E.C. — x.u.1.

PIKB — ¢unuan ®IA0Y BO PHUMY um. H.U. [Tupocosa Mun3zopasa
Poccuu (Ilupoeosckuil ynusepcumem), e. Mockea, Poccust

Caxapwnsrnii quadet 1 tuma (C/]1) mveer XpoHHUECKOE TCUCHHUE C TICPUOTAMHI
KOMIICHCAIIUN YIJIEBOAHOTO OOMEHa U (pazaMyl ICKOMIICHCALIUHN C SBICHUSIMH Ke-
TO3a/IMabeTHYECKOr0 KeToaIu103a WM 0e3 HuX. B JeTckoM M moapoCTKOBOM
Bo3pacte CJ{1 wacto manudecrupyer ¢ JIKA. [locne ycraHoBiIeHHs JUarHo3a u
Havana uHcynuHoTepanuu C/11 BaxkHOE 3HaYeHHE MMEET JOCTHKCHUE KOHTPOJIS
DIMKEMHHU B Hayaje 3a00JIeBaHUsl, C LSO CHIKCHHS PHCKA Pa3BHTHS OCTPBIX
Y XpPOHWYECKHUX OCJIOXKHEHHI, B YaCTHOCTH I'MIIONIMKeMuii. B aToMm acriekre, mo-
MHMO 00y4eHHs TaIllMeHTa U €r0 POAUTEIICH, HEOOXOIMMO YUHUTHIBATE PA3ITHUIHS

MaTtepuanbl koHdepeHLmn

MEXIy IperapaTaMy HHCYIHHA, KOTOpbIEe TIO3BOJISIOT IIEPCOHATN3NPOBAHO O/
XOUTB K BBIOOPY Teparuu ¢ caMoro Hayaja 3a0o0JeBaHus, OTIaBasl MpeArouTe-
HUe OonbIiel dhhexTHBHOCTH 06€3 yBETHMYeHNS PUCKA THITOTIIMKEMHUH.

PacripoctpanennocTs caxapuoro auadera 2 tumna (C/12) B MoIomoM Bo3pacTe
3a nocneanue 20 ner Beipocia. C y4yeToM eXeroHOro pocra 3a00JIeBaeMOCTH
Ha 2,3%, B Teaenue 40 net pacnpocrpaneHnocts C/I2 cpenu moneit miasire 20
net yBenuuutcs B 4 pasza. [lo cBoemy Teuennro C/12 y MONOIBIX OTIMYAETCS HE
tosbko ot CJ11, Ho 1 ot C/I2 y B3pocibix. 3a00/icBaHNE UMEET CBOM YHUKAJIbHBIC
4YepThl, a IMEHHO: 0oJiee CTpeMHUTENbHOE yracanne (pyHKIHN -KIIETOK M yCKO-
pEeHHOE pa3BUTHE XPOHHYECKUX OCIOKHEeHWi aunabera. [Tomumo Toro, 4yto cam
mo cede C/I2 y nmeteii v MOAPOCTKOB SBISIETCS CIIOMKHOM 3a1adeil sl peleHus,
TpeOyeT YeTKOro MOHUMAaHMS U COOMIONCHHST PEKOMEHIAIMI CO CTOPOHBI IOHOTO
narmenTa, CJI2 MOXeT coIryTCTBOBATh Pa3iUYHBIM HAPYIICHUSM HEHPOIICHXH-
YECKOT'0 Pa3BUTHsL, HAPUMED, PACCTPOMCTBY ayTHUCTUYECKOTO CeKTpa. B Takom
cilydae JOCTHXKCHHE KOHTPOJIS 3a00JieBaHUsl TPeOyeT BIBOMHE 00Jiee MPHUCTab-
HOTO BHUMAaHHUS Bpaya, MAUeHTa, © 0COOCHHO POAUTEIEH MalieHTa.

OpHaKo HE3aBHCHMO OT KIIMHHYECKOW CHUTyallud 0COOYI0 BaKHOCTh MMEIOT
BOIPOCKI TIPUBEPKEHHOCTH Teparnuu. Cpe/ili MHOXKECTBA (DaKTOPOB, BIUSIONIAX
Ha TPUBEP)KEHHOCTh B HETaTHBHOM KITIOUE, MTPHUCYTCTBYET CTENEHb CIOKHOCTH
peXrMa Tepariiy, B TO BpeMsi, KaK CKOpOe HACTyIUIeHUE dPQeKTa Tepanuu oKa-
3bIBa€T HA MPHUBEPKEHHOCTH TIO3UTHBHOE BIMSHUE. TakuM 00pa3om, HEOOXoau-
MO TIePCOHAIM3UPOBAHO MOIXOAUTH K BRIOOPY Mperapara HHCYIHHA ISl KAXKI0T0
MaIMeHTa ¥ YUYUTHIBATH HE TOJIBKO 0COOCHHOCTH TEUCHHUS CaxapHOTo auadeTa, HO
Y COMYTCTBYIOIIYIO TATOJIOTHIO.

Cnucok numepamypeot:

Knunuueckue pexomenoayuu M3 P® « Caxapnuiii ouabem 1 muna 'y oemeiiy, 2022.
Knunuueckue pexomenoayuu M3 P® «Paccmpoticmea aymucmuueckoeo cnekmpay, 2024.
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(Supplement 1): S258-S281
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2017. JAMA 2021;326:717-727
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OCOBEHHOCTU AUATHOCTUKW, KNUHUYECKUX NPOABNEHUNA
N NEYEHUA 15 NALUMEHTOB C CAXAPHbIM AUWABETOM
ABCC8-MODY B NEAUATPUYECKOW NMPAKTUKE

Koarakosa MLIL.; Ceuko E.A. — x.u.1.; KypaeBa T.JL. — 0.m.1., npog.;
Epemuna U.A. — k.m.n.; AnppnanoBa E.A. — k.u.n.; TutoBnu E.B. — k.u.n.;
Aoyn. .; JJanreB A.H. — 0.:m.1., npog.; Besnenkuna O.B. — 0.m.1., npog.;
IerepkoBa B.A. — akademux PAH, 0.m.H.

THL] P® ®I'BY « HMUIL] snooxpunonocuuy, 2. Mockea, Poccus

Beenenue. Caxapupiii quaber (CJ]) ABCC8-MODY (MODY 12) — aro
penkast MoHOTeHHast (popma caxapHoro auadera. Manudecranus npu ABCCS-
MODY npuxonuTcsi Ha MOAPOCTKOBBIM M MOJIONOM BO3PACT, OJHAKO MMEIOT-
cs ciydau U Oonee paHHe# muarHocTukH. [en 4ABCCS — 4neH mojceMencTBa
C8 AT®-cBs3bIBAIOIETO KACCETHOTO TPAHCIIOPTEPA, KOAUPYET CyObEAMHHUILY

peuentopa cyiabponmnamoueBuHbl (CM) (SUR1) AT®-uyBCTBUTEIBHBIX Ka-
JIMEBBIX KAHAJIOB P-KJIETOK IOKEIYI0YHOM JKeIe3bl U PEryaupyeT IK30LUTO3
WHCYJIMHA U3 P-KIETOK. [ eTepO3UroTHbIE aKTUBUPYIOUIHE BapHaHTHI MOJIUHY-
KJICOTHIHBIX TocneaoBaresnbHocTeil ABCCS npuBOAAT K JEPHULUTY CEKpelrun
MHCYJIMHA B OTBET Ha runeprinkeMuto. Y 90% nauneHToB JedeHue mpenapara-
mu CM ynyuniaer rmukeMudeckuil KoHTposb. ABCCS Takxe SKCIIpeccupyercst
B HEPBHOI TKaHH, B CBSI3M C YEM Y JIaHHBIX MAI[EHTOB Yallle OIMChIBACTCS HEel-
POKOTHUTUBHBIHN JIEPUIINT.

Marepuajsl u MeToabl. B nerckom otnenennu C/ I'HL ®I'BY «HMUIL]
SHIOKpHUHOIOTHNY) Mun3npasa Poccun o6cnenosano 15 manmmentoB ¢ ABCCS-
MODY, auarHoCTHPOBaHHOM B BO3pacTe 10 18 eT U mMOATBEp>KICHHBIM MOJIE-
KyJsIpHO-TeHeTU4YeCcKH. [larenTaM mpoBeIcHO KOMIUIEKCHOE KITMHUKO-TTabopa-
TOPHO-WHCTPYMEHTAIbHOE 00cCienoBanne. Pe3ynbrarbl peaCcTaBiIeHbl B BHJIE
Me/IMaHbl 3HAaYCeHUS M MHTEPKBAHTWIHHOTO pa3maxa (Me [25; 75 meprieHTrIb]).

PesynbTarel. BozpacTt npu auarHocTuke HapylleHHH YIII€BOTHOTO oOme-
Ha — 12,6 nert [6,5; 14,8]. JnurensHocts CJI Ipu reHeTUYECKOM UCCIIEI0OBAaHUU
— 1,14 net [0,45; 2,7]. B 60% (n=9) CJl auarHOCTHpOBaH Ha JOKIMHHYECKOU
craand, B 40% (n=6) — xnmunveckue cumntomsl CJ{. HbAlc npu nuarnoctuke
6,7% [6,5; 8,1], mukemust — 7,15 mmonw/n [6,9; 8,25]. OxupeHue AUarHoCTH-
porano B 20% (n=3), B 20% (n=3) — u30bITOYHas Macca Ttena. C-nentun — 2,25
Hr/mi [1,61; 3,54]. Ilo crenenn HapyIIeHUs! yIIICBOAHOTO OOMEHa y MallMEHTOB
B paBHbIX 10Js1X cooTBeTcTBOBANO Cl — 45,5% (n=7) 1 HapyLICHUIO TOJIEPaHT-
HOCTH K ITI0K03€ 45,5% (n=7). UucynuHopesncTteHTHOCTH 1o nHiekcy HOMA -
IR mmarnoctupoBana B 26,7% (n=4) cmydyaeB. Y BceX MAIMEHTOB BBISBIEH OT-
pHULATENBHBIN TUTP CIEHU(PUYECKUX TTAHKPEATHUECKUX ayTOAHTUTEN.

o renernueckoii auarnoctukn ABCC8-MODY 33,3% (n=5) — nomy4anu
UHCYIIMHOTEpamnuto, 6,7% (n=1) — merpopmuH, 60% (n=9) NaMeHTOB HE TO-
JTy4ainy MeJuKaMeHTO3HYIo Tepanuio. [locie Bepupukammu ABCCS8-MODY 4
nanuenTaM (26,7%) HazHadeHa Tepanus Npou3BogHbIMH CM (13 HUX 3 manu-
eHTa noiy4any rmubenkaamun (1,75-5,25 mr/cyr), 1 — mmamenmpun (1 Mr/cyT)),
1 maruenT (6,7%) nponomkun monydars Mmerdhopmun 2000 Mr/cyT, B KoMOUHA-
MU C KOTOPBIM ObLI HazHa4YeH MHCYIMH 1,3 en/kr/cyT, 8 manuenTos (53,3%) —
HAXOJMIINCH Ha juete. 2 naruenTos (13,3%) He ynanoch mepeBecTy ¢ HHCYJIUHA
B no3e 0,67-0,8 en/kr/cyt Ha npenaparsl CM BeiecTBUE 3HAYMMOTO YXY/LIe-
HUS TIOKa3aTesel TIIMKeMUYEeCKOTO poduIIs.
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Ilo manHBIM cemeiiHoro aHamue3a, CJ[ Ok quarHocTupoBad B 80% (n=12),
U3 HUX y POICTBEHHHUKOB nepBoit iuHuu poactsa C/l BousiieH B 75% (n=9) (8 4
Ciydasix — y Matepy, B 5 — y ota). B Tpex moKkoneHusx HaClleICTBEHHBI aHAM-
He3 ObuT oTsToIeH y 20% (n=3) marmeHToB.

[pu aHanmM3e COMyTCTBYIOIIEH ATOJIOTUH BBIABIEHO, 4To Y 20% (n=3) mauu-
€HTOB IMarHOCTHPOBAHBI TUIIOTJIMKEMHUH B MJIQJICHUECKOM M paHHEM BO3pacTe, y
13% (n=2) — HepBHO-KOTHUTHUBHAS AUCPYHKLUS (PAacCCTPOUCTBO ayTUCTUUECKOTO
CTEKTpa U MUPaMUIHAsl HEI0CTATOYHOCTh, 3a/IePyKKa IICUXOPEUEBOTO Pa3BUTHS).

3aksouenne. Mytanun B rene ABCCS8 00ycnaBnuBaroT pa3BUTHE Pa3InuHbIX
(hopM MOHOTEHHOTO caxapHOTO Auabera: Ipu TUarHOCTHKe IradeTa o 6-12 mec.
SIBJIIFOTCSI YaCTOM IIPUUMHON HEOHATAILHOTO CaXapHOro AnabeTa, Ipy JUarHOCTUKE
B Ooree crapieM Bospacrte — penkoit mpuanHoit MODY. Y nereii c ABCC8-MODY
HanOonee yacto, B 60%, HapyLIeHHs yIJIEBOIHOTO ObLIM TMAarHOCTUPOBAHBI CITy-
YaliHO M B paBHBIX qosix coorBercTBoBai HTI™ n mmuabery, XapakrepHOi 4epToit
SBIISIETCS] PA3BUTHE THUIIONIMKEMHH B MJIAJICHUECKOM WIM paHHeM Bospacte. s
KOMITEHCAIlNY HapyIlIeHuH yreBogHoro oomeHa y manmertoB ¢ ABCC8-MODY
s¢dexTrBHO HazHaveHwe npenapatoB CM. Jlannsii mogrun MODY cnenyer 3a-
HOJIO3PUTH y ETEeH ¢ OTPULIATENIbHBIM TUTPOM NTAHKPEATHUECKUX ay TOAHTUTEIN IIPU
BBISIBIICHUH PA3IMYHBIX HAPYIICHUH YIJIEBOTHOTO OOMEHa, C COXpaHHOW (DyHKIHEH
B-xnerok mocne 1 roma ¢ MOMEHTa AUArHOCTHKHY.

KNMUHUYECKUWU CNYYAU ®EHOTUMUYECKOIO CUHOAPOMA
MUKPOLIE®ATTMYECKOWU OCTEOOAUCINACTUYECKOWU
NEPBUYHON KAPJIMKOBOCTU 2 TUMNA (MOPD II)

Y PEBEHKA 16 JIET

Iaaronos B.B.'; Ckoponok FO.J1.%; Cycnuubia E.H.”; HockoBa E.J1.%;
Sixosinena T.B.'; Ilopaesa @.3.'; Iloasinckas M.A."; [lxxamuena IILA.!

ICII6I'BY3 JJITMKI] BMT um. K.A. Payx¢yca, 2. Cankm-Ilemepbype, Poccust
2@I'BOY BO CII6I'TIMY Munsopaea Poccuu, e. Cankm-Ilemepbype, Poccus

[arment I1. 16 net moctynun B II'MKL BMT umenn K.A.Payxdyca me-
PEBOIOM M3 JPYroro CTalMOHApa, IJe MPOXOIWI JICYCHHE IO MOBOLY OCTPO
BO3ZHUKIIMX KPOBOUBIUSIHUNA MHOKECTBEHHOH JIOKAIM3aLUU U3 pa3opBaBLICiiCs
aHEBPH3MBI JIEBOW BHYyTpeHHEH cOHHOM apTepuu (cermeHT C3). B mocieonepa-
IIMOHHOM TIepHOJie ObLIa BBISBIICHA CTOMKAS THTIEPTIINKeMIst Ooiee 24 MMOJIB/II.

IIpy mocTynjaeHnu COCTOSHUE PAcLEHEHO Kak Tsbkesoe. TspKecTb cocTos-
HUs ObLTa 00ycClioBIIeHA 00BEMOM M CPOKaMH OIEPaTUBHOTO BMEIIATENbCTBA,
METa0O0IMYECKUMU U TeMOAMHAMUYECKUMHU HapymeHusmMu. [Ipu o0bekTuBHOM
0CMOTpe oOparany Ha ce0si BEUMaHUE — TsDKeIast HU3KOPOCIocTh, 97 cm (-9.81
SDS), nedpummt maccot Tena 15,05 kr, UMT 16.0 (-2.37 SDS), MHOXXECTBEHHBIE
BBIPa)KCHHBIE CTUTMBI JM33MOpPHOIeHe3a; YIUIOMIEHHbIHN 3aThIJIOK, MUKpoLeda-
JMs, KJIIOBOBUIHBIM HOC, MUKPOTHATHsI HMXKHEH YeNOCTH, AMCIUIA3us 3y0oB,
BBICOKO PACIUIOKCHHBIC YILIHM, KOPOTKas, TOJICTAsl Ies, OpaXuAaKTHINS, KIH-
HOJaKTUius, cuHaaktuiusa [V-V naneueB npasoil cronsl, amnazus I mame-
1a JIEBOM CTOIIBI, MUKPOOPXU3M, NMPU3HAKKW WHCynuHOpe3uctenTHocTn (MP):
acantosis nigricans (TUIepIUrMeHTaus Oojiee BCero Oblia BHIpa)KEHA B TTOJI-
MBILIEYHBIX BIIaJUHAX, HA LIe€ U B IMAXOBBIX CKJIaakax). V3 maHHeIX amOyna-
TOPHOH KapThl U3BECTHO, YTO paHee peOEHOK HaOI0NaNCs SHAOKPUHOIOIOM C
Jmuarao3oM cuHIpoM Cekkens (FeHeTHYECKH He TTOATBEPIKIICH).

Jlaboparopuo rmukemust 11,1 MMomb/11, Tioko3ypusi, akeToHypus, mo KILC
KOMIICHCUPOBaH, KIMHUYECKUI aHAJIN3 KPOBH — aHEMUsI CPEIHEH CTEIeHH T-
JKECTH, TPOMOOLMTO3, TIIMKUPOBaHHBIA remorioOun 7,0%. BrimonHnena kom-
MBIOTEpHAsT TOMOTpadusi TOJIOBHOTO Mo3ra ¢ KoHTpacThpoBaHueM: KT-kap-
TUHa (OPMUPOBAHUS KUCTOZHO-aTPOPHUECKUX W3MEHEHUH TOJIOBHOTO MO3Ta.
Br1LsiBIIeHBI MHOKECTBEHHBIC aHEBPU3MBI JICBOH BHYTPEHHEH COHHOM apTepHH.
[IpoBoaMnack aHTUTMIIEPTEH3WBHAS Tepanus 10 MPUYHHE TOBBILIICHUS apTe-
puansHoOro aasieHus 10 160 mm.pr.ct. [lomyuan uacynmuHotepanuio (UT) mu-
KpocTpyiiHo u3 pacuera 0,len/kr — Ha 3ToM (POHE CTOWKAsT TMIIEPIITMKEMHUS JI0
15-18 mmonn/n . [Ipu nepeBozie Ha MOAKOKHOE BBEACHUE MHCYIIMHA B PEXKUME
MHOTOKpATHBIX €KeHEeBHBIX HBbeKINi — [maprun 100 10en yrpom + Acnapt
5-7en mepen KakKAbIM MPUEMOM IMHUIIN COXPAHSUIMCh CTOMKUE THIIEPIITMKEMUH
10 28 MMOJIB/JT, HE KYITUPOBaBILIMECs OOMOCHBIMH BBEJICHUSIMH HHCYIIHMHA.

[IpuHMMas BO BHUMaHHE HAJIMYHE CTOWKWX THIEPIIIUKeMUH, HedPPEKTHB-
Hocth UT, akeronypwuro, Hanmune UP (nanexc Matsuda 0,56) HadaTta Tepamus
ouryannnamu (Merdopmun) B mo3upoBke 1000 Mr/cyT ¢ mociemyromeil Kop-
pexmueit 1o 500 mr/cytkn. Ha ¢oHe mpoBoauMoil Tepanun ynanoch T0CTHYb
I[EJIEBBIX 3HAYCHUN TIIMKeMHHU 5,5-7,9 MMOIb/n. YUuThIBas (GEeHOTHITHYECKYIO
cXokecTb ¢ cuHapoMoM CeKKemsl, HalMuhe TSDKEIOH HU3KOPOCIOCTH, MHO-
JKECTBEHHBIX BBIPaKCHHBIX CTUIM AM33MOpHOreHe3a (BBIPAKEHHOW MUKpOLE-
Gbanuu mpu COXpaHEHHH IIPONOPLMH K pa3Mepy Teja), CKeJeTHBIX NUCIUIa3Hi,
(KJIFOBOBUIHBIN HOC, MUKPOTHATHSI HIDKHEH YEIIOCTH, JUCIUIa3Hs 3yOOB, BBICOKO
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PACIUIOKEHHBIE YIIM, KOPOTKas, TOJlcTas Iiesi, OpaXuOakTHIus, KIMHOAAK-
Tunus, cugaaktuiang IV-V nansues npasoil cronsl, amasus 11 naneua ne-
BOHM CTOTIBI), MHCYJIMHOPE3UCTEHTHOCTH (YEPHBIH akaHTO3, MHAEeKc Matsuda
0,56), HElipOBaCKYIAPHBIX MPOSIBICHUN (KUCTO3HO-aTpOPHIECKUE H3MEHEHUS
TOJIOBHOTO MO3Ta, aHEBPU3MEI JIEBOM BHYTpEHHEH COHHOHM apTepwu), reMa-
TOJIOTHYECKUX W3MEHEHWH (aHEeMHUS C TPOMOOIMTO30M), THUIIEPTEH3MOHHO-
IO CHHApPOMa ObUIO MPEAIOI0KEHO HalIW4yhe y HalueHTa MHUKpoledainde-
CKOM OCTEOAMCINIACTUYECKOW TepBUYHON KapmukoBoctu 2 tuma (MOPD I,
ORPHAcode: ORPHA2637). OGpa3ell KpoBH HaIlpaBJIeH HA MIOJTHOTEHOMHOE
CEKBEHUPOBAHHE.

NMOKA3ATENU NMUKEMUYECKOIO KOHTPOIA
Y NOAPOCTKOB C CAXAPHbIM AMABETOM 1 TUMA,
PErynaPHO SAHUMAIOLLIUXCA CMTOPTOM

ILnaronos B.B.!; HockoBa E.JI.2

ICII6I'BY3 JJITMKIL] BMT um. K.A. Payx¢yca, 2. Cankm-Ilemepbype, Poccust
2@I'BOY BO CII6I'TIMY Munsopaea Poccuu, e. Cankm-ITemepbype, Poccus

Odusnyeckas aKTUBHOCTh WTPACT JKU3HEHHO BAXKHYIO POJIb B YIPaBICHHH
caxapHbpIM qrabeToM | THma W MpOQUIAKTHKE Pa3BUTHS U TMPOrPECCHPOBAHUS
criepUIecKux OCIOKHEHHH. PerynspHbie (HU3MYeCKUe HArpy3KH HE TOJNBKO
CMOCOOCTBYIOT YITYUIIICHHIO ITUKEMUYECKOTO KOHTPOJIS, HO U 3HAYUTEIHHO YIIyY-
HIAIOT Ka4eCTBO JKU3HU M TICUXOAMOIMOHAIILHOE COCTOSIHUE JIETEH ¢ CaxapHbIM
nuraberom 1 Trma.

IMeab Mccae0BAHUS: OIICHUTD TIOKA3aTE N TNIMKEMHYECKOTO KOHTPOJIS Y Je-
TeH ¥ TOAPOCTKOB ¢ caxapHbIM auabetom | Tuma, nmpokuBaromux B Cankr-Tle-
TepOypre U peryysipHO 3aHUMAIOIIUXCS CIIOPTOM.

MarepuaJibl 1 METO/IbI: IIPOBEACHO AHKETUPOBAHUE, PETPOCIICKTHBHbIH aHa-
713 aMOyJIaTOPHBIX KapT, @ TAKXKE aHAJIN3 JaHHBIX OTYETOB CHCTEM HETPEPHIBHO-
TO MOHHTOPHPOBAHHA TIIMKEMHHU Y 58 AeTel, HaOMomaromuxcs B yCIoBusax [o-
POIICKOTO AETCKOTO SHIOKPHHOJIOTUYECKOIO LIEHTA, PEryIsIpHO 3aHUMAIOIUXCS
CIIOPTOM (YacTOTa TPEHUPOBOK OT 2 110 6 pa3 B HEAEIIO, IPOIOKUTEIILHOCTHIO OT
45 no 150 munayT). OTIeHHBaIICS YPOBEHD INIMKHPOBAHHOTO TEMOTIIOONHA, BPEMS
B auariazoHe (1ieseBom 3,9-10,0 Mmmons/1 , BeIre — 6oee 10,0 MMOJIB/IT , HIDKE —
MmeHee 3,9 Mmmoip/n ). [Tokazarenu oreHUBaNHCh 3a 6-MECSYHBIN BpeMEHHOH HH-
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TepBai. CTaTUCTUYECKUH aHAJIM3 MPOBOMMIICS C HMCIIOIb30BAHUEM IPOTPAMMEI
StatTech v. 4.5.0 (pa3padoTtuuk — OOO «Crarrex», Poccus).

Pesyabrarel. O0cienoBaHo 58 gereil ¢ caxapHbiM auaberoM | TUma B BO3-
pacte 10,24+2,79net, cpenHsisi MPOIODKUTEIILHOCTh 3a00JI€BaHMsI COCTAaBUIIA
5,1743,8671€T, KOMUYECTBO TPEHUPOBOK B Heaemto 3,97+1,24 (2-6), npompomku-
TEJILHOCTh KaX/10M TpeHUpoBKU — 85,69 + 29,69 mMunyT (MUHUMYM 45MHHYT,
makcumyM 150 munyT). 34,5% nereit TpeHHpoOBaKCh B JHEBHOE BpeMs (¢ 12 1o
17 wacoB), 65,5% neteli TPEHUPOBAIMCH B BEUEpHEe BpeMs (B MHTEpBasie OT 18
10 21 gaca). YpoBeHb IIMKUPOBAHHOTO TemMorioonHa — 6,81+1,08% (MuH-5,0%
Makc-9,0%), Bpems B meneBoM auamazoHe 72,83+12,63%, Bpems B auama3oHe
BhIIIIE 1IeTIeBoro 21,66+11,69%, BpeMs B quama3oHe Huxe 1eseBoro 5,10+2,72%.
CraTicTHYeCKH JTOCTOBEPHBIX Pa3IMYMi B MOKA3aTENsIX TIMKEMHYECKOTO KOH-
TPOJIS B 3aBUCUMOCTH OT BPEMEHHU M TIPOAOIDKUTENEHOCTH TPEHUPOBOK B HAILIEM
WCCJIEIOBaHNH BBISIBICHO He ObL10. 3a Bpems HaOmoneHus: 3a(UKCUpOBaHO 3
SMM30/a TSDKENBIX THITOTMKEMUH, MOTPeOOBaBIIMX MOMOIIU TPETHUX JIUL IS
KynupoBaHusl. JlaHHBIE SMHU30/Ibl TSHKEIBIX TUIIOTIUKEMUN He OBUIM HEToCpea-
CTBEHHO CBSI3aHBI C (PU3MYECKOW aKTHMBHOCTBHIO M PAa3BUWIIMCH y jeTed Ha (oHe
COMYTCTBYIOIINX HH(PEKINOHHBIX 3200JICBaHU.

BriBoabl. Perymnsipras ¢pusnueckast akTHBHOCTb IOJIOKUTENBHO CKa3bIBACTCS
Ha MOKa3aTessIX NIMKEeMUYECKOro KOHTposs. JleTH ¢ caxapHbIM 1uadetoMm 1 Tura,
PEryJSIpHO 3aHUMAIOLIMECS CIIOPTOM, IEMOHCTPUPYIOT YIOBIETBOPUTEIBHbIE I10-
Ka3aTesy NIMKEMUUECKOTO KOHTPOJIS, OHAKO, IOy YEeHHbIE Pe3yJIbTaThl TPEOyIOT
JanbHEHIIeH OLEHKU B BUZIE CPABHEHUS C OOIIECHNOMY ISIIUOHHBIMU.

CTPOEHUE MOJEKYJ1bl UHCYNTUHA U EITO BINUAHUE HA
AOCTMXEHUE KOHTPOJIA CAXAPHOIO AUABETA 1 TUMNA
Y OETEA N NOOPOCTKOB

Peioxknna U.I'. — k. w.n.

T'BY3 «Mopososckas 0emckas copodckas Kiunudeckas oonvHuya /[3My,
2. Mockea, Poccus

Caxapusprii auader 1 tuma (C/1) sBisercs Hanbosee pacrpoCTpaHEHHOM
(hopmoli HapyIIeHHH YIIIeBOIHOTO 0OMeHa B MonofoM Bospacte. CII1 sBrsert-
cs1 MHOTO()aKTOPHBIM 3a00JI€BaHUEM, OJHAKO, KOHKPETHBIC MEXaHHU3MBbI B3au-
MOJICHCTBHS TEHETUYECKON TPEAPACTIONOKEHHOCTH, (AaKTOPOB OKPYKAFOIIEH
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CpeIbl, COCTOSTHHSI UMMYHHOM CHCTEMBI, Nexkamniie B ocHoBe C/I1, ocratorcs
HesicHBIMU. ClelyeT YYUTHIBaTh Psii OCOOCHHOCTEH, XapaKTepHBIX IS JeTei
u noapocTkoB ¢ CJI1, a UMEHHO: W3MEHEHHs] YyBCTBUTEIHLHOCTH K WHCYIIUHY
M0 Mepe PocTa, MyOepTaTHBINA MEePHOJ, CIOCOOHOCTH FOHOTO IalieHTa camo-
CTOSITEITEHO BBITIONMHATH PEKOMEH/IAIINH JIYAIeTo Bpada M OKas3hIBaTh cede Me-
JTUITTHCKYIO TIOMOIIb, COIIMAIbHBIE W TICHXOJIOTHYECKHE aCMeKThI B IIKOIHHON
cpene, HEeBpOJIOTHYECKasi BOCIIPUUMYHABOCTh K THITOTIIMKEMUH W THIIEPIIIHAKE-
MU, BO3MOXKHbIE HETaTHBHbBIE HEHPOKOTHUTHUBHBIE dPPEKTH TMa0STUIECKOTO
keroarumosa (JKA).

ITuk 3a0051eBaeMOCTH MTPUXOUTCS HA TIEPHUOJ] PAHHETO IyOepTara u y JIeBO-
YeK BBISBIISICTCS HA 1-2 rojia paHbllie, 4eM y MajapunukoB. K koHIly myOeprarHoro
neproa 3a001eBaeMOCTh CHIDKAETCs JUIsl JieTell oboux mosoB. [locie ycraHoB-
JICHUs JIMarHo3a U Hadaia uncyauHorepanuu C/1 uMeer XpOHUYECKOe TeUCHUE
C TIepHoIaMK KOMIICHCAIIUK YTJICBOJHOTO OOMEHA M (pa3aMu JICKOMIICHCAIMU C
siBieHusIMU Keto3a/[IKA wim 6e3 Hux. Hapsity ¢ MHTepKyppeHTHbIMU 3a00i1e-
BaHUSIMU, IPEKPALICHUEM TI0/Iaud WHCYJIMHA MIPU UCIIOb30BAaHUN WHCYJIMHOBOMN
TIOMIIbI, TPUYMHON JIEKOMITCHCAIIUU YIJICBOJIHOTO OOMEHa MOTYT OBITh HapylIle-
HUSI B KOHTPOJIC 3a00JIeBaHKsI CO CTOPOHBI MAIMEHTA: PEKUI KOHTPOJb TIHKEe-
MUH, HECOOTIOICHUE PEKOMEH IAIIHI TI0 ITUTAHHUIO U PEKUMY UHCYITUHOTEPAITHH.

Hecmotps Ha pa3HOOOpa3ue 1 MHOKECTBO TEPAreBTUUECKUX ONMLUI U TeX-
HOJIOTHYECKHX pelieHnid s aeteid u moxpoctkoB ¢ CII1, ocraercs akTyaib-
HBIM BOIIPOC HU3KOW IPUBEPKEHHOCTH TEPAIIMU CO CTOPOHBI IOHBIX MALIMEHTOB
U €€ MOCJIEICTBYS B BUJIC HEIOCTHKEHUS LIEJIEBBIX 3HAUCHUN [NIMKEMUH, Pa3BU-
THSI OCTPBIX ¥ XPOHHUUECKUX OCJIOKHEHUH I'MIIEPIIMKEMUH. B 3TOM KOHTEKCTE
BBIOOP ONTHMAJIBHOIO PEXMMa WHCYIMHOTEPAIINH C YYETOM CBOMCTB pa3jiny-
HBIX MOJIEKYJ] WHCYJIMHA, OCOOCHHOCTEH KaKIOr0 MalMeHTa U AOCTHKEHUH
(hapMaLeBTHUECKOI HAyKH SIBISIETCS aKTyaJIbHBIM.
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FOBUNEN 3HOAOKPUHONOMMYECKOIO OTAENEHUSA
MOPO30BCKOW BEONbHULIbI. 60 NIET CITY>KEHUA

Poiokuna U.I'%; Mlerpsiikuna E.E.'>3

'PIIKB — punuan @®IrAOY BO PHUMY um. H. 1. ITupocosa Munszopasa
Poccuu, e. Mockea, Poccus

’I'BY3 «Mopososckas demckas 20podckas kaunuveckas bonvruya /[3My,
2. Mockea, Poccus

SOIAOY BO PHUMY um. H.U. Iupocosa Munszopasa Poccuu, . Mockea,
Poccusa

OHJOKPUHOJIOrHYeCcKoe OTAeaeHHe MOpOo30BCKOH TOpOACKON KIMHUYE-
ckoil OompHHIBI [lemaprameHTa 37paBoOXpaHeHHs Topoaa MOCKBBI OBLIO
OTKpHITO B 1964 rony mo MHHLIMATHBE 3aB. Kadenpol NeTCKUX Oone3Hel ye-
yebHoro ¢akynsrera 2 MOJII'MUM um. H.W.Iluporosa npodeccopa, 1.M.H.
Mapuu MarseeBusl ByOHoBO# 1 npodeccopa kadeapsr, 1.M.H. Mroas! HBa-
HOBHbI MapThIHOBOM. J[0 3TOr0 BpeMEeHHU CHELUaTIU3UPOBAHHON SHIOKPUHO-
norudeckoit ciayx0bl B CCCP B IeTCKUX pernoHaIbHBIX CKOPOIIOMOIIHBIX
00JBHMLIAX HE CYLIECTBOBAJIO.

Mapust MaTtBeeBHa 1 Mriona VIBaHOBHA CTajiu MHOHEPaM B OpPraHU3ALUU
MOMOILM JIETSIM, CTPAAAIOIIUMHU YHAOKPHHOIOTUYSCKUMHU 3a00JICBaHUSIMH B
Mockse.




Matepuanbl KoHdepeHLMn

Puc.1. BybHosa M.M. — npocp., .m.H. MapmeiHosa M.U. — npocp., 0.M.H.

OtneneHue C MepBbIX JHEH M 0 HACTOSIIETO BPEMEHH SBISIETCS LIEHTPOM
YpreHTHOH 3HA0KpHHONIOrMK B Mockse. Crona noctynaer 6onee 95% nereii n
MOJIPOCTKOB TOPOAA C YHIOKPUHHOM TATOJIOTHEH, TPEOYIOINX CPOUYHON TTOMO-
. C 3TUM CBSI3aHO U MIPUOPUTETHOE HAMPABICHUE HAYYHOU U MPAaKTHUUECKON
paboTHI OTHENeHNs — caxapHbIi nuader 1 Tuma y neTeil, kak HawmboJee 4acTo
BCTPEUAIOIIASCS U TsDKeJasi IaTOJIOr sl B 3HJOKPHUHOJIOTHH AETCKOTO BO3pacTa.

3a 60 net paboThl MOMOIbL B OT/ICJICHUU B JUATHOCTUKE W JICUCHUHU caxap-
Horo auabera momyyunu Oonee 50 Thic. neTell. B HacTosimee Bpems exkero-
HO B oTzeneHue nocrymnaer 10 500 gereil ¢ BepBble BHIIBICHHBIM CaXapHBIM
nuabeToM. borblas 4acTh rOCHUTAIM3UPYEMbIX JieTel TpeOyeT HeOTIOKHOM
Tepanyy B CBSI3U C BBIPAKCHHOW JEKOMIICHCAIMEW YITIeBOIHOIO OOMEeHa, TH-
a0eTHUYECKUM KEeTOaluI030M. B oTnenenun pazpaboTaHbl YHUKaJIbHBIE METO-
JUKH JICYCHHsT AHA0ETHUECKOr0 KeTOaIro3a, MOMyYHBIIUE MPU3HAHUE KOJUIET
kak B Poccun, Tak u 3a pyoesxxoM. [lepenoBrie TexHonoruu B auarnoctuke CJJ
1 Tuna, BKIJIIOYAIONIME UMMYHOJIOTMYECKOE U MOJIEKYISIPHO-TEHETHYECKUE HC-
CJIeZIOBaHUS, TO3BOJISIIOT BpayaM CTallioHapa AMarHOCTUPOBATh pelkue HOopMbl
caxapHoro nuabera (MODY, neonartanshbriii CI)

B ornenennn cozganel kKoMGOPTHBIE YCIOBUS Ul COBMECTHOTO IpeObIBa-
Hus pomuteneit ¢ nerbmu. C 2018 roga B otaeneHun padOTalOT KIMHAYECKHE
TCUX0JI0TH MOpPO30BCKOM JIETCKOI TOPOACKON OOJHHHMIIBI, TO3BOJISIONINE Tpa-
MOTHO, IIPO¢)eCCHOHATIBHO MOMOYb HALMEHTaM M MX POAUTENSIM B CIIOXHBIX

Matepwuanbl KoHgdepeHL K

CUTYyaLUsIX, CBA3aHHBIX C TEUEHHEM CcaxapHOro auadbera. MeIMIMHCKUM mepco-
HaJI OTAENICHUs 00y4yaeT poAuTesed MPUHIMIIAM [TUTAHUS, TEXHUKE HHBEKINN
MHCYJMHA C IOMOILBIO MINPHLl PyUeK, HABBIKOB MCIIOJIb30BAHMS IJIIOKOMETPA.
Bpauu oraeneHus CTOSIM y UCTOKOB BHEIPEHUS B ITOBCEIHEBHYIO KU3Hb [Ie-
Tel 1 noapocTKoB ¢ CJ] MEAUIMHCKUX TEXHOJOIMM B BUJIE HEIIPEPBIBHOTO MO-
HUTOPHUHTa NIMKEMHUU U MHCYJIMHOBBIX 03aTOPOB (1oMIl). B pamkax oxa3aHus
BBICOKOTEXHOJIOTMYHON MEJULIMHCKOM TOMOILM YCTaHABIMBAIOTCS BCE MOJEIIN
MHCYJIMHOBBIX J103aTOPOB, 3aperucTpupoBannblie B Poccuiickoit denepanuu.

Sh

Puc. 2. CompydHuku omoeneHusi 3HOOKPUHOI02uu
C 2r1ag8HbIM 8HeWMmamHbIiM OemCcKUM crieyuanucmom 3HOOKPUHOMTO20M
LenapmameHma 30pagooxpaHeHusi 20poda Mockesl E.E. lNempsilikuHoU

C oxTsi0pst 1998 1. B oTnenennn padotaer Illkona caxapHoro nuabera. 3a-
HATHUS TIPOBOMATCS B HENIPEPHIBHOM pekuMe. Bpadamu ornenenus Obuia pas-
paboTaHa CTPYKTYpHpOBaHHAsl IpOrpaMMma, KOTOpasi IMO3BOJISIET CIIPABUTHCS C
HEPBBIMU [IaraMH B KOHTPOJIE XPOHUYECKOTO 3a00JI€BaHMs, a TAKXKe yIITyOUTh
CBOM 3HAHUS TMAIMEHTaM, UMEIOIINM JUTHTEIBHBIA CTaX OOJe3HU. YUHTHIBAs
pa3BHUTHE TEXHOJOTHI B JICYUCHUH CaxapHOTO auabera, OTAEIbHO pa3paboTaHbI
IIKOJIBI CAMOKOHTPOJIS C HCTIONIBb30BAHUEM PHOOPOB HETIPEPHIBHOTO MOHUTO-
PHUPOBAHUS TIIOKO3BI M LIKOJIBI TOMITOBOM MHCYJIMHOTEPAITHH.
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Puc.3. Bpa4y omdeneHusi N.B. lapsiesa HazpaxdeHa
epamomol Npe3udeHma P® B.B. [TymuHa

C 2009 roga BrepBble B Poccum opraHn3oBaHO €XeJHEBHOE KPYITIOCYTOY-
HOE€ JIeKYpPCTBO JETCKOTO SHAOKPUHOJNOTa B CTallMOHape. B TakoM pexume
(24/7) paboTaet «ropsidasi TMHUSD) AETCKOH SHIOKPUHOIOTUH AJISl AIIUEHTOB,
ponUTENEN U YIEHOB CEMEH.

C 2011 r. BHempeHa sHNOKpUHHAS XUpyprus. [[poBoanTcs coBMmecTHas paboTa
SHJOKPHUHOJIOTOB U XUPYPIOB B JICUCHUH TSDKEJIBIX 3a00JICBaHUMN: THIIEpHapaTy-
peo3, 00pa30BaHuUs IUTOBUIHOM JKeJIe3bl, TMIICPUHCYIMHN3M, 00pa30BaHus HA-
MOYEYHNKOB, (PeMHUHU3UPYIOINIUe MiacTudeckue omneparyn npu BIKH, ypomo-
THYECKUE OTepanyy. ITO TO3BOJIMIO YITydIIATh d(PPEKTUBHOCTh, TOCTYITHOCTh
Y KaU4€CTBO OKa3aHMs CIELHAIN3UPOBAHHON MEIULIMHCKOM TOMOIIHN JETSAM C 3H-
JOKPUHHBIMHU OIYXOJISIMH, HapyLIEHUAMH (POPMUPOBAHMS 110J1a, BPOXKICHHBIMU
SHJOKPHUHHBIMU aHOMAJIHMSMH Yy HOBOPOXKICHHBIX U HEJOHOIICHHBIX JETCH.

B 2012 aBropckas MeToarKa Je4eHus AuadeTuaeckoro keroannnosa (JKA),
CO3JaHHAs B OTACICHUN YHIOKPUHOIOTHH MOPO30BCKOM OOJIBHUIIBI, YIOCTOU-
Jach npeMuH Mapa MOCKBEI 110 MEIUIIHE.

B 2014 r narnas aBropckas meronuka nedenust JJKA Bomura B @enepaababie
KJIMHAYECKHE PEKOMEHIAMHU (TIPOTOKOJIBI) O BEACHUIO IETEeH ¢ S3HIOKPHHHBI-
MU 3a0oeBaHusIMU Poccuiickoil acconmanym SHI0KPUHOIOTOB.

C 2022 ropa BriepBbIe Ha3HaYeHA MMATOTEHETHIECKAs TepaIus AETSIM C pel-
KuM 3a0ojieBaHueM axoHjaporuiasus. 1o 2022 roay Oblia BO3MOXKHA TOJIBKO
XUpypruyueckas KOppeKIusl JIMHBI TpyOuaThiX KocTeil. Bpaum cranmmonapa
OJHUMHM U3 TEPBbIX B MHpE NMPUMECHUIM HOBBIH JIEKAPCTBEHHBIH Ipemnapar,
pa3pabOTaHHBIN IS yIydIIeHUsI TEMIIOB POCTa MaJIEHbKHUX MaIleHToB. B Ha-
CTOsIIIee BpEeMsl B OTJEJICHUU HAOIIoaeTCs camasi OoJIbllasi rpynra naueH-
ToB B Poccum.

C MOMeHTa OTKDBITHS U JI0 HACTOSIIErO BPEMEHHU B OTACICHUH MOCTOSH-
HO MPOBOAATCS HAYYHBIE UCCIEIOBaHMS, PE3YIbTAaThl KOTOPBIX BHEAPSIOTCS B
MPaKTUKY 3paBooxpaHeHus. Ha 6a3e otaenenus 3amumieHo 10 JOKTOPCKUX
1 36 KaHIUJATCKUX AMCCEepTalnid, OnyOIMKOBaHO OoJjiee 2 ThIC. CTATeH U Te-
31COB B OT€UECTBEHHOM M MEXIYHapOJHON HayuyHOU IuTEparype.

DHJOKPUHOJIOTHYECKOE OTHACICHHE sIBIsieTCsl 0a30i Kadeapsl neanaTpun
uMenn akagemuka M.S. Ctynenukuna MHCTUTYTa KIMHUYECKON MEIUIIUHBI
OI'AOY BO PHUMY um. H.M. IluporoBa Munzapasa Poccun CorpynHuku
oTneneHus u Kadeapsl HEOMHOKPATHO MPUHUMANIA y9acTHEe B paboTe Topo-
CKHX, BCEPOCCUUCKHX M MEXIyHApOJHBIX ChE3/10B, HAYUHBIX KOH(EpPEHIUI
MeANaTPOB W IHAOKpHHONOTOB. OTHeneHue u Kadeapa MmpoaoiKalT BECTH
MPaKTUYECKYI0 W HAYYHYIO paloTy, HApaBICHHYIO Ha YIyYIIEHHWE ITOMOIIU
JIETSIM, CTPAJIAl0IIUM YHIOKPUHHBIMU 3200 ICBAHUSMU.

COTpyIHUKH OTAEIICHUS TPOBOIAT KOHCYNBTAIMK OONBHBIX C DHIOKPUH-
HO¥ MaTOJIOTHEH B PAa3JIMYHBIX OTJEICHUSIX MHOTOMPO(HUILHOTO CTaIl[MOHApA,
JIPYTUX KIUMHUKAX MOCKBBI U Ipyrux pernonos Poccum.

C 2015 ronma otaeneHue siBisieTcsi 0a3oM, rje o0y4aroTcsi B OpJUHATYpPE
Y TOBBIIIAIOT KBATH(UKAIIUIO BBITYCKHIUKHA MEIUIIMHCKUX BY30B U BpayH I10
CHEIMABLHOCTH «J]eTCKast SHIOKPUHOIOTHUS.

IlepBas 3aBeayromas orneneHueM — K.M.H. BapBapa HukonaeBna SIHkoB-
CKasl.

3aBeoBaIu OTAEICHUEM B pasHble roasl: 10 1983 r. — JI.B. Jlemunosa, ¢
1983 mo 1987 — A.Il. Anapeitaenxko, ¢ 1987 mo 2002 — B.®. [Tumtotuk, ¢ 2002
no 2011 npodeccop, 1.M.H., 3acnyxennbiii Bpad PO E.E. [Terpsiikuna, ¢ 2011
I. TI0O HACTOsIIee BpeMs 3aciHyKSHHBbIH MEIUIIMHCKUI paboTHUK T. MOCKBBI
N.I". PriOkuHa.
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NEPBUYHAA XPOHUYECKAA HAOMNOYEYHUKOBASA
HEOOCTATOYHOCTb KAK KOMMOHEHT X-CLIENJIEHHOWN
AOPEHONEAKOAUCTPO®UM Y NALMEHTA 16 JIET

Ceknnaesa M.B.!?; Marszk U.B?; Tuxonosuu 10.B.!43

'@rA0Y BO «IIMI'MY um. U.M. Ceuenosa (Ceuernosckuil ynugepcumen)y,
2. Mockea, Poccus

’I'BY3 «/lemckas copoockas noauxaunuxa Ne 99 J[3My, 2. Mocksa, Poccust
SI'BY3 «/lemckas copoockas nonukaunuxa Ne 104 J13My, o. Mockea, Poccus
‘OIA0Y BO «PHUMY um. H.U. [Tupocosay Munzopasa Poccuu, e. Mocksa,
Poccus

OI'BHY «MI'HL] um. akademura H.I1. boukosa» Munobpuayku Poccuu,

2. Mockea, Poccus

BBenenue: X-cliemnieHHas aZPEeHOTICHUKOTUCTPOPUS (X-AJII;
OMIM:300100) — HeiponereHepaTHBHOE 3a00JIeBaHNE, XapaKTEPHU3YIOIIeeCs
HapyLICHUEM TEPOKCHCOMHOTO OETa-OKUCICHHsI OYCHb JIMHHOIICTIOYCYHBIX
xupHbIX KucnoT (OALPKK), uTto mpuBOIUT K WX HAKOMJICHUIO B Pa3IHYHBIX
TKaHSX, 0COOCHHO B OEJIOM BEIECTBE TOJIOBHOTO U CITMHHOTO MO3Ta ¥ KOpe HaJl-
MOYCYHUKOB. 3a0osieBaHUE CBA3aHO C JeexktoM reHa ABCD1, KOTOPBIH KOIU-
pYeT MEepOKCHUCOMHBIN TpaHCMEMOpPaHHBIM O€JIOK, TPAaHCIIOPTUPYIOIIUH d(DUPEI
O/ILIXK u3 uto30515 B IEPOKCHCOMY.

Knuanveckas kapTuHa 3a0oseBanus BapualOesbHa, YTO CBA3aHO C pa3iny-
HOU MEHETPAHTHOCTBIO U 3KCHPECCUBHOCTHIO AHOMAJIBHOIO T'€Ha, ¥ BKJIIOYAeT
alpeHOMHENIOHEHponaTHIo, epedpaabHyio (OpMy U M30JHMPOBAHHYIO HAJIIO-
4eqyHHKOBYI0 HenmoctatouHocTh (HH), mpruem HH MoxeT pazBuBarhbest 3a rofisl
JI0 TIOSIBJICHHSI HEBPOJIOTMYECKOM CUMIITOMAaTHKH.

HH MoxeT nposBiisThCst U30JIMPOBAHHBIM JIS(HUITUTOM TITFOKOKOPTHKOHJIOB U
JUTUTEIBHOE BPEMsI OCTaBaThCs HEPACIIO3HAHHOM, B JJaJIbHEHIIIeM, Ooiiee 4eM B
TIOJIOBHHE CITyYaeB MPUCOSANHSAETCS AeUINT MUHEPATOKOPTHKOUIOB. Y psna
B3pOCIBIX ManueHToB ¢ X-AJIJ] onucana roHagHast HEIOCTATOYHOCTD, Y TAIU-
EHTOB C aJ[peHOMHUEIIOHeNponaTuell — paHHee O0JIbICEHUE.

WneHnTryHbIC TeHETHYECKUE BAPUAHTHI MOTYT IPUBOJUTH K Pa3HOOOPa3HBIM
KJIMHAYEeCKUM (DEHOTHIIaM, JaKe B MpeAeIax OAHOW CEMbH, YTO Tpeanonaraet
HaJINYMeE IOTOJHUTENBHBIX (DAaKTOPOB, BIMSIOLINX HA TEUCHUE 3a00I€BaHMs.

OCHOBHBIM METOJIOM TEpaIruy MAIUeHTOB ¢ IepedpaabHoi (hopmoii 3a60-
JIeBaHWS HA paHHEH CTaIuy ABISETCS aJUTOTeHHAs TPAHCIUIAHTAIUS TeMOI0d-
Traeckux cTBONOBBIX KiIeTok (TI'CK). B cimyuae orcyrctBust HLA-coBMecTn-
MOTO JTOHOpa aJbTEpPHATUBON ciykutT aytojorudHas ['CK-remnas Ttepamus c
UCIIOJIb30BAHUEM JICHTHBHPYCHO-CKOPPEKTHPOBAHHBIX KIETOK. [Ipn Hanmnunm
BBIPKCHHBIX HEBPOJOTMYECKUX HapyLICHWH MpOTHO3 3a0o0jeBaHusl HEOIaro-
MIPUSATHBIM.

Tepanua HH y manmenToB ¢ X-AJIJl mpoBoiuTCS aHAIOTHYHO CYIIECTBYIO-
muM ctaiaapramu Beaenusd HH npyroit atnonoruu.

Mpe1 onrickiBaeM citydaid panHeit quaraoctuku X-AJIJ] y mogpoctka 16 et
¢ nepsuyHOit HH 110 pa3BuTHS HEBPOIOTHYECKOTO KOMITIOHEHTA 3a00JICBAaHHSI.

KuaroueBbie ciaoBa: X-clieruieHHas afpeHOJIEHKOMUCTpOodus, TepBUIHAS
Ha/\IIOYEYHUKOBAsI HEAOCTATOYHOCTh, OUY€Hb [UINHHOLETIOUEYHbIE KUPHBIC KHC-
noTel, ABCDI.

Kimnnueckuii cayyaii. [lanuent A., 16 eT noCTynuiI B KIIMHUKY C 5KaJIO-
0aMu Ha HOSIBJICHHE TUIIEPIIUTMEHTALNHI KO>KHBIX TIOKPOBOB, BHINAJICHNE BOJIOC,
YTOMJISIEMOCTb.

W3BecTHO, 4TO paHHEe (PU3MUECKOE U MOTOPHOE pa3BUTHE peOCHKA MpOTe-
Kajo 0e3 ocoOeHHOCTeH, peueBoe — ¢ 3ajepxKoil. B 1,5 roma Obi ycTaHOBIIEH
JIMarHO3 IBYCTOPOHHSAS HEHPOCEHCOpHAs MOTepsl cIyXa, IPOBEAEHa MPaBOCTO-
POHHSS KOXJIeapHasi IMIUIAHTAIIHs.

B 13 ner mocne coTpsiceHHs! TOIOBHOTO MO3Ta BIIEPBBIE BBISBICHO IOBBI-
LIEHHE apTepHalbHOTO JABJICHHUS, 110 MOBOLY YEro HEperyiIspHO NPUHUMAET
sHananpui. C 14 netr — BRIMaJCHUE BOJIOC, HAONIOMASTCS IEPMATOJIOTOM C JIH-
arHo3oM «I'He3nHas anmomnenus. Kemmonnnsle pyOIis! (mociae nepeHeceHHoro B
paHHeM Bo3pacte oO0mupHOro oxora)». C 16 JeT — runepnurMeHTanus Kox-
HBIX TIOKPOBOB, YTOMJISIEMOCTb. AMOYJIaTOpHO BBIsABICHO moBbilieHrne AKTI >
2000 rir/mi1, B CBsI3U ¢ 4eM peOeHOK ObUI HAaIIPaBJIeH B CTAL[OHAP.

O6wextuBHO: poct 173 cm (SDS -0,08), Bec 64 xr (SDS UMT: +0,46), ITIIT
1,76 m2. KoxHbIe MOKPOBBI «OPOH30BOTO IBETA» C YUACTKAMU THIICPITUTMEH-
TaIMK HA 3aJHCH TTOBEPXHOCTH IIEH, JIOKTAX, KOJCHsX. [1oI0BOE pa3BUTHE MO
mikane TanHep 5. HeBposorudeckas CHMITOMaTHKa Ha MOMEHT OCMOTpa HE
OTIPEIEeIIsIACh.
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[Tpn o6cnenoBannm: sytupeos, mossiienue AKTI > 440 mvmons/ 1 (1,6-13.9),
MOTpaHIYHOE CHIDKEHHE YPOBHs KopTH3ona 1o 120-128,5 HMomb/11, ypOBEeHb pe-
HUHA — B TIpeieax pe)epeHCHBIX 3HAUYCHNUH, HIIEKTPOJIUTHBIC HAPYIICHHUS HE BBI-
seaenbl. JII' 15 MmME/mn (1,7-8,6); ®CI" 3,6 MME/M (1,5-12,4); TectocTepoH:
16,1 HMOIB/7.

VYeranosinen auarno3 «llepBudHas XpoHUUECKas HAIIOYCUHUKOBAsT HEIOCTA-
TOYHOCTHY. 10 )KN3HEHHBIM MOKAa3aHUSAM UHUIIMHPOBAHA TEPAIUsl THIPOKOPTH-
30HOM U3 pacyera 11 Mr/m?/cyTKH.

C nenbto uckimoueHust X-AJIJ[ Opu1 can oOpaszer] KpoBH Ha Ta30BYIO XpOMa-
torpacdwuro mra3mel kposu (OALDKK) B MI'HL] nmenn akagemuka H.11. bouxosa.
BBIsIBIICHO MOBBIITIEHNE KOHIIEHTPAIIMU ¥ COOTHOILCHUS KOHIIEHTPAIMI KHCIIOT:
C22:43,5 MM/mn (25.6-120.6); C24: 71 mM/mn (22.6-80); C26: 3,1 MM/mi (0.22-
2.2);C24/C22: 1,632 mM/mi (0.64-0.88):C26/C22: 0,071 mM/mi (0.009-0.018).

B 6 sx30He rena ABCD] BbIsSBIIEH HEONMCAHHBIN paHee Kak MaTOreHHbIN Ba-
PHaHT HYKJICOTHIHOM MOCIIENOBATEILHOCTH B TOMO-/TEMU3UTOTHOM COCTOSTHHH,
npuBosmui kK mucceHc-3amere (NM_000033.4: c.1513A>T, p.(Ile505Phe)).
Cornacno kpurepusim ACMG naHHBINA BapyaHT HYKJIEOTHHOH MOCIeq0BaTeb-
HOCTH SBJISIETCS BEPOSITHO MAaTOreHHBIM. B HacTos11Iee BpeMs POBOIUTCSA HcCiIe-
JIOBaHWE 00pa3OB KPOBU POIUTENEH 1 cubca MamyenTa.

IToBTOpHO peOEHOK 00CIenoBaH Yepe3 1,5 Mecsia B CBS3HU C MOSBICHUEM TATH
K conéHoll nuie. Ha ¢oHe Tepanuy mIFOKOKOPTUKOUAAMH OTMEYaJIOCh YiIydIle-
HHE OOIIEro COCTOSHMS, YMEHBIICHUE TUIMEHTAIMN KO>KHBIX [TIOKPOBOB, OTMeE-
YEHO MOBBIIICHNE YPOBHS PEHUHA BBILIE 2 HOPM. DJIEKTPOJIUTHBIC HAPYLLICHUS HE
BBIsSIBIICHEI. [IpoBeieHa KoppeKys Tepanun, HazHadeH (ryapoxopti3oH 0,0125
MT/CyTKH.

s npoBenernss MPT roioBHOTO Mo3ra, HEBPOJIOTHYECKOTO J000CIIenoBa-
HUSA Y ONIPEAEIIEHUS TAKTUKU JaJIbHENIIEro BEAEHUS MAllMEHT HAIIPABJIEH B OT/E-
nenue kimHndeckoit renerrnkn PCHUMY um. H.U. TMuporosa (1. Mockga).

3akJ/l04eHHe: Ha CEroAHSIIHMNA AEHb CJIOKHOCTb BEICHUS IMALEHTOB C
X-AJIJl ompenensieTcs He TOIBKO OTCYTCTBHEM (D GEKTHBHON 1 O€301acHOH ma-
TOT€HETUUECKON Tepanry, HO U OTCYTCTBHUEM UETKOH KOPpEJsIUM IeHOTUI-(e-
HOTHII, TO3TOMY IIOJYYEHHbIE PE3yNIbTaTbl T€HETHYECKOTO HCCICAOBAHUS HE
TIO3BOJISTIOT OTIPENENUTh (POpMY M MTPOTHO3 3a00NIEBAHMS, YTO OTPENeNsIeT HE00-
XOIUMOCTb peryisipHoro nposeaeHuss MPT ronoHoro mo3sra.

MaTtepuanbl koHdepeHLmn

B nHamem xnuHuueckoMm ciydyae, MPT rogoBHOro mMosra B OTAECIEHUH IPO-
BECTH HE yNaJoCh M3-3a HAJMYMUs KOXJIEAPHOI'O MMILIAHTA, B CBSI3M C YeM AJIS
JaypHeHero o0cnea0BaHys MALUEHT ObUI HAIIPABJICH B OTICJICHUE KIMHUYE-
CKOH FeHETHKH, CIICLUAIN3UPYIOIeeCs] Ha BEICHUU TaKUX OOJNbHBIX.

Cxpununr Ha onpeaenenue OJLDKK y marueHTOB MyKCKOTO moja ¢ mep-
BuuHoil HH, nmo3Bonser auarnoctuposats X-AJIJl Ha paHHel cTaguu 10 pas-
BUTHS HEBPOJIOTHYECKUX HAPYIICHHUM KaK y MalUeHTa, TaK U y APYTUX WICHOB
ceMbHu (CHOCHI, MaTh), YTO HE TOJIBKO PACHIMPSCT TEPANECBTHUCCKHE BO3MOXK-
HOCTH, HO U MO3BOJISIET IPOBOJUTH T€HETUUECKOE KOHCYJIETUPOBAHUE CEMbH U
MpeHaTalbHYI0 JUATHOCTHKY 3a00IeBaHuUSI.

WHBANIMOHOCTb BCNEACTBUE CAXAPHOI'O NIWABETA
Y OETEU U NOAPOCTKOB

CmupnoBa 10.A. — k.u.n.
QI'BY @b MCO Munmpyoa Poccuu, e. Mocksa, Poccus

[To nanubIM DenepanbHOrO PErucTpa caxapHoro auadera, Ha 1 sHBaps 2021
roga B Poccuiickoit @enepariuu cocTosio Ha AucHancepHoM yuere 47 494 pe-
OCHKa M IMOJIPOCTKA C CaXapHBIM JHA0CTOM, U3 HUX C CaXxapHbIM auadberoM 1
Tumna — 45 827 neteil u moAPOCTKOB.

Ilo maHHBIM aHanu3a rofoBbIX (HOpM (enepanbHOrO CTaTUCTUYECKOrO Ha-
omonenusi, B Poccuiickoii dexeparim B 2020 1. BriepBble ObLIH MPU3HAHBI HH-
BaJIMJIaMHU BCJIEJICTBHE caxapHOTO auadeTa cpeam JeTcKoro HacenmeHws 7 123
pebenka, B 2021 1. — 7 476 neteii (Temn pocra coctaBui 5,0%), B 2022 1. — 7 702
pebenka (Temn pocra coctasui 3,0%).

YpoBeHb MEePBUYHON WHBAJIUIHOCTU JIETCKOTO HACEJICHHUS BCICACTBUE Ca-
xapHoro auabera B 2020 r. cocraBuna 2,3, B 2021 u 2022 rr. — 2,5 Ha 10 ThIC.
COOTBETCTBYFOIIIETO HACCICHHUS.

B cTpykType nepBu4HO HHBAJIMIHOCTH BCIEACTBUE CaXapHOTro auabeTa mno
BO3pacTy MPEBAJHMPYIOT JIETH BO3PACTHOW Tpymnmbl 8-14 jerT, KoTopble cocra-
By B 2020 1. 48,9 % (3 481 wenosek), B 2021 1. — 49,9 % (3 733 uenoBeka),
B 2022 1. — 52,2 % cpenu Bcex BO3pacTHhIX rpymi. [loutu B 1Ba pa3a MeHbIe
JeTell BO3pacTHOM rpynmsl 4-7 jet, kotopble coctaBuan B 2020 1. 26,4% (1
880 gemomek), B 2021 1. — 28,2% (2 111 wenosek), B 2022 . — 25,6% (1 970
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YEIIOBEK). YIETbHBIN BeC JeTeli-HHBAIMIO0B BO3pacTHOM rpymmsl ot 0 10 3 et
coctasui B 2020 1. 12,6% (899 wenosek), B 2021 r. camsuiics 1o 11,5% (859 de-
noBek), B 2022 . — 11,7% (899 uwenosek). Jlons neTeil-nHBaNIUI0B BO3PACTHON
rpynmsl 15-17 get oTHOCUTENbHO HeBenuka, coctasuia B 2020 . 12,1% (863
yenoBeka) rmpu cHmkeHnn B 2021 . mo 10,3% (773 genoseka), B 2022 1. cocra-
Bria 10,5% (809 uenosex).

Yucno nun B Bo3pacte 10 18 JeT, MOBTOPHO MPU3HAHHBIX MHBAJIHIAMHU
BCJICJICTBUE caxapHoro auabera, coctaBmwio B 2020 . 5 596 genosek, B 2021
. — 3 268 uenosek (Temn yobutn coctaBui 41,6%), B 2022 . — 3 364 yenoBeka
(Temn pocra coctaBui 2,9 %).

YpoBeHb MOBTOPHON HWHBAJHIHOCTH AETCKOTO HAaCENeHWs BCIEICTBUE ca-
xapHoro auabera B 2020 r. coctasui 1,8, B 2021 u 2022 rr. cHm3mies ao 1,1 Ha
10 ThIC. COOTBETCTBYIOLIETO HACEIICHHUS.

B cTpyKType MOBTOPHOI MHBAIMAHOCTH BCIEACTBHE caxapHOro nuabdera mno
BO3pACTy 3HAYUTENBHO MPEeodIagaroT AETH BO3PACTHOM rpymmsl §-14 neT, ko-
topeie coctaBuin B 2020 1. 65,3% (3 656 uenosek), B 2021 1. — 83,1% (2 716
yernoBek), B 2022 . — 77,8% (2 615 yenoBek) u3 Bcex BO3pacTHBIX rpymm. Ha
BTOPOM PaHTOBOM MECTE B CTPYKTYpE JeTeH, TOBTOPHO MPU3HAHHBIX HHBAINAA-
MU BCJIC/ICTBUE CaXapHOTO AradeTa, HaXOIATCs JISTH BO3PAaCTHON rpymbl 15-17
net, kotopbie coctaBmwim B 2020 1. 23,4% (1 308 uenosek), B 2021 1. — 13,3%
(434 genoreka), B 2022 . — 19,9% (671 uenoBek). YienbHbIH BeC JeTelH-MHBA-
JIUI0B BO3pacTHOM rpymisl oT 4 10 7 jaet cocraBuia B 2020 . 10% (561 yeno-
BeK), B 2021 1. cumzmics a0 3,1% (102 genosexa), B 2022 1. — 10 2,2% (73 geno-
Beka). J10s1st HOBTOPHO NPU3HAHHBIX JeTeH-MHBAINAOB BO3pacTHOH rpymibl 0-3
net camasi Hu3Kasi, cocrasmia B 2020 roay 1,3% (71 4enoBek) npu CHUKEHUH B
2021 roxy no 0,5% (16 yenosek) u B 2022 rogy — 10 0,1% (5 uenosex).

YuuteiBas uznoxkenHoe Boimre, B 2021 u 2022 romax uMmeia MECTO CTaOu-
JIM3alKsl YPOBHEH MEPBUYHOM M MOBTOPHOM MHBAJIMIHOCTH JETCKOIO Hacele-
HUSI BCJIGACTBUE NPEUMYIIECTBEHHO caxapHoro nuadera 1 tuna. B cTpykrype
WHBAJMTHOCTH TIPEBATUPYIOT JIETH BO3pACTHON Tpymibl 8-14 metr. CHmKeHne
MOKa3areieil MOBTOPHOM MHBAJIMIHOCTH JIeTcKoro HaceneHus B 2021-2022 rr.
oOycrnoeneno BBeneHueM B 2019 1. B neiicTBoBaBIme Ha TOT MOMEHT llpaBu-
Ja MpU3HAHMS JHMLIA MHBAJIMIOM, YTBEP)KICHHBIC MOCTaHOBIeHHEM IlpaBu-
tenbcTBa Poccniickoit @enepanuu ot 20 despans 2006 1. Ne 95, Pazgena II (1)
«Iloka3zaHus u yciaoBuUsl AJs1 YCTAaHOBICHUS KaTETOPUU «PEOCHOK-UHBAINI» 10
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JOCTIKEHHS TPXKIaHUHOM BO3pacTa 18 jer», corracHo KOTOpPOMY KaTeTOpHs
«peOCHOK-MHBATU» 0 JOCTIKEHUS BO3pacTa 18 JieT ycTaHaBiIMBaeTcs MpU
OCBHUICTEIIHCTBOBAHUH JETEH C MHCYINHO3aBHCUMBIM CaXapHBIM THa0ETOM.

AHATIN3 MNOKA3ATEJEN NEPEOCBUAETENIbCTBOBAHUA
OETEN-MHBANWAOB BCNEOCTBUE CAXAPHOIO OUABETA
no AOCTUXEHUU UMU BO3PACTA 18 JIET

CmupnoBa 10.A. — k.u.n.
@I'BY @b MC3 Munmpyoa Poccuu, 2. Mockea, Poccus

ITo maHHBIM KOMIUIEKCHOT'O aHaJIM3a PE3yIbTaTOB IEPEOCBUICTEIbCTBO-
BaHUS JAETEH-NHBAIUIOB BCIEACTBHE CaxapHOIo auadera Mo JOCTHIKEHUHU
MMH Bo3pacTa 18 JeT ¢ mcmoiab30BaHMEM (eaeparbHON TocylIapCTBEHHOM
UHPOPMALMOHHON cucTeMbl «EnuHas aBTOMaTn3MpOBaHHAS BEPTHKAJIBHO-
WHTETPUPOBaHHAST WHPOPMAIMOHHO-aHATUTHYECKAsT CUCTEMa MO TIPOBe-
JEHUIO MEJINKO-COIMAIBLHON IKCTIEPTU3BD» yCcTaHOBIeHO, 4To B 2020 roay
BCEro ObLT MEpeocBUAETENbCTBOBAH 2 881 peOeHOK-MHBAIUA BCIEIACTBUE
caxapHOro nuadera, U3 HUX YCTAaHOBJICHA TPYIIa HHBATUAHOCTH 2 649 ue-
noBekam (92,0%), He npu3Hano uHBanIuaamu 232 genoseka (8%). B 2021
rofy Bcero OblI MepeocBHUIETENbCTBOBAH 2 641 peOeHOK-UHBAIUI BCIEA-
CTBHE caxapHOro aualera, U3 HUX yCTAaHOBJIEHA IPYIa MHBAJIMIHOCTH 2
509 genosekam (95,0%), He mpu3zHaHo nHBanuAamu 132 genoseka (5,0%).

ITo mannabiM 3a 2022 Tox, BCero OBLIO MEPEOCBUIICTEILCTBOBAHO 2 845
JIeTeli-HHBATUIOB BCIIEICTBUE CaxapHOTo auadeTa, U3 HHUX yCTAaHOBJICHA
rpynna uaBanugHoct 2 377 yenoBekam (84,0%), He MpU3HAHO MHBAIUAA-
mu 468 genosek (16,0%).

B IIOAABJIAIOIIEM OONBIINHCTBE CJIydacB yCTaHaBJIIMBAJIaCb TPEThA IpyI-
ma MHBAJIMAHOCTH.

HecMoTpst Ha HEKOTOPYIO OOIIHOCTH MOIXO0/0B K KOJIMYECTBECHHON OIICH-
K€ CTENEHHU BBIPAXCHHOCTH CTOMKWX HAapylIeHWH QYHKIUH OpraHu3ma pe-
Oenka B Bo3pacTe a0 18 jeT u rpaxknan B Bozpacte 18 jeT um crapuie npu
00JIe3HIX HIOKPUHHON CUCTEMBI, paCCTPOMCTBAX MUTAHUS U HApyLICHUIX
oOMEHa BEIIECTB B 1I€JIOM, 0a3UPYIOIUXCS NPEUMYLIECTBEHHO Ha OLICHKE
XapakTepa U CTENEeHH! BBIPAKCHHOCTH KIMHUYECKOH CHMIITOMATHKH 3a0oe-
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BaHMI, pe3ylbTaTOB KIMHUYECKNX U HHCTPYMEHTAIBHBIX METOZOB HCCIIEN0-
BaHUs, a TAK)KE BO3MOKHOCTH KOMIICHCAI[UU HAPYIICHHBIX (QYHKIIHHA C TIpU-
MEHEHHEM COBPEMEHHBIX METOJOB JICUCHUS U PeabUIUTALlUU, UMEET MECTO
CYIIECTBEHHOE Pa3IN4He SKCIEPTHBIX MOAXOJ0B K KOJTUYECTBEHHON OLICHKE
CTENEHU BBIPAXCHHOCTH CTOMKUX HapyleHUH QYHKIUI Opranu3Ma mpu ca-
XapHOM auadeTe B AETCKOM BO3pacTe W y JHIl B Bo3pacTe 18 siet u crapiue.

KonnyecTBeHHas OlleHKA CTENEHH BBIPAXKEHHOCTH CTOWKHMX HapyLICHHH
(yHKIIHA opraHW3Ma, OOYCIOBICHHBIX CaXapHBIM IHAOETOM, Yy TpakIaH,
JOCTUTIIUX |8-TeTHero Bo3pacra, B COOTBETCTBUHU C MPUMEUAHHEM K IOJ-
nyHkTy 4.2.1 npmioxkenus Ne 1 x Kitaccuduxanusam u Kpurepusim, HCHOJb-
3yeMbIM TNPHU OCYIIECTBICHUU MEIHMKO-COIUAIBHONW 3KCHEPTU3Bl TpaxiaaH
(denepanbHBIMH TOCYAapCTBEHHBIMH YUYPEKICHUSMU MEIHKO-COIHAIBHON
9KCTEePTHU3bI, YTBEPKACHHBIM MPUKa30M MUHHCTEpCTBA TPyJda W COIHATB-
HoM 3amuTsl Poccuiickoit deneparnuu ot 27 aBrycra 2019 . Ne 585H, ocHo-
BBIBACTCS MPEUMYIICCTBEHHO HA OLIEHKE CTECIICHU BHIPAXKEHHOCTH HApyILICH-
HBIX (QYHKIUH OpraHu3Ma Mpu BepuUIIMPOBAHHBIX MO3IHUX OCIIOKHEHUSIX
CO CTOpPOHBI OPraHOB-MHILICHEW, TakuX Kak auabeTnyeckas HedpomaTus,
peTHHOMATHs, KaTapaKkTa, HEBPOJOTHUECKHUE OCIOXKHEHHUs (quabeTndeckas
nepudepuyueckas U aBTOHOMHas HeWpomarus), HapylIeHHs Iepudepuue-
CKOTO KpoBooOpamieHus (auabeTudeckas aHTHOIAThs, Tpopudeckas s3Ba,
raHrpeHa), ruadeTndeckas ocreoaprponarus (croma wim cyctas llapko) u
npoyee. B 3aBUCUMOCTH OT CTENEHU BBIPaKEHHOCTH CTOWKHX HapyIIEHUH
(hyHKIMI OpraHu3Ma rpakJjaHuHy B Bo3pacTe 18 JeT u crapiie, Npu3HaHHO-
MYy WHBQJIHAOM BCJICACTBHE caxapHOTo nuabeta, yctanaBiauBaetcs I, 11 wim
III rpynna uHBaJIUIHOCTH.

B 2023-2024 ropax no nopydenuto Munrpyna Poccuu npoBoaarcs KoH-
TPOJIbHBIC MEPOIPHUSITHUS 110 BOIIPOCY NMPOBEPKU 0O0CHOBAHHOCTH PELICHUN
YUPEXKACHUN MEJUKO-COLUalIbHON IKCIEPTU3bl 00 OTKa3e B yCTAHOBJICHUU
TPyl HHBAIMIHOCTH TPaKAaHaM C CaxapHbIM AMa0eTOM 1O JOCTHXEHUH
Bo3pacta 18 ser. Ilogxon K yCTaHOBIEHHIO MHBAJUAHOCTU NPU CAXapPHOM
nuabere JNHIlaM MO JOCTHKEHUHU Bo3pacTa 18 JeT B KakJO0M KOHKPETHOM
ciIy4yae JOJDKEH OBITh CTPOro MEepCOHU(UIMPOBAHHBIM, UCXOIS M3 KIMHU-
KO-(DYHKIIMOHAJIBHOW XapaKTepUCTHKH 3a00JIeBaHUS, XapaKTepa U TAKECTH
OCJIO)KHEHHH, CTaJIWH, JUIMTEIbHOCTH, OCOOCHHOCTEH TEUEHUsI W MPOTHO3a
MATOJIOTMYECKOTO IIpolecca.
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TOHKOCTHU HABOI:-‘ATOPHOI?I AONATHOCTUKU CAXAPHOIO
AOWABETA Y AETEU 1 NOOPOCTKOB

Tumodeer A.B. — x.6.1.; KosiecunkoBa E.A.; Ph.D.; laaumos P.P.

PIKE — ¢unuan @IAOY BO PHUMY um. HH. Ilupoeosa Munzopasa
Poccuu, 2. Mockea, Poccus

JleTckue SHAOKPHHOJIOTH PACHOIAraloT 0OTaThIM apceHaIoM J1abopaTop-
HBIX TECTOB JJIsi OLEHKH PUCKA, TUATHOCTHKH U TUPPEpeHIIUaNbHON TH-
arHocTuku caxapHoro auadera (CH). s 3Q¢pekTHBHOTO HCIONB30BaHUS
9TOTO apceHaja HaJo 3HaThb OCOOCHHOCTU PA3JIMYHBIX TECTOB, YMETh I'pa-
MOTHO MX Ha3HauaTh M aHAJIU3UPOBATh MX Pe3yNbTaThl. B Haliel mpe3eHTa-
K 1aéTcs AeTaabHBIA Pa300p OMKOOK MPU HA3HAYCHUH U OLICHKE PEe3ylib-
TaTOB JIaDOPATOPHBIX TUA0ETOIOrMYECKUX TECTOB, @ B HACTOSIIMUX TE3MCAX
MBI IPUBEJEM TPH TPUMEpa Takoro pasdopa.

Ouwiub6Ku npu oyenkKe ceKpemopHoil AKMUGHOCMU [-K1emoK o yPOBHIO
C-nenmuoa ¢ cvl6opomKe HAMOULAK

[MpakTuueckn Bce KIMHUKO-IUarHocruyeckue nadoparopun (KAJ1) npu
BblIade pe3ynbTaToB u3MepeHuil C-mentuia MpUBOIAT AHAa30HBI HOPM,
paccuuTaHHbIC 014 63POCabIX. B 4acTHOCTH, yKa3bIBaeTCsl HYDKHSISI TPaHU-
1a HopMbl He MeHee 0,8 Hr/mua. OxHako, MO JAHHBIM JINTEPATYpPHI, YPOB-
Hu C-TIenTuia HaTollaK y 300poeslx oemeit maaouie 14,5 nem MoryT ObITh
nmwke 0,34 ur/ma (Garcia-Cuartero et al., 2007). Takum oOpa3om, Bpad
MOKET OUIMOOYHO HCTONKOBaTh ypoBeHb C-menTuaa Huxe 0,8 HI/mia Kak
NpHU3HAK HEIOCTATOYHOCTH 0a3albHON CEKPETOPHON aKTMBHOCTH [-KIIETOK,
XOTS Ha CaMOM Jiesie e€ HeT.

OuiuoKu mecmupoeanus aHmumesl K AHmuzceHam ﬂ-KﬂemOK

OTH TecTbl HEOOXOAMMBI JIS BBISBICHUS AOKIMHUYECKOTO IEepuojia
(AKIT) CJ 1 tuna u auddepennunanbuoro guarnoza mexay CJ 1 tuna u
npyrumu tunamu CJI.

Jns Tecta Ha aHTHTENa K OcTpoBKOBBIM KieTkaMm (ICA) mpumensroT 2
MeTtona: uMMyHopepMeHTHBIH aHanu3 (MDA) u HepsIMy1o peakIiio UMMY-
Ho(moopectennnn (HPU®D). Iuarnoctuyeckue ayBcTBUTEeNbHOCTH MDA
u HPU® cocraBisiioT, COOTBETCTBEHHO, 5 u 80%. K coxalleHUI0, BO MHO-
rux poccutickux K/IJI ucnonp3yercs Oosee Aem€BBIN U MEHEE TPYLOEMKUI
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U®DA. IlonstHo, uto pesynbrarsl onpenenenus ICA B takux KIJI B 95%
ciaydaeB OynyT JO)KHOHETaTUBHBIMU, UYTO MPUBEAET K runonuarnoctuke CJ
1 Tuna unm ero JAKII. CxomgHas cuTyanus CJI0KUIach ¥ C TECTOM Ha aHTUTENA
K rnyTamataekapookcunase (GADA), st KOTOPOro MPUMEHSIIOT Kak JeIIEB-
bt conaBuu-UDA, Tak u noporoit «MocTukoBblity UDA. /Iluarnoctuueckue
YYBCTBUTEIBHOCTH 3TUX METOJIOB COCTABIISIIOT, COOTBETCTBEHHO, 9 u 75%.
Xyxe BCcero 00CTOUT JeJI0 ¢ TecToM Ha aHTuTena K nHeynuny (IA). Cerognas
BO Bcex poccmiickux KJIJI mms aToro tecta ncmonb3yror coHaBUI-UDA, a
3TOT METOA UMECT Kpaf/iHe HU3KYIO JUAarHOCTUYCCKYIO YYBCTBUTCIBbHOCTD —
okoiio 4% (Tumogees u op., 2016). Takum 00pa3oM, Ha3HAYATh ITOT TECT
qist BeisBiierust JAKIT CJI 1 tuma wnm st guddepeHnnanpHoro Auarsosa
CIl mpocTo GECcCMBICICHHO.

Jlnst TecToB Ha aHTUTENa K TUpo3uHPocharaze (IA-2A) u TpancnopTepy
nuHKa 8 (ZnT8A) nNpUMEHSIOT TONBKO «MOCTHKOBBII» DA, mostomy 3Tn
TeCThl HaAEKHBI U HH()OPMATUBHEI.

Toukocmu munuposanusn zenoe HLA II knacca. Cnyuaii uz npakmuku

B KJIUI PIKB obcnenoBanuch pogubie céctphl. CTapineid He3aI0IT0 10
obOcnenoBanus OblT mocTaBieH auarHo3 CJ1 1 Tuma, u poguTeNnu 3aXoTenn
y3HaTh, KakoB pHCK Oosie3HW y muaameid. [Ipu tunupoBanuu renos HLA
YCTaHOBWJIH, YTO CECTPBI IUIJIONJEHTUYHBI U HECYT T'€HOTHII

DRB11#07:01-DQA1*02:01-DQB1#02:01//DRB1*04:08-DQA1*03:03-
DQB1*03:04.

ITo manHBIM Bcex uccnenoBanuii B o0iaactu mmmyHorenetukn CJl 1 Tuma,
MEPBBIN TalIOTUIT SBISIETCS HEHTPAJIBHBIM, T. €. He Tpepacoiaraet K 60-
ne3Hu. Bropoii ramnoTum BcTpeuaeTces 04eHb PeIKO U 00BIYHO PACIICHUBACT-
csl Kak HelTpanpHblid. OHAKO UccienloBaHue, MpoBeaéHHoe B OUHIISIHINMY,
MOKa3aso, YTO 3TOT TalIOTHIN AeTepMUHUPYET BhicOKui puck CI 1 tuma
(llonen et al., 2016). BersicHuIOCH TaKkKe, 4TO CPeAH MPEAKOB 00CIe0BaH-
HBIX cecTép OBLIM MOPJBUHBI (OTHOCSIIHECS K (UHHO-YTOPCKUM HapOIaMm).
C yuéroM 3THX (aKTOB 3aKIIOUUIH, YTO Y MIIAJIIICH CECTPhl UMEETCS YMe-
peHHas mpeapacnonioxkeHHocts Kk CJ] 1 Tuna, aerepmuHUpyemasi reHaMH
HLA. [IpaBuabHOCTB 3TOTO 3aKJIIOUECHUS MOATBEPANIACH CIIYCTSI HEKOTOPOE
BpeMsi, Korna y miaamei cectpsl 0b1H BeisgBieHbl ICA 1 GADA B BbICOKHX
TUTpax.
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CIYYAN HEOHATAJIbHOIO CAXAPHOIO AUABETA (HCL),
ACCOLIMMPOBAHHOIO C r’MNMOMMNA3MEN NOMKENYOOYHON
XXENE3bI, B PE3YJIbTATE HOBOU FTETEPO3UIOTHOMN MYTALIUA
B FrEHE GATAG6

Tuxonosuy F0.B."*3; Anmumosa N.JI.4; Uroankuna M.B.?

'@r40Y BO « PHUMY um. H.U. ITupoeosar» Munsopasa Poccuu, . Mockea,
Poccus

@I'BHY «MT'HI] um. akaoemuka H.I1. Boukosa» Muno6pnayku Poccuu,

2. Mockea, Poccus

®@IAOY BO «Ilepgwiti MTMY um. U.M. Ceuenosa (Ceuenogckuil
yuugepcumem)y, e. Mockea, Poccus

*@I'BOY BO «Cmonenckutl 20cy0apcmeenmblil MeOUYUHCKUL YHUBEPCUMEm »
Munszopasa Poccuu, e. Cmonenck, Poccus

SOI'BOY BO «Cmonenckas obnacmuas 0emcKas KIUHUYeckdas OonbHuyay,

2. Cmonenck, Poccus

®axtopsl TpaHckpunuun GATA4 n GATA6, OTHOCATCA K CEMEHCTBY
GATA-CBS3BIBAIONIMX MMPOTEHHOB M UIPAIOT BAYKHYIO POJIb B 3aKiIaaKe U aug-
(hepeHIMPOBKE psiia OPTaHOB SHAOIEPMAIBLHOTO M ME30AEPMAIBLHOTO MPOHC-
XOXKJICHHSI, BKJIFO4asi CepAre, MedeHs U nomkenynodnyto xenesy (I1DK). Ume-
Hbl cemelictBa GATA pacno3narot nocnegosarensHocT JJHK, n3BecTHbIie Kak
«GATA MOTUBY», KOTOpBIE SBISIIOTCS Ba)KHBIM CiS-PEryJSITOPHBIM 3JIEMEHTOM
MIPOMOTOPOB MHOXkecTBa TeHOB. GATA6 nokanu3oBaH Ha xpomocome 18q.11.2
U coCcTOMT U3 7 3Kk30HOB. llepBbie MyTanuu B rene GATA6 ObliM BBISBICHBI B
2009-2010 rr. y marmuenToB ¢ BIIC. B mocnenyromeM reTepo3uroTHeIe MyTa-
uuu B reHe GATA6 Obutn onucansl y naruentos ¢ HCJ B pesynbrare a- wiu
runomiazuu [1DK u Ha ceronHsImHuN 1eHb CYUTAIOTCS CAMOW YaCTON NPUUMHON
JTAHHOTO COCTOSTHUSI.

Mer1 npezcrasinsiem nepssiii B Poccun ciryuait HCJL y marieHTky ¢ rumnoruia-
3ueil IDK n BIIC B pe3ynbrare HOBOM reTepo3uroTHoi Mmytanuu B rene GATA6.

Marepuainbl u MeToabl: KinHHKO-1a00paTOpHOE 00CIIEI0BaHUE TTAIIUCHT-
ku mpoBoauiioch B 6 OI'bY3 «CMoneHnckas oOmacTHas MeTCKash KITMHHYSCKAs
oonpHMIA» (I. CMoseHcK) 1 B CeUEHOBCKOM IIEHTPE MAaTEPUHCTBA M JICTCTBA
(ClIMu/), r. Mocksa.
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MonexynspHo-TeHeTHUecKoe uccienoBanue (MI'H) meTomom cekBeHHpOBa-
HUSI HOBOTO TTOKOJIEHUSI (TTapaJuIeIbHOE CEKBEHUPOBAHNUE TapreTHBIX MaHe el —
27 renoB) poseneHo B ObI'Y «HMUL] sumoxpurOIorum Munsapasa Poccun
(r. Mockasa) o mporpamme «Albha-IHI0».

KuroueBble c10Ba: HeoHaTaNbHBIN caxapHbIid quabdet, GATA6, rumnoruia3us
MOJKETYIOYHOM JKeJIe3bl, CHHIPOM MallbafcopOIiuu

Knunnyeckuii coryyaii: pedenok ot matepu ¢ BIIC (JJMKII B Mbleunoi
yactu 2,5 MM), OepemeHHOCTH, TipoTekasiieii Ha ¢one ['C/] B 3 Tpumectpe,
3PII, manoBogus. Ponsl npexneBpeMenHsle Ha 36 Henl., o mKkaine Anrap 6-7
oao. [pu poxxnennn Bec 1250 Tp, mmmHa Tena 38 cM.

[Ipu poxxaeHNH COCTOSTHHE TSHKETIOE 3a CUeT acUKCHUU B POJaX, HEBPOJIOTH-
YeCcKOl CUMIITOMATHKH, Tskenol anemun, BYU. [Iposonnnace pecninmparopHas
MOAJEPKKA, aHTUOAKTepHallbHAasl Tepanusi, reMOTpaHc(y3us SpUTPOLUTAPHON
B3BECH.

C 4 nHsl )KU3HU — THIIEPIITUKEMHUS 10 27 MMOJIB/JI, UHUIIMUPOBAaHA WHQY3HSI
uHCcynrHa Ha 5-10% pacTBope TroKo3kl co ckopocthio 0,05-0,3 en/yac B 3aBU-
CUMOCTH OT YPOBHS IJTHKEMHUHU.

Ha ¢one Teparnuu yiydiieHue IIIMKEeMAYECKOT0 MPOQUIIs, OJTHAKO COXPaHsI-
JIMCh aHEMUsI, HEYCTOWYMBBINA CTYJ, B3AYTHE )KUBOTA, OTCYTCTBHE a/IeKBATHOW
npuOaBKH Beca.

[Ipu obcnenoBannu Ha 30 CYTKM KHM3HU: TIIMKUPOBAHHBIM TI'eMOTTIOOWH
(HbAlc) 7,6%, B oOlieM aHalnM3e KPOBH: reMOrIoOMH 71 T/, 3pUTPOIUTHI
2,4x10/12/n. ToBeimenue neueHoYHbIX TpancamuHaz: AJIT 41,7 Ex/n, ACT
52,0 En/n. B ropmMoHaiibHOM Tipoduiie: 3yTUPeo3

ITo manabpM DXO-KI': CteHo3 nerounoit aprepuu ¢ rpagueHToM 60-70 Mmm
pt ct. O0O0. OAII (3,5 mm). JIMKII (Mbieunsiii gedexr)

[lo maHHBIM KOTPOTpaMMBI 0OpaIaio BHUMAHUE ITPUCYTCTBHE OOJBIIOTO KO-
JIMYECTBAa HEUTPAIBLHOTO KHpa B Kaje, TAK)Ke OTMEYAIOCh BRIPAKEHHOE CHIKE-
HHE yPOBHsI MAaHKpeaTHIecKoi 31acTa3bl MeHee 15 MKr/r kana (Hopma 6osee 200),
gyT0 B couetanuu ¢ HCJ/] mo3Bonmio 3amono3puTh Hamunare rumnormiazuu [DK.

Pebenok ObLT mepeBeieH Ha JiedyeOHYI0 CMECh Ha OCHOBE THIPOJIN3aTa KOpo-
Bbero Oenka, k Tepanuu nodasneH kpeor mo 2000 EJ{ 3 paza B geHb ¢ ONIOKH-

MaTtepuanbl koHdepeHLmn

tenbHBIM A dexroM. C 37 nHS )KU3HA MAIMEHTKA ITepeBe/ieHa Ha HelTPEPhIBHOE
MOJIKO’KHOE BBEJICHUE WHCYJIMHA C TOMOIIBIO HHCYJIHHOBOM mommbl. [Tnanupy-
ercs onieparuBHoe yiedeHue BIIC.

ITo manusiMm MI'U, B rene GATA6 Bo 2 5k30HE OOHAPYKEH paHee HEONHCaH-
HbIi B uteparype BapuanT (HG38, chr18:22171754del, c¢.610del) B rereposu-
TOTHOM COCTOSIHHH, TIPUBOMASAIINN K Jenenuu | HyKIeOoTHAa U CIBUTY PaMKH
cunteiBanus p. (H204T{s*90) ¢ rmyOouHoi okpeiTus 165%. [1o coBokymHOCTH
CBEJICHU, HAJICHHBIN BapHaHT paccMaTpUBaEeTCA KaK BEPOSITHO MATOTEHHBIMN.
[Tnanupyercs uccnenoBaHre KPOBH poJUTENeH peOeHKa ISl ONpeIeeHuUs IPo-
WCXOXKICHUSI MyTallH.

3aki0ueHnne: Mbl IpeicTaBiud epBeiid B Poccnn ciyqait HCJL B pesynbra-
T€ HOBOH TeTepo3uroTHON MyTanuu B TeHe GATA6. GATA6 — cuHIPOM MOXKET
OBITH 3aIOI03pEH Yy MAIMeHTOB MpU codeTaHuu Tsbkenoi 3BYP B pesynerare
BHYTpHYTpOOHOTO JeduuunTa nHcyanna, CJl ¢ mepBbIX AHEH KU3HH, IK30KPHH-
Hoit HenocTtarouHocThio [1DK, BIIC u npyrumu BIIP. CBoeBpemMeHHas reHeTH-
yeckas Bepu(uUKanus AUarHo3a HeoOXonuma Ui Ha3HAYeHHsl ONTUMAallbHON
MaTOr€HETUUYECKOW Tepalmuy 10 Pa3BUTHS KUZHEYTPOXKAIOIMIUX OCIOKHEHUH
3a0051eBaHH ¥ IPOBEACHUS MEIUKO-TeHETHUECKOTI0 KOHCYITUPOBAHUS CEMbH.

CIYYAA OUATHOCTUKU CUHAPOMA MHCYNMHOPE3UCTEHTHOCTU
TUNA AY NAUMEHTA 14 NNIET C 3K3OINEHHO-
KOHCTUTYUMUOHAIbHbIM OXKUPEHUEM

Tuxonosuu FO.B. — x.u.n.; Kapnenko E.B.

DIAOY BO Ilepsviti MIMY um. U.M. Ceuenosa Munsopasa Poccuu
(Ceuenosckuii ynusepcumem), 2. Mockea, Poccus

Beenenne. Cunapom nHcynuHopesuctentHoctd (MP) tuma A — penkoe
3a0oseBaHue, OOyCIOBICHHOE MyTaluel reHa peuentopa uHcynuHa (INSR),
MPHUBOAAIICH K HapymieHnto adp(UHHOCTH M (PYHKIIMOHAJIHHONW aKTHBHOCTH
peuenTopa. OnyucaHo HECKOJIBKO FeHETUYECKUX CUHIPOMOB, aCCOLIMMPOBAHHBIX
¢ nepexramu rera INSR: cunapom JloHaxbro, cuHpoM Pabcona-MeHnaeHxoiia
u cuaapom MP tuma A.

Cungpomsl [loraxpio u Pabcona-MeHaeHXom1a CBSI3aHbl ¢ OUaIIeTbHBIMU
MyTanusMu B reHe /NSR, MaHU(PECTHPYIOT B MITaJICHIECTBE, XapaKTEePHU3YIOTCS
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TSDKETIBIM TEYCHHEM, HaJMYHeM IOPOKOB pa3BHUTHS, Npe- W IMOCTHATAIBHOM
3a7€pPXKKOH POCTa, PAaHHUM DPa3BUTHEM TSDKENBIX HApyLIEHWH YIJIEBOIHOTO
oOMeHa 1 BBICOKOM JIETAThHOCTHIO Ha (JOHE PEIUINBUPYIOMINX WHPEKITHIH.

Cunzmpom UP Tuma A acconmMupoBaH € TeTEpPO3UTOTHBIMH MYTAIMSIMHU B
reHe [NSR. Jlis Hero TUIIMYHO paHHEE pa3BUTHE THUIEpUHCYIuHemuHu, MP,
caxapaoro quadeta (CJ1), uepHOro akaHT03a, 00yCIOBJICHHOTO aKTUBUPYHOIIUM
MEXaHU3MOM JICHCTBUS Ha pelenTopbl WHCYJIMHOIOAOOHOTO (hakTopa pocra-1
(UDP-1) nponudepupyroux KeparTiHOIMTOB U prOpobiacToB. s manueHToB
JKEHCKOTO T0JIa TaKXKe XapaKTEepHO HAIWYHME THIEPaHIPOTCHUH M CHHAPOMA
MOJMKUCTO3HBIX suUHUKOB (CITS).

B nenom, cuanipom NP Tuma A nmeeT Gosee MATKOE TedeHHe, OTHAKO OITUCAHBI
CITydad paHHETO Pa3BUTHS XPOHHUUECKUAX THAOETHYECKUX OCIIOKHEHUH.

JluarHocTuka 3a0ofieBaHHMS MOXET OBITh 3aTpy[AHEHa Y TAalHEeHTOB C
U30BITOYHBIM BECOM, OCOOCHHO B MOIPOCTKOBOM BO3pacte, Koraa Hanuuue 1P
Y HapyIICHUH YIIICBOJHOTO 0OMEHAa MOXKET ObITh O0BSICHEHO HET€HETHYESCKUMHU
NpUYMHAMHU, OCOOCHHO TPH OTCYTCTBHM OTSTOIICHHOTO CEMEWHOro aHaMHe3a
(myTanus de novo).

M1 nemoHcTpupyem ciaydait UP tuna A y marmmenTa 14 net ¢ u30bITOUHBIM
BECOM M OTCYTCTBHEM OTSIOIICHHON HACIEACTBEHHOCTH MO 3a00Je€BaHMAM
YTIIEBOJHOTO OOMeEHa.

Marepuansl 1 Metoabl. KimHnko-nadoparopHoe o0cieoBaHNe MalMeHTa
MPOBOAWIOCH B OTHCNICHUH JeTcKod sHaokpunosoruu (/D) CeueHoBckoOro
nentpa MarepuncTsa u aerctsa (CLIMu/l), r. Mockaa.

MornexynspHO-TeHETHUECKOe WCCIIEZIOBAHE (MI') METOJIOM
CCKBCHHPOBAHUSI HOBOI'O IOKOJIGHMA  (IapajulelbHOE  CEKBEHMPOBaHHE
TapreTHhIX MaHeneii—27 reno) nposeaeHo B ObI'Y « HMMUL snnoxpuHOIOT I
Munznpasa Poccun (. Mocksa) o mporpamme «Anbgha-2H10».

[Monyyensl MHPOPMUPOBAHHBIC COINIACHS  POJMTENCH MAlMeHTa Ha
nposeneane MI'M u nmyOnuKanuio NEpCOHANBHBIX MEIUIMHCKHX JaHHBIX B
00e3In4eHHO (hopme.

Kaunnyeckuii cayuaid. [lamment 14 net moctymun ¢ )xanob6aMu Ha H30BITOK
BECa, IOSBIICHNE BRIPAYKEHHON TMITEPIIMTMEHTAINH KOYKHBIX TOKPOBOB B 00JIACTH
IIIeH, JIOKTEBBIX CYCTaBOB, TIOIMBIIIEYHBIX BIIAJNH, OKOJIOIMYIIOYHON 00IacTH.

MaTtepuanbl koHdepeHLmn

Pannnii anamues-6e3 ocobenHocTeil. HaciieZIcTBEHHOCTh TIO OXUPEHUI0 U
HapyLICHUAM YIJICBOAHOTO OOMEHA HE OTATrOIIEHA.

CKJIOHHOCTb K U30BITOUHOMY Becy — C 7 JIeT Ha ()OHE MOTPELIHOCTEH B TUETe
¥ HEIOCTaTOYHOW (m3mueckoit akTuBHOCTH. C 13 JeT — rUmepIurMeHTamus
KOXXHBIX IIOKPOBOB, aM6ynaTopHo — IIOBBINICHUC TIJTIMKEMUM HATOIAaK a0
6,1 MMOJIB/II.

B 14 ner Bnepsoie oocnenosan B [1D ornenenun CLIMu/l: poct 179,5 cm
(SDS 1,73), Bec 82 xr (SDS UMT 1,95). [lonooe passutue Tanuep 5.

OTMe4danoch HM30BITOYHOE pPa3BUTHUE IOJKOKHOW-KHUPOBOW KJIETYATKH
(IDKK) ¢ paBHOMEpHBIM pacrpe/e/IeHUEM, BhIpaKCHHAsI THIIEPITUTMEHTAIUS
BBIIIIEyKa3aHHBIX 00JIacTeH.

[Mpu o6cnenoBannu: HbAlc — 6,2% (nopma < 6,0). Ilo manueiM OI'TT
O0TMEUaJIOCh MOBHIIEHUE YPOBHS HkeMud Ha 120 munyte mo 12,1 Mmos/1,
BblpakeHHast runepuHcyaunemus: 0 mud. MPU- 166 MmxkME/mn (nopma 2,4-
24.9), na 60 u 120 munyTax > 300 mxMe/mn Ungeke HOMA- 29,51 (Hopma
<3,2), Caro 0,02 (mopma >0,3)

Ilo mamapiM  Y3UW opraHoB OpIOMIHON MOJOCTH — OXO-TIPU3HAKU
HEaJIKOTOJIbHON JKUPOBOU Oose3Hu medenu. Bropuunsie ocnoxkuenns CJll He
BbIsIBIICHBI. HasHaueHa tepanus metpopmuaom 1500 mr/cyTku.

VYuuTeIBas paHHU 1€010T 3a001€BaHNS, BEIPAKCHHYIO TUIIEPUHCYIHHEMHIO,
WHCYIMHOPE3UCTEHTHOCTD, 3all0JJ03peHO Halnune MoHoreHHo# (opmer CJ.
Mo nanueim MI'U, B 19 sx30He rena INSR oOHapyXeH paHee ONMCAHHBIN
BapuaHT HykJeoTuaHoW mnocienoBarensHocT (HG38, chrl9:7120677C>T,
¢.3602G>A) B TE€TEPO3UTOTHOM COCTOSTHUH, IPUBOAAIINNA K aMIHOKUCIIOTHOM
3ameHe p.Argl201GIn. BrisiBieHHBII BapuaHT ObUI paHee ONUCAaH Kak
MaTOT€HHBIH.

Ha ¢one Tepannu merdopmuuom (1500 Mr/cytku) B 15 et yriueBoaHbIH
oOMeH koMmrieHcupoBaH, ocnoxkaenus C/l ve BeisiBinens: HbAlc- 4,9%, UPU-
82,6 Mk ME/mi.

B 17 net: HbAlc 4,9%, UPU- 23,9 MkME/Min. OnHoKparHO 3ahUKCUPOBAHO
noBblieHHe ypoBHI MAY B cyrouHoit moue 1o 57,5 mr/cytku (0-30), yto
TpeOyeT TMHAMHYECKOTO HaOIIOIeHHUS.
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ITponomxkaercst HaOMIOACHUE 33 MALMEHTOM CO CKPUHMHIOM BO3MOXKHBIX
OCJIOKHEHUU CHHIpOMA.

BeiBoabl. [IpogemMoHCTpHpoBaH KIMHUYECKMH Cciy4yail JMarHOCTHUKH
CHUHAPOMA MHCYJMHOPE3UCTEHTHOCTH THUMAa A y MallMeHTa MY’KCKOTo Ioja ¢
M30BITOYHBIM BECOM M OTCYTCTBHMEM OTSTOLICHHON HACIEICTBEHHOCTH II0
3a00JIeBaHUsIM YIJIEBOIHOTO OOMEHA.

JlaHHBIN KIMHUYECKUH CITyYai IeMOHCTPUPYET HEOOXOAMMOCTh ITPOBEICHUS
MI'U yist uCKITIOYECHUS BPOXKACHHBIX CUHAPOMOB WHCYJIMHOPE3UCTEHTHOCTH Y
MAIUEHTOB C PAHHUM J1e00TOM HHCYTHHOpe3ucTeHTHOro C/I.

KuaroueBble c10Ba: CHHAPOM WHCYIUHOPE3UCTEHTHOCTH THIA A, TeH INSR.
CoxpaieHusi:

1. HbAlc — mIMKHpOBaHHBINA TeMOTIIOONH
2. NPU — nMMyHOpPEaKTUBHBIN HHCYINH
3. MAY — MuKpoanb0yMUHYpHST

4. P — uHCYNMHOPE3UCTEHTHOCTh

5. C — Caxapnblii nuadet

AKTYAIbHbIE ACMEKTbI PABOTbI AETCKON
3HOOKPUHONOIMMYECKOW CNYXBEbl B MOCKBE

Ierpsiikuna E.E."*?; Bopounosa U.I'.!3

'PIIKB — unuan @®IAOY BO PHUMY um. H.H. [Tupoeosa Munzopasa
Poccuu, . Mockea, Poccus

’I'BY3 «Moposzosckas demckas 20podckas kKiunuveckas oonohuya JJ3My,
2. Mockea, Poccus

S@OIAOY BO PHUMY um. H.U. [Tupozosa Munsopasa Poccuu, . Mockea,
Poccus

B Mockee na 01.01.2023 r. mpoxkuBaer 13104177 denoBeKk, UX HHUX
2414485 — neru u noxppoctku. Ilo mpencraBnenusiM nanueiM ['BY «HUU-
O3MM J13M», Bropo menunuackoit ctaructuky 3a 2023 1., 00111ee KOTU4eCTBO
MOCKOBCKUX JE€Te M MOAPOCTKOB, CTPAAAIOIIMX SHIOKPUHHON MaTOJOTHEH,
yBenuumioch ¢ 104608 no 112 258 yenosek (Ha 7,3%) B CpaBHEHHMHU C IPEAbI-
IyiuM rogoM. KauecTBo aeTckoil 3HAOKPHUHOIOHYECKOH nomoiy B Mockse —

3TO COBOKYIIHOCTb XapaKTEPUCTUK, OTPAKAIOIIUX CBOEBPEMEHHOCTh OKA3aHUS
MEIUIMHCKON MOMOIIH, NPaBHIBHOCTh BBIOOPA METOAOB MPOQMHUIAKTUKH, AU-
ArHOCTHKH, JICYCHUS U peaduiInuTaluy IeTeld M HOAPOCTKOB C 3HIOKPHUHHBIMHU
3a0051€BaHMSIMH, A TAKXKE CTEIIEHb JOCTIKCHUS 3aIlJIaHUPOBAHHOTO PE3YJIbTaTa.
B MockBe neTckas 3HIOKPHUHOJIOTHUECKAs! CIIy)K0a padoTaeT 1o CUCTeMe CTaH-
JapTOB MEAMLIMHCKOW OMOIIM U MPOGUIEHBIM KIMHUYECKUM PEKOMEHALMSIM
10 3HJOKPHHHBIM 3a00JI€BaHUSIM y NAlMEHTOB 10 18 jeT Ui cTaluoHapoB U
MONMUKJIMHUK Topoaa Mocksbl. OpraHn3anys MeIUIIMHCKON oMoty B MoCKBe
0a3upyeTcs Ha TPEXypOBHEBOW CHCTEME 3PaBOOXPAHEHUSI.

AMOynaTopHasi MOMOIIb 10 POQIIT0 «JleTcKasi 3HITOKPHUHOJIOTHS OKa3bl-
BaeTca B 166 meTCKuX MEAMIMHCKUX yupexaeHusx J3M u ocymiecTBisieTcs
BpauaMu — JIETCKUMH SHAOKPUHOJIOraMH B KonnuecTBe 111 denoBek, U3 HUX
11 crenuaIrCcTOB SIBJISIOTCS BHEIITATHBIMU OKPY)KHBIMH JIETCKUMU 3HIOKPHU-
Honoramu. [lepBuuHasi MEIUKO-CAHUTAPHAS TTOMOIIb OKa3bIBACTCS B JETCKUX
MOJIMKJIMHUKAX IO MECTY JKUTEIhCTBA MaIueHTa. (s MOATBEp)KICHUS Nha-
rHO3a peOCHOK HAIpPAaBISICTCSl HAa BTOPOH ypOBEHb B aMOyJIaTOPHBIA LIEHTD,
IJe TPOBOJUTCS KOHCYJIBTaTHBHO-IHArHOCTHUYECKOe oOcnenoBanue. Ha oc-
HOBAaHUU TIOJYUYCHHBIX JaHHBIX PEOCHOK, IPH HEOOXOJMMOCTH, HAIIPABIISAETCS
Ha TpeTuil ypoBeHb: B LleHTp nerckoii angokpunoioruu I'bY3 «MopozoBckas
AI'KB I3M»; B nerckoe sHAOKpuHONOrHueckoe ortaeneuue ['bY3 «3ugokpu-
nonornueckuit gucnancep JA3M» u B I'bY3 «II'’Kb umenu 3.A. bamnseBoit
JA3Mpy. IMarmuentam 1o 18 et 3HIOKPUHOIOTUYECKASI TOMOIIH OKa3bIBACTCS B
nByx crarmonapax: ['bY3 «Mopozosckas AI'Kb JI3M» (oTneneHue sHIOKpU-
Honoruu — 60 koek) u ['bY3 «/AI'Kb um. 3.A. bamusesoit JI3M» (oTnencHue
SHIOKPUHOIOTUU — 30 KOeK). DHIOKPUHOIOTUUCCKUE OTIACICHUS OCHAIICHBI
U MOJHOCTBIO COOTBETCTBYIOT IlOpsAKy oka3zaHWs MEIUIIMHCKON MOMOIIHU IO
npopuiro «JleTckas 3HIOKpUHOIOTUY. [{Jisi poauTeNneil malueHToB ¢ caxap-
HbiM uaderoM 1 tuna (C/I1), B 00oux cranmonapax padorarot «LlIkossl tuade-
Ta», B Mopozosckoit JII'Kb JI3M opranuzosano ¢ 2009 roga kpymiocyTo4HOE
JEKYPCTBO HJOKPHHOJIOTOB U pabdOTaeT KPyIIIOCYTOUHast ropsiyasi KOHCYJIbTa-
TUBHAs TeJie(hOHHAS JTUHHSL.

Bpauu — gerckue 3HIOKPHHOIOTH COBMECTHO ¢ MHOTONPO(HUIbHOM KOMaH-
noii cienmanuctoB ['BY3 «Mopososckas JI'’Kb [[3M» u I'BY3 «/II'Kb nwm.
3.A. bammnsesoit JI3M» npoBOAAT TelleMeTUIINHCKHE KOHCYIBTAINU OOIBHBIX
C HJIOKPUHHOM marojorueil B KIMHUKax MOCKBBI U ApyTrux peruoHoB Poccuii-
ckoil denepauuu.
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MeTtonuku oOCieoOBaHMs U JICUEHUS JIeTel COOTBETCTBYIOT BBHICOKHM MH-
POBBIM CTaHAApPTaM IO BCEM HaANPaBJICHUAM JIeTCKON HI0KpruHONIoTHH. CoBpe-
MeHHasl, KaueCTBEHHAsI U JOCTYITHAs MHOTONPO(MIbHAS METUIIMHCKAS TIOMOIITh
OCYIIECTBIISIETCS B paMKaX MEXTUCIMILIIMHAPHOTO TEePCOHATN3UPOBAHHOTO
noaxoza. J{os BBISABICHHS Ha PaHHUX dTalax dHIAOKPUHHOHN MMAaTOJOTHH y AET-
CKOro HacesneHUs MOCKBBI B KKJI0M JE€TCKOW MOJUKIMHUKE NPOBOIATCS IPO-
(hnmakTHYECKHE METUITUHCKUE OCMOTPBI.

Kak Obu10 CKa3aHO BBIIIIE, B [EJIOM YHCJIO JCTEH U MOIPOCTKOB C YHJIOKPHH-
HO# matonorueit B 2023 roxy yBemuumiock Ha 7,3% mo cpaBHeHuto ¢ 2022
rojioM. [Ipu 3TOM uMciIO AeTell U MOAPOCTKOB ¢ 3a00JICBAHUSMU IIUTOBUIHON
JKele3bl 3a rof Beipociio Ha 1,0%, ¢ caxapubim auadberom (CID) — Ha 5%, ¢ TU-
MONUTyUTapu3MoM — Ha 15,4%, ¢ oxxupenuem — Ha 3%. DTH TIoKa3aTeNnu CBU-
JICTEJILCTBYIOT O HapacTaHWU 3a00JIEBAEMOCTH SHIOKPUHHOW IMMaTOJOTHEU B
JIETCKOM MOMYJISAIUUA MOCKBBI, YTO TOBOPUT O HEOOXOJUMOCTH YCHIICHUSI HAC-
TOPOKEHHOCTH BpadyeH-1eINaTPOB MPH OKA3aHUU IIEPBUYHON MEIUKO-CaHUTaP-
HOH IOMOILIH.

rUNONUTYMTapuam; 25

omupeHue; 50%

Goneinun
WHTOBUAHOW Menesbl;
32%

caxapHblid guaber ;
15%

GoNe3H WHWTOBMOHOW Meneabl * caxapHbeld auaber OMMUpEHHE

* TUNONMUTYMTapPU3M = BAKH = HecaxapHbli anaber

® rinepdyHKLMA rMnodusa

Puc. 1. Duooxpunnas namonoeus
v nayuenmog 0o 18 1em 6 Mockee 6 2023 200y
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IlepBoe MecTO B CTPYKTYpE SHAOKPUHHOMN MATOJIOTUU 3aHUMAET OXKHpe-
HHe, ero noius cocrasisier 50%. Ha Bropom mecte — 001€3HM IMTOBUIHOM *Ke-
ne3sl (32%), Ha TpeTbeM — caxapHslii 1uadet (15%), nanee — THIONIUTYUTAPU3M
U Ipyrue SHIOKpUHHbIC 3a0oneBaHus. Cpenu neTell U NOAPOCTKOB, CTPAAaro-
mux oxuperneM, 14 735 nereit B Bo3pacte ot 0 10 14 et (poct o cpaBHEHUIO
¢ 2022 1. — 3,4%), u 6 988 mompoctkoB ot 15 mo 17 ner (poct — 1,7%). Takum
o0pazom, Bo3pacTHas rpymnna oT 0 1o 14 ner HaxonuTcs B 30HE TOBBILICHHOTO
pucka U TpeOyeT OT Bpauell IEpBUYHOTO 3BCHA, Bpaueh-NeauaTpoB NPOSBIATH
HACTOpOXKeHHOCTh. [Ipn Hanmuunu y pedeHKa n30bITKa Macchl Teja HeoOXOANMO
MPOBOAUTH NpodUIaKTHIECKHUE Oece bl 10 BOIPOCAM PALIMOHAIBHOTO TUTAHUS
Y aJIeKBaTHOW (PM3NIECKON HATPY3KH.
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Caxapesd MOLpOCTHK HE HIH CaxapHeIf " MoppocTEKr W HiE CanapHell Aemw NoApocTo W3 HAX
auabaer (acerc) Bnopame  uafer 1 Tvna Bnopame  Aualer Tna arapEne
BEARAEHC BERRAENG BBUHG

Puc. 2. Yucno 3apecucmpupo8anHuix OOIbHbIX CAXAPHLIM Ouabemonm,
Oannvie [[3M (E10-14 — ¢popma 12)

OnHO M3 IMAMPYIOIINX MECT B CTPYKTYpE SHIOKPUHHBIX 3a00JeBaHMH 3a-
HUMaeT caxapHblii quadet, Ha 01.01.2024 roma Konmn4ecTBO AETEH W MOAPOCT-
KOB, CTpPaJaroIlliX, caXxapHbIM IuadeToMm, coctaBmio — 5410 yenoBeka (mpu-
poct 5%), u3 HUX ¢ caxapHbM quaderom 1 tuma (CH1) — 5289 genosex wmn
97,7%, n3 Hux nereir — 3828, moapocTkoB — 1461, caxapHbIM nuadbeToM 2-ro
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tuna (C/]2) Goneror 42 wenosexa (0,7%), u3 Hux 15 mereit, 27 MOIPOCTKOB.
BriepBbie BbIsIBIIEHHOE KOJTMUECTBO JETEH U MOAPOCTKOB, cTpanatommx C/I1, 3a
2023 cocraBuio — 511 yenosek, uto Ha 2,4% Oomnbire, yem B 2022 roxy (499
yenoBek). Cyzs o TeMIaM MpupocTa 3a00IeBaeMOCTH JIETEH U TMOIPOCTKOB C
CI1 B 2023 1, B 2024 1., 10 IpOrHO3aM, IPUPOCT MOXKET COCTaBUTH Oonee 5%
(600 genoBek).

Cornacuo IlocranoBnenuto IlpaBurensctBa Poccunm ot 20.02.2006 Ne 95
(pen. ot 14.11.2019) «O mnopsijike ¥ yCIOBHUSIX TPU3HAHUS JIMI[A HMHBATUIOM,
ITocranoBnenuto [IpaButensctBa Poccun No 823 «O BHeceHMHM U3MEHEHUN B
MpaBuJIa MPU3HAHUSA WA UHBaIUAoM» U [Ipukasy MuHTpyaa u counaibHOR
3amuThl Poccun Ne5851 ot 27 aBrycra 2019 ropa «O knaccudukanuu 1 Kpu-
TEpUSIX, UCIIOIB3YEMBIX MPH OCYILIECTBICHUH MEANKO-COIIMATIbHON 3KCTIEPTH3HI
(MCD) rpaxknan Denepa’dbHBIMH TOCYAAPCTBEHHBIMH YUPEKICHUSIMU MEIH-
KO-COIIMAJIbHOM 9KCIEPTU3bI», KATETOPHS «PeOSHOK-UHBAIHI 10 JOCTHKCHUS
18 ner ycTaHaBIMBaeTCs MPU OCBUAETEIHCTBOBAHUM JIeTeH ¢ MHCYIMHO3aBU-
CHUMBIM CcaxapHbIM Tuaderom». Peabunuranus neteil  moapoCcTKOB MPOBOJHUT-
Csl COTIAaCHO MHIMBUAYalbHOU mporpamme peadunutanuu (UITPA) B metckux
MEIUITMHCKUX opranm3anusax J[3M.

Jetn u moapocTKy, cTpajaroline SHA0OKPUHHBIME 3a001€BaHUIMH, obecIe-
YMBAIOTCS JICKAPCTBEHHBIMHU IpenaparaMH, TEXHUYECKUMH CPEICTBAaMH pea-
OunMTaUK, U3AETUIMH MEIULMHCKOTO Ha3HAYEHHsI COIIACHO NEPCOHUUIIN-
POBaHHOI MOTPEOHOCTHU B MOJTHOM 00BEME U B COOTBETCTBHU ¢ PDenepanbHbIM
HepeyHeM JIBIOTHBIX JIEKAPCTBEHHBIX IpenapaToB u denepanibHbIMU CTaHAAP-
TaMU JICKApCTBEHHOU Teparny OCHOBHBIX 3a0oneBanmii. B HacTosiee Bpems B
Mockse B cootrBetrcTBUM ¢ [Ipukaszom JlemapraMeHTa 30paBOOXpaHEHUS TOpoia
Mockssr Ne 869 ot 8 centsa6ps 2022 roga «O0 opraHuzanuu JOMOTHUTEIHHO-
ro obecneyeHus eTel, CTPAJAOUIMX CaxapHbIM AMa0eToM | Tuma, MEAMLIUH-
CKUMH M3IEIUSMH Ui MOHUTOPUHIA YPOBHS INIIOKO3bI B MHTEPCTULMAILHON
JKUIIKOCTHY, OCYIIECTBIISICTCS 00ECIIeueHHE CUCTEMOM MOHUTOPUHTA [TTFOKO3bI
KpPOBH JIETEH W TMONPOCTKOB, kuteneir MockBel, ctpamatonux C/[1. Bemercs
pabota o obecnieueHuro fieTei u moxpoctkos ¢ C/11, momydaromux HHCYIUHO-
TEpaInio MOCPEICTBOM WHCYIMHOBOTO fo3aropa (mommsl). B 2023 roxy B co-
OTBETCTBUU € ocTaHoBJIeHUEeM [IpaBurenbcTBa ropona Mocksel oT 15 aBrycra
2016 roma N 503-III1, ITpuka3 ot 25 HOstOpst 2016 Ne 949 JI3M Bce manueHTHI
ObLTH 0OecTiedeHbl TeXHHYeCKUMU cpencTBamu peadmmmrarus (TCP) B momrOM
o0beme.
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B nensx moBbimeHus xadecTBa, d(H(HEKTUBHOCTH M JTOCTYIMHOCTH OKa3bl-
BacMOH CHELMAIN3UPOBAHHON MEIUIMHCKOW MOMOLIM JETSIM M IMOIPOCTKaM,
WHQOPMUPOBAHHOCTH CIEIHMAIMCTOB MEAMIMHCKHX opranuzanmii (MO) ro-
CYapCTBEHHOM CHCTEMBI 3[paBOOXpPAaHEHHs] ropofa MOCKBBI O pa3lIMYHBIX
acleKkTax CHeNUaJM3UPOBAaHHON IMOMOIIM B NEIUaTPUU TOJ PYyKOBOJCTBOM
IJIAaBHOTO BHEIITATHOTO CIEIHAINCTa IETCKOTO dHAOKpHHONIora JlemapramMenTa
3paBOOXpAaHEHHs TOPOoia MOCKBEI €KEMECSIHO MPOBOISATCS COBEIIAHUS JET-
CKHX 3HJ0KpuHOJoroB J[3M u 3acenaHus CEKIUM JIeTCKUX Bpaueil MOCKBBI 110
npopuiro «Jlerckas SHIOKPUHOJIIOTHS», B TOM YUCIE «KPYIIBIE CTOJBD», KOH-
CHIINYMBI, aJIMUHUCTPATHBHBIE COBEIIAHUS C OKPYKHBIMH JIETCKUMU dHIOKPH-
HOJIOTaMH ¥ 3aBEAYIONIMMH JETCKUMH OTAeNeHUsIMA. OpraHu3yroTcs JEKIUU
MO aKTyaJbHBIM BOIMPOCAM JIETCKOW 3HIOKPUHOJIOTHH B paMKax MOCKOBCKOTO
oOmiecTBa feTckux Bpadeid. 3a 2023 ron B paMKax HIOKPHHOJIOTHYECKOH CeK-
1 MOCKOBCKOTO 001IecTBa JETCKUX Bpaueil Ha eKeMeCIYHbIX KOH(epeHIHsIX
npu yuactuu cotpynHukoB 'HI[ PO OI'BY «HMMUL] snaokpunonoruny Mun3-
npaBa Poccuu M Apyrux CHeruaiucToB ObUIO mpoBeneHo 10 koH(epeHIHid,
B KOTOPBIX OBUIM OCBEILICHBI U TpejcTaBicHbl TeMbl: «Cunapom Kymimara y
nereity; «laiiceponatun y geteit»; «Tonnueckas TMarHOCTHKA U MOJEKYJISp-
HO-TE€HETUYECKHE OCHOBBI JIJIsl IPAKTHUKYIOIIETO Bpada MpHU THnoTupeosen; «Co-
YeTaHHas TPAHCIUIAHTAMA TIOYKH ¥ TIODKETYA0YHOM JKeJIe3bl PU CaXxapHOM
nuabete 1 tunay; «Pak mUTOBHIHON *kene3bl»; «[eHeTndeckue GOpMbI OKU-
penus»; «llnactuka HapyKHBIX TOJOBBIX OPraHOB y Je€Tell MpU BPOXKIECHHON
JTUCHYHKIIUM KOPBI HAMIOYSUYHUKOB U JIPYTHX (opMax HapymieHus: GopMupo-
BaHUs monay; «Peructp caxapHoro nuadera y gereid ropoga MoCKBbL. AHaIHM3
TaHHBIX»; «Peaxue Gpopmbl caxapHOTo AradeTa y nereii.

C wmenplo akTyanu3anuy HH(GOpMay O HOBBIX IMOAXO0AAX K MPO(UIIAKTHKE,
JMAarHOCTHKE U JICYCHUIO NeTel C YHIOKPUHHBIMU 3a00JI€BaHUSIMH, O BO3BMOXK-
HOCTSIX IIPUMEHEHHS HOBBIX JIEKAPCTBEHHBIX CPEJICTB U IPUOOPOB, TEXHOIOI UM
M METOJIOB JICYCHUS, a TaKKe aHai3a pe3ylbTaToB U o0OMeHa ombIToM 21-22
Hos10pst 2023 roma Obina mposenena XXII HayyHO-IpakTHdeckas KoHQepeH-
st «OHIOKPUHHBIE aCHEKThl B NeAUaTpuu». YHCIIO yYaCTHUKOB COCTABUIIO
697 denmoBek, W3 HUX 268 CHEIUATNCTOB MPUHSIN OYHOE ydacTue, a 429 dge-
JIOBEK — TPUCOEIUHIIINCH K MEPOIIPUSATHIO B OHJIalH-popmare. YdacTHHKaM
koH(epeHuuu Obutn HauncineHsl 10 6amtos HMO. Ha kondepenuun Obutn
NpEeACTaBICHBl CICAYIOLUINE HAay4YHbIe BOIPOCHI M TeMBL: «JleTckas 3HIOKpH-
HOJIOTHWS. Jaiblle, Bhle, ObicTpeey; «HoBble BO3MOKHOCTH NPOQUIAKTHKY,
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JUAarHOCTHKH U JIEUCHHUS caxapHoro nuadera y aereil u noapocTkoy; «HoBele
BO3MOKHOCTH ITPOGUIAKTUKY, THATHOCTUKHU U JICUCHUS caxapHoro auadera y
JeTel U IMOAPOCTKOBY; « AKTyalIbHbIE acIIeKThl BEICHHS MALMEHTOB C Hapylle-
HUEM pOCTa U KOCTHOW MAaTOJIOTMEH Ha COBPEMEHHOM 3Tarne»; « COBpeMEHHbIE
acIeKThl 00C/ICIOBAHUS U BEICHUsS MAMEHTOB C axoHAporiasuei. Oocyxne-
HHE POCCUHCKOTO KOHCEHCYCa 110 BEACHUIO PO HIbHBIX MALUEHTOB. Mexauc-
UTUTMHAPHBIA TToxoy; «IIpodeccopekuii 00xof. «3HAKOMBIE HE3HAKOMITBI»;
«TpynHblil nMarHo3» B NEAUATPUU U JETCKOU SHAOKPUHOIOTHI.

B pamkax mexBemomcTBeHHOTo B3ammozeicTBust [I3M u [lemapramenta
00pa30BaHusl M HAyKU ropopa MOCKBBI C IIEJbIO MOBBIIICHHS KaueCTBa IMPO-
BEJICHUS MPO(PUIAKTUUESCKUX MEp 10 COXPAHEHHUIO 37I0POBbSI HECOBEPILIEHHO-
JIETHUX MPOBOMASTCS MPOCBETUTEIBCKUE MEPONPUATHUS Il POAUTENIEH B BUJIE
OHJIAaWiH-COOpaHMii ¢ BBICTYIUICHUEM CICIMATUCTOB U OCBEIEHUEM MpOoOIeM-
HBIX BOIIPOCOB.

Jnst moBbIIeHNsT HHPOPMHUPOBAHHOCTH HACEJICHUS O 3a00JICBAEMOCTH IITH-
TOBHUJTHOH KeJIe3bl, METO/IaX JICYeHHs M MPOQHIAKTHKH JlemapTaMeHT 3apaBo-
oXpaHeHus roposia MOCKBBI OpraHH30BaI HH()OPMAIIMOHHO-TTPOCBETUTEIHCKHIE
MeponpuATuss B oduiaiiH- u oHmaiH-popmax. IlpoBemensr mH(OpMaImoH-
HO-TIPOCBETHUTENLCKHIE aKIUH, IPHYypOYCHHBIE K BceMupHOMY ITHIO IMIMTOBHI-
HO *xene3bl u BcemupHOMy IHIO O0pBOBI ¢ THabeToM.

Jly1si CBOEBPEMEHHOTO MEePCOHUPUITMPOBAHHOTO O0CCIICUCHUS TMAIUSHTOB,
CTPaJAIONIMX SHJIOKPUHHON MaTOJIOTUCH, HEOOXOMUMBIMHU JICKAPCTBEHHBIMU
npenapatamu, TCP, u3nenusMu METUIIMHCKOTO HA3HAUCHUS W TPOBEIACHUS
MPOTHO3a MOTPEOHOCTH Ha MOCIEIYIOUIHIA TO/T IIOCTOSIHHO BEYTCS CIIEAYIOINE
perHUCTpBHI:

»  DezmepaibHBIN PETUCTP caxapHOTO quadeTa 1 u 2 THIOB y JeTeld U MOJPOCTKOB;
o depepanbHblil peructp runoduzapusiii HaHu3M (14 B3H);

»  ®denepanbHBINA PETHCT JIHIL, CTPAJAIONINX KU3HEYTPOXKAIOIIUMH U XPOHH-
YECKUMHU TPOTPECCUPYIONINMH peAaKkuMHu (opdaHHBIMHU) 3a00JIEBaHUSIMH,
NPUBOISAIINMA K COKPAIICHHIO MPOAODKUTEIBHOCTH JKH3HU TPAXKIAH WU
UX MHBAJIUTHOCTH.

[TpoBoanTCS MPOCBETUTENBCKASI M PO HIaKTHIeCcKas padoTa B pamkax Ha-
UOHAIIBHBIX MPOoeKToB «bopnba ¢ caxapHbIM AnadeTom» u «bopbba ¢ oxupe-
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Huem». CoBMECTHO ¢ 00mecTBeHHOH oprann3anueit «Poccuiickas acconnarus
9HJIOKPUHOJIOTOBY» MIPOJOJKEHA paboTa 1o pa3paboTKe U BHEAPEHHUIO KIMHNYE-
CKHMX PEKOMEHAAIMNHI N0 AETCKON SHAOKPHUHOJIOTHH.

[MmaBHBIC BHEIITATHBIC JETCKUE CICIUAIKMCTHI, OKPYKHBIC SHIOKPUHOJIOTH
JenapramenTa 31paBooxpaHeHusi Topofa MOCKBBI M UX KOJUIGKTUBBI SIBIISIOT-
Csl HE TOJIbKO BpadaMu-CIICIHaICTAMK YKCIIEPTHOTO YPOBHS, HO U OCHOBHBIMHU
KOOp/AWHATOPaMH JIETCKON HJIOKPUHOJIIOTHYECKOH CITy:KOBI, coyeTasi B cede He
TOJBKO BBICOYAUIINK MPOPECCHOHATN3M, HO U HEIIOKWHHBIE OpPTraHU3aTop-
CKHE, HACTABHMYECKHUE U IICUXOJIOTUYECKUE HABBIKH B OCYIIECTBICHHH 110 CYyTH
TepONYECKOr0 CITy)KCHHUsI Ha O1aro CBOMX MalMEeHTOB. BakHO MOHMMATh, 4TO
9TH CIEUUANUCTHI paboTaloT B OKpyrax MOCKBBI, CPaBHHUMBIX MO YUCICHHO-
CTH HACEJCHUs C LENBIMU TOpOJaMy HAIlleH CTpaHbl WM JaKe C YUCICHHO-
CTBIO JIFOfIel B HEKOTOPBIX cTpaHax Mupa. Ito Mpuna Bragumuposna Marsx —
IHAO, Taresina AnekcanapoBHa BecenbeBa — 3AO, Jlrommuna CepadumorHa
CazonoBa — CAO, Omnbra IlerpoBHa ActpaxaninieBa — BAO, FOnus BuxkroposHa
®enoroa — C3A0, Anacracus BsuecnaBoBna Kypranosuu — CBAO, Dnb3apa
Ucmaunnosna Ocmanosa — FOBAO, Auapeit Bragumuposuu bianros — FO3AO,
Haranes Bnanumuposna JlstnoBa — 3enenrpanackuit AO, Haranss OneroBna
bepaunckux — TuHAO, Enena AnekceeBna Bonsnosa — FOAO.

Puc. 3. Jlemckue 3HOOKpuHOI02U MEOUYUHCKUX OPSAHUZAYULL
Henapmamenma 30pagooxpanenus 2opoda Mockevl na 106uneinom
MeEpoNpUAMuUY ¢ 2NAGHIM GHEWMAMHBIM OCMCKUM CNeYuanucmom

9HOoKpuHonozom Munzopasa Poccuu axademuxom PAH
Banenmunoii Anexcanoposroti Ilemeprogoii
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aJjia SAAMETOK

B nmerckoil 3HIOKPUHOIOTHYECKOH city>k0e MocCKBbI, paboTaroiieil B Tec-
HOM CBSI3M C BeAYIIUMH (eaepanbHbIMU MEANLMHCKAMY LIeHTpaMu MuH31paBa
Poccun, npu 6epe’KHOM COXpaHEHMM CIaBHBIX TPaIULMN, HOCTOSHHO BHEAPS-
JOTCSI BCE NEPEIOBbIC MEUIIMHCKUE TEXHOJIOTHH, IIPUHATHIC B OTEUECTBEHHON U
3apyOeKHOM KIMHUYECKOH NPAaKTHKE, Mbl pa3BUBAEMCS IJIs1 yITydLICHUS 3P QeK-
TUBHOCTH, JOCTYITHOCTH U Ka4eCTBa OKa3aHUsI MEAULMHCKON IOMOLIN ACTIM U
MIOJPOCTKAM.
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Opranusaropsbl

[lenapTaMeHT 30paBooxpaHeHus ropoga Mocksel

'BY3 «Mopo3oBcKas feTcKasa ropoAcKasn KiMHWYecKana 60MbHMLA
[enapTtameHTa 3apaBooxpaHeHns ropoaa MockebI»

Poccuiickana geTckas KnnHnyeckana 6onbHuua OrAQY BO PHUMY muMenn H.U. Muporosa

ABTOHOMHaA HEKOMMepYecKas opraHM3aLMa COLENCTBUA BHEOPEHWUIO HOBbLIX MeOULIMHCKUX
TEXHOMOMUI B NpaKkTUYecKoe 34paBooxpaHeHne «MeauumHa n Passutue B XXI Beke»

MECTO NPOBEAEHUA

AnanuTuueckuin ueHTp
npu Mpaeutenscree PO
np. Akagemuka
Caxaposa, 12

AHanuTtmnyeckum LeHTp npu MNpaeutensctee PO
np. Akagemumka Caxaposa, 12

TexHu4eckui opraHmsartop

NndopmaumoHHo-BbicTaBOYHOE areHTcTBO «<MHpoMepa®apm AAinanor»
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