denepanbHble KIMHUYECKHE PEKOMEHIAIUN 110 JUATHOCTUKE U JIeYEHHI0
MOHOTeHHBIX (popM caxapHoro quadera y jJereil H MOAPOCTKOB

2013 r.
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1. Metoponorus
MeToabl, HCII0JIb30BAHHBIE JIS COOPa/ceSIeKIIUU 10KA3ATENbCTB:
ITorck B 311eKTPOHHBIX 0a3ax JAaHHBIX.
Onucanue MeTO10B, HCIOJIb30BAHHBIX /151 CO0pPa/cesIeKIMHU 10KAa3aTelbCTB:
JlokazarenbHoi 0a30ii 151 peKOMEHJAIMA SBISIOTCS MyOIMKALNK, BOIICIIINE B
KoxpaitHoBckyro 6ubnmnotexy, 6a3bl nanasix EMBASE u MEDLINE. 'myOuna noncka
cocTaBuia 5 Jer.
MeTobl, HCIIOIB30BAHHBIE ISl OLIEHKHM KauecTBa U CUJIbI I0KA3aTENIbCTB!
- KoHcencyc skcnepToB

- OLleHKa 3HAYUMOCTH B COOTBETCTBUU C PEUTHHIOBOM cxemou (Tadum.1).

PeliTuHroBas cxema /1Jisl OlleHKU CHJIbl pekoMenaaumii (Tabauna 1):

YpoBHU Onucanue
JI0Ka3aTeNbCTB
1++ MerTa-aHanu3bl BBICOKOTO Ka4eCTBa, CUCTEMAaTHYECKUE 0030pbI

PaHIO0MU3UPOBAHHBIX KOHTpOIHpyeMbix uccienosanuil (PKHW), nou PKU ¢
OYEHb HU3KUM PUCKOM CUCTEMATHYECKUX OIINOOK

1+ KauectBenno IMPOBCACHHLIC MCTAa-aHaJIN3bl, CHCTCMATHYCCKUC, NN PKU ¢
HHU3KHM PUCKOM CUCTEMATUUYCCKUX omuboK

1- Meraananu3sl, cuctematudeckue, uin PKU ¢ BBICOKMM pucKoM
CHUCTEMATHYECKUX OIIAOOK

2++ BricokokauecTBEHHbIE CUCTEMAaTHUECKHE 0030pbl UCCIIEIOBAaHUN CiTyyaii-
KOHTPOJIb UJIM KOTOPTHBIX MCClIeIOBaHUN. BbicokokauecTBeHHbIE 0030pbI
UCCJIEIOBAaHUM CIIy4ail-KOHTPOJIb WIM KOTOPTHBIX UCCIIEI0BAaHUI C OUEHb
HU3KUM PUCKOM 3(PPEKTOB CMEIIMBAHUS WIH CUCTEMAaTHUYECKUX OIIUOOK 1
CpeIHEN BEPOSTHOCTHIO IPUYUHHOMN B3aUMOCBSI3U

2+ Xopo11o NpOBEJEHHBIE UCCIEA0BAHNS Cy4ail-KOHTPOJIb WA KOTOPTHbBIE
UCCIJIETOBAHMS CO CPEHUM PUCKOM 3(PPEKTOB CMEIINBAHUS WIH
CHCTEMaTUYEeCKHX OLIMOOK U CpeHeH BepOSTHOCTHIO MPHUUHHOMN
B3alMOCBA31

2- HccnenoBanus ciydaii-kOHTPOJIb WM KOTOPTHBIE UCCIIEOBAHUS C BBICOKUM
pUCKOM 3(PPEKTOB CMEIINBAHUS WM CUCTEMATUYECKUX OMIHMOOK U CpeHei
BEPOATHOCTHIO IPUUYMHHON B3aUMOCBSI3H

3 He ananuTrudeckue uccieaoBaHus (HaHpI/IMCpI OIMMCAHUC CIIYyYacB, Cepr/'I




CITyJacB)

MHeHue 3KCnepToB

Metoabl, HCNIOJIL30BAaHHbIE AJIS AHAJIN3A J0KA3aTeJIbCTB:

- 0030pBI MyOIUKYEMBIX METa-aHAIU30B;

- cUCTeMaTHYeCKue 0030phI ¢ TAOIUIIAMH JIOKA3aTeIbCTB.

Onucanue METOA0B, HCITI0JIb30BAHHBIX IJIfl AaHAJIHU3Aa 10Ka3aTCJIbCTB:

Jloka3arenbHoil 6a30i 11 peKOMEHJalMi ABISIOTCS MyOIMKALMK, BOIIEIINE B
KoxpaitHoBckyto 6ubnmnotexy, 6a3bl nanasix EMBASE u MEDLINE. 'myOuna nmoncka
cocraBuia 5 Jer.

MeTOI[BI, HCIIOJB30BaHHBIC MJI1 OICHKH KAa4C€CTBA U CUJIbI JOKA3aTCIIbCTB:

- KOHCGHC}/C OKCIICPTOB

- OLleHKa 3HAaUUMOCTH B COOTBETCTBUU C PEUTUHIOBON cxemol (Tabun.1).

Tadauubl 710KA3aTEJAbCTB:

Tabmuipl JOKa3aTENbCTB 3AMOIHUTUCH YIeHaMH pabodel rpymibl.

Mertoasbl, HCIIOJIL30BAHHbIE 11 (POPMYIMPOBAHUA PEKOMEHIAIMIA:

KOHCCHCYC 9KCIICPTOB.

PeliTuHrOBasi cxema JJisl OLEHKHU CHJIbl peKOMeHaanui (Tadauna 2):

Cuna

Omucanue

A

[To menbIIEH Mepe, OMH MeTa-aHallu3, cucTeMatTudeckuit 00630p miau PKU, onenennbie kak
1++, HanpsAMYyIO0 TPUMEHEHUMBIE K LEJIEBOM MOIMYISIUU U JEMOHCTPUPYIOIIHE
YCTONYUBOCTh PE3YJILTATOB,

Wnu rpynna 1oka3aTenbCTB, BKIOYAIONIUE PE3YIbTAThl HCCIIEA0BAaHUI, OLIEHEHHbIE KakK 1+,
HaNpsAMYI0 IPUMEHUMBIE K 11€JIe€BOM MOMYJISIIUU U IEMOHCTPUPYIOIIKE OOIIYIO
YCTOHYHMBOCTh PE3YyIbTAaTOB

['pymnma goka3aTenbCTB, BKIIOYAIOUIas pe3ysbTaThl UCCIeI0BaHUM, OLIEHEHHbIE KaK 2+,
HaNpsAMYI0 IPUMEHUMBIE K 11eJIeBON MOMYJISIMU U IEMOHCTPUPYIOIIKE 0010
YCTOMYHMBOCTb PE3YJIbTATOB.

Wnu skcTpanoaupoBaHHbIe JOKa3aTeNbCTBA U3 UCCIIEIOBAHHM, OIIEHEHHBIX Kak 1++ nmu 1+




C ['pynna noka3arenbCTB, BKIOYAONIAsA PE3YyJIbTaThl HCCIEI0BAaHUN, OLICHEHHBIE KaK 2+,
HANPSIMYIO IPUMEHHUMBIE K IEJICBOM TOMYIISALUU U IEMOHCTPUPYIOIIUE OOIIYIO
YCTOHYUBOCTD PE3YJIHTATOB.

N OKCTPAIIOJIMPOBAHHBIC NOKA3aTCIbLCTBA U3 HCCHCHOB&HHﬁ, OLICHCHHBIX KaK 2++

E Joka3zarenbcTBa ypoBHS 3 wiu 4.

N QKCTPAIIOJIMPOBAHHBIC NOKA3aTCJIbLCTBA U3 HCCHeHOBaHHﬁ, OLICHCHHBIX KaK 2+

HNuauxaTtops 1o0pokavecTBeHHoi mpakTuku (Good Practice Points — GPPs)

PexoMenyemas qoOpokadecTBEHHAs MPAKTHKA 0a3UpyeTcsl Ha KIIMHHYECKOM OITBITE YWICHOB
paboueii rpyMIibl MO pa3padoTKe peKOMEHAAIIH.

DKOHOMUYECKUHA aHATIN3:

AHanmm3 CTOMMOCTHU HE IIPOBOJUIICA U Hy6JII/IKaLII/II/I 1o q)apMaKOE)KOHOMI/IKG HEC
AHAJIN3UPOBAJIMCh.

Metoa BaJInau3auu peKOMEHIAUM:

- BHewHsAs sKkcnepTHas OLECHKA.

- BHyTpeHHsIs SKCIIepTHAs OLICHKA.

Onucanue MeTo/1a BauAU3alMi PEKOMEH 1alluii:

Hacrosimue pexkoMeHganuy B IpeABapUTEIbHON BEpCHH ObUIM PELIEH3UPOBaHbl HE3aBUCUMBIMU
AKCIEPTaMHU, KOTOPBIX MOMPOCUIN IPOKOMMEHTHUPOBATH MPEKIE BCETO TO, HACKOJIBKO
MHTEPIIPETALNS JOKA3aTENbCTB, JIEKAIIMX B OCHOBE PEKOMEHJALUI, TOCTYIIHA JIJIsl TOHUMaHUS.

HOJ'IyLIeHBI KOMMCHTApHUH CO CTOPOHBI Bpaqeﬁ MEPBUYHOIO 3B€HA U YHACTKOBBIX IIEAUATPOB B
OTHOIICHHUH JOXOAYNBOCTH U3JIOKCHUA pCKOMCHILaHI/Iﬁ " X OLICHKH BaXXHOCTH peKOMeHI[aIII/II\/JI
KakK pa60qero HHCTPYMCHTA HOBCCI[HGBHOI\/’I IIPAKTHUKHU.

Koncy.m,Tamm N IKCIIEPTHAasA OCHKA:

[Tocneanuie U3MEHEHHsI B HACTOSIIIIUX PEKOMEHAANNAX ObUIH MPeICTaBICHbI IS
JUCKYCCHH B IIpeiBapuTeNbHOM Bepcun Ha Konrpecce snaokpunonoros 20-22 mast 2013 r
(r.MockBa), Ha KOHQEPEeHIUAX IETCKUX 3HJOKPUHOJIOTOB 22-23 utoHs 2013 1. (ApxaHrenabck) u
5-6 centa6ps 2013 r. (r.Coun). [IpenBapurenbHas Bepcus BbICTaBJIEHA JUIsl ITUPOKOTO
oOcyxnenus Ha caiite DHL, nns Toro, 4ToObI KA, HE YYaCTBYIOUINE B KOHIpecce U
KOH(EepEeHIHUAX, UMEJIU BO3MOXKHOCTb IIPUHATH Y4acTHE B 00CYKICHUU M COBEPIIEHCTBOBAHUHU
PEKOMEHJAIIH.




ITpoekT pexomeHanuii Oy1eT perieH3UPOBAH TaKKe HE3aBUCUMbBIMU IKCIIEPTaMH,
KOTOPBIX NOMPOCHIIN IPOKOMMEHTHPOBATH MPEXE BCEr0 10XOAUYMBOCTh U TOUHOCTh
MHTEPIIPETALIMY JOKA3aTEIbHOMN 0a3bl, Jiexkalllell B OCHOBE pEKOMEHJAIIH.

Pabouas rpynmna:

Jlyist OKOHYATENHbHON PEeaKIIUK U KOHTPOJIS KadecTBa PEKOMEHIallK OYAyT TOBTOPHO
MIPOAHAIM3UPOBAHBI WIEHAMU pabouell TPYIIIIbI, C ENbI0 OLIEHUTh, YTO BCE 3aMEUYaHUS U
KOMMEHTApUHU YKCIIEPTOB IPUHSTH BO BHUMaHUE, PUCK CUCTEMATHYECKUX OIMIHOOK MIpH
pa3paboTKe peKOMEeHIAlHi CBeJIeH K MUHUMYMY.

Cwita pexomennanuii (A-E) npuBoauTCs TP U3JI0KEHUN TEKCTa PEKOMEH AN,

2. OmnpeneJsieHue, IMarHOCTHYECKHE KPUTEPHH U KiIaccHPUKAIUA CAXaPHOT O
auadera
Caxapubiii auaber (CJ)— »STHONOTMYECKHM HEOJHOPOJIHAS TpyINa MeTaboIHUYeCKUx
3a00JI€BaHU, KOTOpPHIE XapaKTEPU3YIOTCS XPOHUUYECKOW THUIEPIIIMKEMUEH, 0O0YCIOBICHHOU
HapyLIEHUAMH CEKPELMH WM JAEUCTBUS MHCYJIMHA WIM coueTaHueM 3Tux Hapymenuil. [Ipu C/J
OTMEUAIOTCSl HAPYIICHHS YTIICBOHOTO, )KUPOBOT'O M OEITKOBOTO 0OMEHa, KOTOPBIE 00YCIIOBICHBI
HapyILIEHUEM JEHCTBUS MHCYJIMHA HA TKAHU-MUILIECHH.

[TonaBnsiromee OombmuHCTBO - 90% Bcex ciaydaeB caxapHoro jauabera B JICTCKOM U
MOJIPOCTKOBOM BO3pPACTe MPUXOTUTCS HA caXapHblid quader | Tuma.

Caxapublii 1nadet He 1 THIA — 3TO HapyIIEHUE YTIIEBOAHOTO 0OMEHa, pa3BUBIICECS
BCJIE/ICTBHE HECOOTBETCTBYIOIIEH MOTPEOHOCTSIM OpraHu3Ma CeKpeIui HHCYIIMHA.
HeanexBaTHas cekpelis HHCYIUHA MOXKET ObITh CBSI3aHA C MHCYJTHHOPE3UCTEHTHOCTHIO,
HEJ0CTAaTOYHOU CeKpelei HHCYINHA, HApYILIEHUEM MpoIlecca CEKpEeLuu HHCYIIMHA,
BPO’KJIEHHON HECOCTOSITEIbHOCTHIO O€Ta-KJIETOK.

I[uarﬂocnlqecxne KPpUTEPHUHA

JlMarHocTHYeCKUue KPUTEpUU CcaxapHOro nuadera OCHOBBIBAIOTCS HAa M3MEHEHHMHU IOKa3aresnen
[JIIOKO3bI B KPOBU M HAJTMUUU WM OTCYTCTBHS cUMNITOMOB (E).

Cy1miecTByeT TpH Crocoba 1abopaTopHON AUArHOCTHKH caxapHoro auadera (tabim. 3).

- [Ipu caxapHom muabere He | THMA y JeTe XapaKTEPHBIC CHMITTOMBI: TIOJTHYPHSI, TIOJTHTUTICHS,
HapyIICHUE 3pEHUs, CHIDKEHHWE MacChl Tella B COYETAHWU C TIIOKO3YPHEH W KETOHYpPHEH
ormeuatorcs B 30% (C).

- JlnarHo3 0OBIYHO OBICTPO TOATBEPIKIACTCS MPU BBISBJICHUN 3HAYMMOTO TOBBIIICHUS YPOBHS
rkeMun. [Ipu 3ToM B citydae HalW4us KETOHOBBIX T€ B KPOBHM M MOYE MMOKa3aHa CpPOYHAas
Tepanus. OXUJAaHUE CIEAYIOIIErOo IHA JUIsl TOATBEPXKIACHHS TUNEPTIMKEMHH MOXET OBITh
OTIACHBIM U CITIOCOOCTBOBATh OBICTPOMY Pa3BUTHIO KETOALINU1034.

Taéauua 3. Kputepun nuardoctuku caxapaoro auadera (ISPAD, 2009)

- Cumnitomsl CJ] B coueTaHnM CO CITydaifHbIM BBISIBICHHEM KOHILIEHTPAIMH TI0K03bl >11,1 MMomb/n™* B
IU1a3Me KpPOBHU.
Ciy4alfHBIM CUMTATh BBISIBIIEHUE B JTI000€ Bpemst THS 0e3 yyeTa BpeMeHH, MPOLIE/IIEro mocie




MTOCJICTHETO MpUeMa MHIIH

nJIn

- YpOBEHb IIIFOKO3BI B IJ1a3Me€ KPOBH HATOMIAK >7,0 MMOJIB/T**,

CocrosHne HaToHIaK OIpeACIIACTCA KaK OTCYTCTBUE IIpHeMa MUY HE MCHEC 8 u.

NI

- YpoBeHb III0K03bI uepes3 2 4 mociie Harpy3ku >11,1 MMoib/1 npu npoBeeHUH OpaJIbHOTO
riroko3orosiepanTHoro tecta ( OI'TT).

Jnist Harpy3Ky UCTIONIB3YeTCs SKBUBAJICHT 75 T 0€3BOJHOM TIIIOKO3bI, PACTBOPEHHOM B BOJIE, UJIH B JI03€
1,75 r/kr Macchl Tejla 10 MaKCUMAaJILHOM 10361 75 T.

*B xkanmuisipHO# mensHOM KpoBU >11,1 MMOJIB/IT, 1711 BEHO3HOMU 1ETbHONH KPOBH —
>10,0 MMOIB/1I.

**>6,3 Kak JUIsi BEHO3HOM, TaK M JIJIs KaMWIISIPHOM 1IEJIbHON KPOBH.

- OI'TT He npoBoaMTCA B ciydasiX, KOIAa CIy4yallHOE HUCCIIEOBAaHUE INIMKEMUU B TCUEHUE JIHS
win nocne ensl noxareepxkaaer auarHo3 CJI. (E). B coMHuUTENbHBIX cllydasx MpPOBOJIUTCS
JUINTEJIbHOE HAOJII0IeHUE ¢ IEPUOIUUYECKUM ITOBTOPHBIM TECTUPOBAHUEM.

- EOJ'IBHBIM, HEC MMCIOIIIUM CHMIITOMOB CI[, AUAardo3 MOXXHO ITOCTaBUTH TOJIBKO Ha OCHOBAaHHNHU
ABaXXJ1bl JOCTOBECPHO yCTaHOBHCHHOﬁ THIICPIIIMKCMUU.

JluarHocTuYecKre KPUTEPHH UCCJIeI0BAHNS YPOBHS IUIIOK03bI B I1a3me Hatomak (I'TTH):
vI'TIH <5,6 MMoIIb/T — HOpPMaJIbHBII YPOBEHB;
vI'TIH 5,6-6,9 mMonb/n — HapymienHas rnukemus Hatomak (HI'H);

vI'TIH >7,0 MMonb/1 — nipeanonaraemseiii auarao3 CJI, KOTOpbIil JoJKeH OBITh MOATBEPHKICH B
COOTBETCTBHUU C ONMMCAHHBIMU BBIIIIE KPUTEPHUSIMHU.

JnarnocTudyeckue kpurepun pe3yabtatoB OI'TT — no ypoBHIO I1I0K03bI B IIa3Me Yepes
2 y nocJie Harpy3ku (I'TI 2 u):

vI'Tl 2 4 < 7,8 MMOJIB/T1 — HOpMaJIbHasl TOJIEPAHTHOCTD K IIIFOKO3€;
vI'TI 2 1 7,8-11,0 MMoIb/T — HapyIlIeHUE TOJIepaHTHOCTH K riroko3e (HTD);

vITl  2u>11,1 Mmmonb/n — mpennonaraembrii  nuarHo3 CJI, KoTopelii JOMKEH OBITh
MTOATBEPK/IEH B COOTBETCTBUM C OMTMCAHHBIMU BBIIIE KPUTCPUSIMH.

HTT un HI'H paccmaTtpuBaroT Kak MPOMEXYTOUHBIE CTaAMM HApYyLIEHUH YriIeBOJHOro oOMeHa
MeX/1y HOPMAJIbHBIM €Tr0 COCTOSIHHEM U CaXapHbIM JuabeToM ¢ paszButheM jrodoi dopmbr CJ

(E).

Kaaccupuxanus caxapaoro quadera (tabn.4).

Tadauua 4. ITHoJ0rHYecKas KiaccupuKkanusa HapyueHuii yriaesoaHoro oomena (ISPAD, 2009)

|. Caxapusrii anadet 1 Tuna (C/I1) MoxxeT MaHH(ECTHPOBATH B JITOOOM BO3pacTe, HO HanboJIee 4acTO — B IETCKOM U
FOHOIIIECKOM.

A. AyTOUMMYHHBIii caxapHBbIi THA0eT XapaKTepU3yeTcs JeCTPYKIHEH B-KIIETOK, HATHINEM ayTOAHTHTEI, a0COIOTHOM
MHCYJIMHOBOI HEIOCTaTOYHOCTHIO, IOJHOM HHCYIMHO3aBUCUMOCTbIO, TSDKEJIBIM TEUEHHEM C TeHICHLUEeH K KeToaunuao3y,
acconuaryeil ¢ reHaMHy INIaBHOT'O KOMIUIEKCa TUCTocoBMecTHMocT! — HLA

B. UnnonaTnyeckuii caxapHblii 1uadeT TakxKe IMPOTEKAeT C AECTPYKIHEH B-KJIETOK U CKIIOHHOCTBIO K KeTOaIU103y, HO




0e3 NpH3HAKOB ayTOMMMYHHOTO TIporecca (crerupuueckux ayroanturen u accouuannu ¢ HLA-cuctemoit). Ita popma
3a00JIeBaHMs XapaKTepHa JUIs ITAI[HeHTOB ahpUKAHCKOTO M a3MaTCKOTO IMIPOUCXOXKICHHS

I1. Caxapuslii tuader 2 Tuna (C/12) — Hanbounee pacpocTpaneHHbIN cpenu B3pocibix Tun CJI, xapakrepusyercs
OTHOCHUTENbHOH HHCYJINHOBOW HEJIOCTATOYHOCTBIO C HAPYIICHUAMMU KaK CEKPELMH, TaK U AEHCTBUS HHCYIMHA: OT
npeobuiaaronieil MHCYJIMHOPE3UCTEHTHOCTH ¢ OTHOCUTENbHOM HHCYINHOBON HEJOCTATOYHOCTBIO JI0 MIPEUMYLIECTBEHHOT'O
CEKPETOPHOTO Ae(eKTa B COYCTAHUHU WK O3 COUETaHHs C MHCYIMHOPE3UCTEHTHOCTHIO

II1. Apyrue cneuuduyeckne THIBI caxapHoro nuadera. B 3ToT pazzen BKIIIOYAIOT psiJ HO30JIOTHYECKU
CaMOCTOSITENBHBIX (hopM anabera (B OCHOBHOM 3TO HACJIEICTBEHHBIE CHHAPOMBI C MOHOT€HHBIM THIIOM HACJICIOBAHN ),
00bEANHEHHBIX B OT/IEIHHBIC OATHIIBL.

A. Tenermueckue nedeKTbl QYHKIHH P-KIETOK:
1. Xpomocoma 12, HNF-/o (MODY3)
2. Xpomocoma 7, rmokokuraza (MODY?2)
3. Xpomocoma 20, HNF-4a (MODY1)
4. Xpomocoma 13, HHCYTHHOBBIH TpoMoTOpHBIit hakrop — IPF-1 (MODY4)
5. Xpomocoma 17, HNF-1.4 (MODY5)
6. Xpomocoma 2, NeuroD1 (MODY6)
7. MutoxonnpuansHas JJHK-myTanus
8. Xpomocoma 6, KCNJ11 (Kir6.2), ABCC8 (Sur 1).
9. HexoTopsie apyrue, npudarHa KOTOPBIX — MOHOTEHHBIE Je(DeKThI CHHTE3a HHCYIIHHA.
B. l'enernyeckue nedeKTbl AeiCTBUS HHCYIHHA:
1. Pe3uCTeHTHOCTH K HHCYIUHY THUIIA A
2. JIenpedayHusM (CUHAPOM J[OHOXbBIO)
3. Cunnpom Pabcona—MeHenxoia,
4. Jlunoatpoduueckuii quadet
5. Hexotopsre npyrue ¢popMsl 1rabera, BOSHHKAIONIUE BCIIEACTBHE MYTAIMY T'eHA PELENTOpa HHCYIIMHA.
Knnandeckn — HapymeHus! yriIeBOAHOTO 0OMeHa OT yMEPEHHOH IMIEePIINKEeMUH U THIEPUHCYITHHEMUH 10
SIBHOTO caxapHoro nuabera. Cuaapom JJoHOXbIO 1 cHHAPOM Pa0cora—MeHnenxoiia MaHU(pECTUPYIOT B IETCKOM
BO3pacTe U MPOSBIIOTCS PE3KO BEIPAKEHHON PE3NCTEHTHOCTHIO K HHCYIIHHY.
C. 3a0on1eBaHusl SK30KPUHHON YaCTH MOIMKETYI0YHOI Keae3bl
. ITankpearut
. TpaBma, maHKpeaTIKTOMHS
. HoBooOpa3oBaHus OKETyI0UHOH Kene3bl
. Kucrosusiit pubpo3 (MykoBuCIen103)
. 'emoxpomaro3
. ®ubpo-kanpKyne3Has ITaHKPEATONATHS
. Hexotopsle fpyrre HO30JIOTHIECKH pa3INIHbIe 3a00I€BaHuUs, TIPH KOTOPBIX HAPSAy CO 3HAUUTEIbHBIMU
HapYIICHNSIMI SK30KPHHHOH (DYHKINH HOIKETyIOTHON JKele3bl HabIrogaeTcs 1 HeJJOCTaTOYHOCTh CEKPETOPHON
(YHKINH OCTPOBKOBBIX KJIETOK.
D. DOngokpuHonaTun
1. Akpomeranus
. Cunzpom Kymara
. 'moxaronoma
. ®eoxpomonuToMa
. T'uneptupeos
. ComarocratnHOMa
. Anpiocrepoma
. Hexotopsle npyrue BeieAcTBHE KOHTPUHCYIISIPHOTO JISHCTBHUS BBIACNISAEMBIX B M30BITOUHOM KOJIHYECTBE
TOPMOHOB MOT'YT IIPHBOJUTH K MCTOIICHNIO (DYHKIIMOHAIBHBIX KOMIIEHCAaTOPHBIX PE3EPBOB P-KIETOK
MO/IKETYJOUHOH XKeTe3bl.
E. /Iluader, "HIynUpPOBaHHBII JeKaPCTBEHHBIMH NpenapaTaMy WIH XMMUYeCKHMH BellecTBaMHU
1. Bakop
. [lerramuuua
. HuxotunoBas kucnora
. [ mokoKopTHKOH B
. TupeouiHpIe TOPMOHBI
. JInazokcupg
. P-anpeHepruyeckue arOHMCTHI
. Tuazunpl
9. Aunanatua
10. a-uHTEpHEPOH
11. [Ipyrue npemnapatsl. MeXaHU3MBI UX ASHCTBUS Pa3IMYHbL: YXY/IICHHE ISHCTBUS HHCYIMHA Ha IepUpepu,
YCHIIEHHE NMEIOIIEeH s HHCYIMHOPE3UCTeHTHOCTH. B eTckoM Bo3pacTe Hanbonblnee 3HaYeHHE HMEeT
NpUMeHEeHHe 0-uHTepepoHa, MO BIUSIHUEM KOTOPOTO MOXET Pa3BUTHCS ayTOMMMYHHBIN quabeT ¢ BRIpaKeHHOU
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a0COMIOTHON HEAOCTATOYHOCTHIO HHCYIINHA.

F. Undexuun

1. BpoxxaeHHas KpacHyxa

2. lluromeranoBupyc

3. pyrue. ITox nefictBueM B-TOKCHYECKNX BUPYCHBIX HHPEKINH IPOUCXOANT AECTPYKIHUS B-KIETOK C pa3BUTHEM
a0COIOTHOH MHCYJIMHOBOM HeoCTaTOYHOCTH. HermocpencTBeHHOE TopaskeHne BUPYCOM OCTPOBKOBOTO armapara
BCTpEYAETCs PEIIKO.

G. Peaxue ¢popmbl caxapHoro quadera

1. Cunppom purunHoro denoseka («Stiff-many syndrome) — ayroummynnoe 3abonesanue [THC,
XapaKTepU3YIOIIeecs PUTHIHOCTHIO aKCHATIBHBIX MBIIIL C OOJIE3HEHHBIM UX CIIa3MOM, IIPU KOTOPOM BBISBIISIOTCS
aHTHUTeNa K TIoTaMaTekapookcuiase 1 moutu B 50% citydaeB pa3BUBaeTCs caXapHbIH 11HabeT)

2. CHHAPOM MOJM3HAOKPUHHON ayTonMMyHHOU HenoctarouHocTd I u II (APS I u II) Tunos

3. Jlpyrue 3aboneBaHus ¢ 00pa3oBaHUEM ayTOAHTHTEN K PEIeNTOpaM HHCYJIMHA — CHCTEMHas KpacHasl BOJYaHKa,
IMTMEHTHO-COCOUKOBas tucTpodust koxu (acanthosis nigricans). IIpu sToM MOXeT HaOIIOIAThCS BBIpAKCHHAS
PE3UCTEHTHOCTD K HHCYJIHHY.

H. Ipyrue reseTn4eckne CHHAPOMbI, HHOI 1A cOYeTaIOLIHeCs ¢ 1uadeToM

CaxapHblif 1rabeT MOXKeT OBITh KOMITIOHEHTOM MHOTUX T€HETHYECKHX CHHAPOMOB:

1. Cunapom Boasdpama

2. Cunzpom [layna

3. Cungpom leperesckoro—TepHepa

4. Cuanpom KnaitH-®enbrepa

5. Cunnpom Jloypenca—MyHa—bums

6. Cunnpom IIpanep—Bumm

7. Arakcus @punpaiixa

8. Xopest XaHturrona

9. TTopdupwust

10 MuoTonunveckast fuctpodus u mp.

B nerckom Bo3pacrta Hanbosee yacTo BcTpedaercs cuaapom Bomsgppama (DIDMOAD).

IY. I'ecTanmoHHbIi caxapHblil 1HadeT — JMr00bIe COCTOSHUS C HApyIIEHHEM YTIIEBOJHOTO 0OMEHa (B TOM YHCTe
HapyILIeHHas TOJIPAHTHOCTb K TIIIOKO03€), ANarHOCTHPOBaHHEIE IpH OepeMeHHOCTH. Beinenenue recranmonsoro CJ1 B
OTJENBHBIH THI 00YCIIOBJICHO MTOBBIIIEHHBIM PHCKOM MEPHHATAIBLHON CMEPTHOCTH Y BPOXKAECHHBIX YPOJICTB IIPH
HapyLICHUSIX YTIIEBOJHOTO OOMEHa y OepEMEHHBIX.

Kaaccnpuxaunus C/I e 1 Tuna mo MexaynapoaHoii kiaccudukanus 6oaesneii (MKB-10).

B mexxaynapoanoit kinaccuduxanuu 6onezneit (MKbB-10) caxaphslit tuader
HEMHCYJIUH3aBUCUMBIH npeacTasiieH B pyopukax E11-El14.

E11 MuacynnHOHE3aBUCUMEII caxapHBINA AHa0eT

E11.0 MHCynMHHE3aBUCUMBIN CaXapHBIN AMA0ET ¢ KOMOM
E11.1 MaCcYynMHHE3aBHCUMBIN CaXapHBIA AUA0ET ¢ KETOANI030M
E11.2 UncynuHHE3aBUCUMBIN caxapHBIH qra0eT ¢ MopakeHHeM MoveK
E11.3 UncynuHHE3aBUCUMBIN caxapHBIH quabeT ¢ MopakeHHeM a3
E11.4 UncynuHHe3aBUCUMBIN CaxapHbIi J1a0eT ¢ HEBPOJIOTHYECKUMH OCIOKHEHUSIMU
E11.5 UncynunHe3aBUCHMBIN caxapHbIil [UadeT ¢ HapyleHHsIMH rnepudepruueckoro KpoBooOpamieHus
E11.6 UncynuHHe3aBUCUMBIN caxapHbIil Ua0eT ¢ IpyruMH YTOUHEHHBIMU OCJIOKHEHUAMHU
E11.7 UncynuHHe3aBUCHMBIN caxapHbIi qra0eT ¢ MHOXKECTBEHHBIMH OCTIOKHEHUSIMU
E11.8 UncynuHHe3aBUCHMBIN caxapHbIil TUa0eT ¢ HEyTOUHEHHBIMU OCJIOKHEHHIMU
E11.9 UncynuHHe3aBUCUMBIN caxapHbIi quadeT 6e3 0CI0KHEHUH

E12 Caxapnblii quabet, CBSI3aHHBIA ¢ HEJIOCTATOYHOCTEIO TUTAHMUS.

E12.0 CaxapubIiii nua0eT, CBA3aHHBIN C HEIOCTATOYHOCTHIO MUTAHHS, C KOMOH
E12.1 Caxapubiii ana0eT, CBA3aHHBIN C HEIOCTATOYHOCTHIO MTUTAHUS, C KETOAIMI030M
E12.2 Caxaphblii Aua0eT, CBA3aHHBIN ¢ HEIOCTATOUHOCTHIO TUTAHMSI, C TIOPAYKEHUEM MTOUEK



E12.3 CaxapHsIit nnabeT, CBsI3aHHBIN ¢ HETOCTATOYHOCTHIO MMUTAHMS, C TIOPAKECHUEM TI1a3
E12.4 CaxapHsrit nnabeT, CBSI3aHHBIN ¢ HEIOCTATOYHOCTHIO TIUTAHMS, C HEBPOJIOTHICCKUMHI
OCIIOKHEHUSIMH

E12.5 Caxapubiii amabeT, CBA3aHHBINA C HEIOCTATOYHOCTHIO MUTAHUSA, C HAPYIIICHUAMH TIeprueprIecKoro

KpOBOOOpaIeHus

E12.6 CaxapHblii tuabeT, CBSI3aHHBIN C HEAOCTaATOYHOCTHIO MUTAHUSI, C IPYTUMH YyTOUHEHHBIMU

OCJIOKHEHHUSMH
E12.7 Caxapubiii aua0eT, CBA3aHHBINM C HEIOCTATOYHOCTHIO MMUTAHMSI, C MHOXKECTBEHHBIMHU
OCJIOKHEHHUSMH

E12.8 CaXﬁprIﬁ HI/I36CT, CBSI3aHHBIN C HEAOCTATOYHOCTBHIO NMUTAHUA, C HCYTOUYHCHHBIMU OCJIOKHCHUAMU

E12.9 CaxapHhblii qua0eT, CBA3aHHBIN ¢ HEOCTATOYHOCTHIO MMUTaHWsI, 0€3 OCIOKHEHUN

E13 [Ipyrue yrouHenHsie (GOPMBI CAXapHOTO JradeTa
E13.0 Ipyrue yrounernsie (popmbl caxapHOTO 1ruadera ¢ KOMOW
E13.1 Ipyrue yrouHerHble (popMBI caxapHOTO [ruadeTa ¢ KeTOaII030M
E13.2 Jlpyrue yrouHeHHble (OpMBI caxapHOro quadera ¢ MopakeHUEM OYCK
E13.3 Jlpyrue yrouHernsle (popMbI caxapHOTO nuadera ¢ mopaxeHHeM TIia3
E13.4 JIpyrue yrouHeHHble pOpPMBI caxapHOTro quadera ¢ HEBPOJIOTHUSCKUM HApyIICHUSIMU
E13.5 llpyrue yrounernsle (popMbl caxapHOTO nquadera ¢ HapyIIeHHIMHU epruepruIecKoro
KpOBOOOpareHus

E13.6 [pyrue yrouHeHHbIe (POPMBI CaXapHOTO JradeTa ¢ JPYTUMH YTOUHEHHBIMHU OCJIOKHEHHSIMU

E13.7 lpyrue yrouHennsle (popmbl caxapHOTO quadera ¢ MHOKECTBEHHBIMHU OCIIOKHEHUSIMU
E13.8 Jlpyrue yrouHeHHbIe (OpMBI caxapHOro quadera ¢ HEYyTOYHEHHBIMU OCIOXHEHUSIMU
E13.9 Jlpyrue yrounennsie popmbl caxapHOro quadera 0e3 OCI0KHEHHH

E14 CaxapHnblif 1ra0beT HeyTOUHEHHBIH
E14.0 CaxapHblii tnabeT HEyTOYHEHHBIN ¢ KOMOI
E14.1 CaxapHbiii 1Ma0eT HEYTOUHEHHBIN C KETOAIHI030M
E14.2 CaxapHblii tuabeT HeyTOYHEHHBIH ¢ IOPaKEHUEM ITOUYEK
E14.3 CaxapHblil 1uabeT HEYTOYHEHHBIH ¢ IOPaXEHUEM IJ1a3
E14.4 CaxapHblii tuabeT HeyTOYHEHHBIH ¢ HEBPOJIOTHYECKHUMU OCIOKHEHHSIMHU

E14.5 CaxapHblil 1uaGeT HeyTOYHEHHBIH ¢ HapyILIeHUsIMH TIeprU(epUIecKoro KpoBOOOpaIeHUs

E14.6 CaxapHblil 1nabeT HeyTOYHEHHBIH ¢ APYTMMH YTOYHEHHBIMH OCJIOKHEHUSIMU
E14.7 CaxapHblii tuabeT HeyTOYHEHHBIH ¢ MHOYKECTBEHHBIMHU OCJIOKHEHHSIMHU
E14.8 CaxapHblil tnabeT HeyTOYHEHHBII ¢ HEYTOUHEHHBIMH OCIOKHEHUSIMU

E14.9 CaxapHblii tnabeT HeyTOYHEHHBIH 03 0CIIOKHEHUH

3. MoHoreHHbie ()OPMbI CAXapPHOIro quaderTa

[TprunHO pa3BUTHS MOHOTE€HHOI'O CaXapHOTro nuadera sBJsSETCs Haclae0BaHue OJTHOM UITH

JBYX MyTalluu B TreHe. 3a00JieBaHus NEPEJAlOTCs ayTOCOMHO-IOMUHAHTHBIM HJIM PELIECCUBHBIM

MyTeM, a TAKXKEC MOI'YT BOSHUKHYTBH BCIICACTBUC CIIOHTAHHO BO3HUKIIIEN MyTaluu.
3anono3puth MoHOTeHHYIO hopmy CJ] crnenyer, ecnu (puc.l):

* CJl y HoBOpoxneHHbIX wiu 10 6 mec. (B), mpu CII1 B menee 1% ciyuaes;



*  OTAroIneHHBIN HACIEACTBCHHBIN aHaMHe3 (OosieH oauH u3 poaureneit), npu C/1 B 2-
4%(C)

*  VYMepeHHas TUTIEPTIIMKEMUS HATOMIAK (5,5-8,5 MMOJIB/1T), 0COOCHHO TpU CEMEHHOMN
dopme CL1

* Huskas norpeGHOCTh B MHCYJIMHE BHE PEMHICCHUH, T.€. Yyepe3 3 rojia mocje JuarHoCTUKU
3a00J1eBaHNs; BO3MOXHOCTh 00XOUThCS O€3 MHCYIMHA

*  Cekpenus C-nienituza BHe niepuoaa pemuccuu 6osee 200 amouns/i (E)

* OrcyrcrBue ayroantuten ICA, GADa, 1A2, IAA, ocobeHHO B MOMEHT YCTaHOBIICHUS
nuarno3sa (E)

* OrcyrctByer oxupenue (E), mpu CIA2 B 20%
*  Hanuuwme skcTpamaHkpeaTHdeckux 3a00JIeBaHuN
3.1 HeonaTtajibHbIii caxapHblii 1uadeT

Heonaranenseiii CJ1, Kak mpaBuIIo, SIBISETCS HHCYIMHO3aBUCUMBIM H JJHAaTHOCTHPYETCS B IEPBBIE
Tpu Mecaua xu3nu (B). Oto penkoe cocrosiaue (1 Ha 400 000 poxaeHuit) MOKET
acCOILMHUPOBATHCS C BHYTPHUYTPOOHOH 3aepikkoit pocta miona (C).

TpaH3I/ITOpHI>II71 HEeOHATAJbHbIH caxapﬂblf/i zmaﬁeT BCJIeACTBHC aHoOMAaJIHnii HMIIPUHTHHI A
6924

ITHOJIOrUA

AHOMaJIuM UMIIPUHTHHTA B JIOKyce 6q24, 3aTparuBatonue reubl ZAC u HY AMI, sBnsitores
HanboJiee pacpOCTpaHEHHON MPUYNHON HEOHATAILHOTO CaXxapHOTro TuadeTa ¥ MPUBOJIAT K
THC/ (B). Haubosnee pacipocTpaHeHHBIMA aHOMATHSAMU 6q24 SIBISIOTCS YHACIICIOBAaHHbBIC
JTYTIMKAUU 10 JJMHUM OTIIA WM MapTeHOreHeTUYeCcKas AUCOMUS 110 JIMHHUU OTIa, XOTs OoJee
4yacTo uAeHTU(GUIUpyroTCa aHoManuu metunuposanus (E).

Taxxe myrtaruu SURI sBistoTest npuunHoi 12% ciiydaeB HEOHaTaIbHOTO caxapHOro AuadeTa u
4acTO MPUBOJAT K Pa3BUTHIO TPAH3UTOPHOI'O caXxapHOro Auadera.

JAnarnocruka:

e CJl 0ObIYHO CTaBUTCS B TE€UEHHE MEPBOM HEJENN U MPOXOAUT MPUMEPHO uepe3 12
Henenb (B), runepriovkemus 10 57 MMOJIB/J IPH JMarHOCTUKU

e B 50% ciyqaeB caxapHbIi quabeT nmposiBUTCs cHoBa B Teuenue 10-14 nera (B),

e  makporyoccus B 23% ciydaes (B).

JleueHue : HWHCYJIMHOTCpAIInd B I/IHTCHCI/I(I)I/II_II/IpOBaHHOM PECKUME IIPU YCTAHOBJICHUH IUAIHO3a
TakTHKa BeleHUS NAIUEHTOB:

JlunaMuyeckoe HaOIIOACHUEM BCIIEICTBUE TIOBBIIIEHHON OMMACHOCTH PEIMMBA CaXapHOTO
nuabera. [Ipu pennauBe y maiueHTOB HET 3aBUCUMOCTH OT UHCYIIMHA, H UX MOXKHO JICUUTh TIPU

10



HIOMOILY JIUETHI, XOTS BIIOCJICACTBUU UM 4acTo Tpedyercs nacynuH (E). Peakuus na
NepopaJIbHbIE CaXxapOCHIKAIOIINE MpenapaThl, TakKue Kak MpenapaTsl Cylib()pOHUIMOYEBHHBI W
MET(GOPMHUH, OCTAETCS HEICHOM.

IlepMaHeHTHBIH HEOHATAJIBLHBIN caXapHbIi 1MadeT, TPAH3UTOPHBII HEOHATAJIbHbII
caxapHbIii Ana0deT ¥ caxapHblil AuadeT ¢ IMArHO30M, OCTABJEHHBIM B TeYeHHe MepBbIX 6
MecsilieB KM3HHU BejleAcTBHe HapyleHnid AT® -4yBCTBUTEIbHOI0 KaJIMeBOI0 KaHAJIa
CtumynupoBaHHas TIIIOKO30M CeKpelus HHCYIHA TpeOyeT 3akphiTus AT®-4yBCTBUTEIBHBIX
KaJIMEBBIX KaHAJIOB O€Ta-KJIETOK. DTOT KaHal COCTOUT U3 YEThIPEX MOATPYIII KaJTUEBbIX KaHAIOB
(Kir6.2) 1 yeTplpex MOArPYMI PELENTOPOB, YYBCTBUTEIBHBIX K MperaparaM
Cynb(HOHMIMOYEBUHBI. AKTUBUPYIOLINE MyTaI[l T€HOB, KOJUPYIOIIMX JaHHbBIE MOATPYIIIIbI,
JIep>KaT KaHaJlbl OTKPBITBIMU, IIPEIOTBpALas CEKPELUIO MHCYJIMHA W MPUBOJAT K Pa3BUTHIO
HEOHATAJIBHOTO caxapHoro auadera. Myrtamuu Kir6.2 SBiastoTCsI BTOPBIMH 110
PacIpoCTpaHEHHOCTH MYTALUSMU CPEIM NALMEHTOB C IMarHO30M CaXxapHOro auadera,
MIOCTaBJICHHBIM B TE€YEHHUE MEPBBIX 6 Mecsues xu3au (B). [locTossHubie hopmMBbI
ACCOLIMMPOBAIIUCH C arjla3uel MOoHKENyI04YHOM JKeJe3bl, aKTUBUPYIOIUMU MyTallUsIMU
KCNI11, rena, kogupytomero AT®-gyBcTBUTENBHYIO CyObequanIy Kir6.2 kanueBoro kaHaia
(7p15), MyTarusiMi HHCYJIMHOBOTO MTPOMOTOpHOTO (akropal (xpomocoma 7) ¢ arasueit
MOJKETYI0YHOH JKeJe3bl, TOMO3UTOTHBIMU MYTAIlUSIMU T€Ha TII0KOKHHAa3kI (xpomocoma 7) (C),
myTtanusamMu FOXP3 rena (T-kieTouHoro peryisTopHOro resa) kak coctasisitomiei yactu [IPEX
curgpoma IPEX-cunapom (Immune dysregulation, polyendocrinopathy, enteropathy, X-linked
syndrome) — CHHIAPOM JTUCPETYIISIUN UMMYHHUTETA, TIOJIMOHIOKPUHONIATHHI, SHTEPOIIATHH,
cuerieHHbIN ¢ X-xpomocomoii (C)

Knununueckas kaptuHa:

['mneprivkeMus, TIIOKO3ypHUsi U B HEKOTOPBIX CiIydasix 00€3BOKMBAHUE TOSABIISIOTCS MOCTe
poxnenus. Horaa otMedaeTcst 0OOMEHHBIN allu103 U OYEHb PEIKO KETOHYPUS U KETOHEMHUS.
CreneHb rMNeprivKeMUN pa3IndHa U MOKeT Jocturath ypoBHs 70-100 MMoinb/i. BonbmmHCTBO
MAalMeHTOB MMeEET U30JUPOBAHHBIN caxapHbIid quadeT, x0T y 20% HabmtogaroTcs
HEBPOJIOTHYECKHE HapylmieHus. HecMoTpst Ha TeTepo3uroTHYIO (popMy MyTanuu, y
0OJBIIMHCTBA NAIMEHTOB HET CEMENWHOI ucTopuu, Tak Kak B 90% ciyyaeB 3a0ojieBaHue
00yCJIOBJICHO CIIOHTAHHBIMU MYTAIIASIMHU.

Haubouee TsoKeNbIM SBISETCS CHHIPOMOM 33J€PIKKH Pa3BUTHSI, STHIIETICHU 1 HEOHATAIIBHOTO
caxaproro quabeta (developmental delay, epilepsy and neonatal diabetes (DEND) syndrome)
(C), yamie BcTpeuaeTcst mpoMexxyTouHbliit curpom i-DEND, npu KOTOpOM ManueHThl CTpajaloT
MeHee TsDKEIOoH (pOopMOit 3a1ep>KKU Pa3BUTHS M Y HUX HET SIUJICTICHH.

IMHCJI — TpeOyeT MOCTOSIHHOTO JISYCHHSI C MOMEHTA YCTAaHOBJICHHS JIMArHO3a.
Jleyenue:

® HHCYJIMHOTEpanusi B UHTEHCU(PUIIMPOBAHHOM PEKUME;
e [Ipy HAJIMYMHM Y MMALUEHTA onpenenacHHbIXx MyTanuu B reHe KCNJ11 Bo3moxHO
JIeYeHHe TIperapaTamMu Cyab()OHUIMOYEBUHBL, TO3UPOBaHUE - IepBoHadabHO 0,5
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Mr/Kr/rnuberknamuaa/aeds u a0 1 mr/kr/ness (C). C TedeHrneM BpeMeHH /1032
JUTSI TIOJICPKAHUS YIOBICTBOPUTEILHOTO TITHKEMUIECKOTO KOHTPOJIS
3HauuTenbHO cHIkaeTcs (E).

JluHaMn4yecKkoe Ha0II01eHne:

1. OcmoTp Bpauom — 3HIOKpUHOJIOroM 1 pa3 B MecsIl

no

Omnpenenenue rIMKUPOBaHHOTO reMoryioonna 1 pas B 3 mecsiia,

3. MOHHUTOPUHT ITMKEMHUH PETYISPHBINA - ONpPEIEIICHHE YPOBHEH MTMKEMUHU HATOIIAK U
noctnpanauainbHo (E). IIpu ocTpeix 3a001eBaHUSAX WM KOTA HOSIBIISIIOTCS CUMITTOMBI
TUIIEP- ¥ TUTIOTJIMKEMUH, MTAIMEHTaM IMoKa3aHo Oosee yactoe TectupoBanue (E).
[TarueHnTam Ha UHCYJIMHOTEPANUH WM HA TEPANUU TperapaTaMu Cyab(HOHUIMOYCBIUHBI
HE00XO0IUM MOHUTOPUHT 110 MOBOAY acuMIToMaTH4eckoi runornukemud (E).

OO6muit ananu3 kpoBu 1 pa3 B 6 MecsieB

OO0muit ananmu3 Mmoun 1 pa3 B 6 MecsIeB

buoxumuuecknii ananus kposu 1 pa3 B rox (AnT, AcT, obmr. xonectepun, JITTHIL, TT')
Omnpenenenne MAY exerogHo B 3 —x MOpUMsIX

V3U 6promrHoii monoctu 1 pas B rofg

© oo N gk

Koncynpranus odransmonora, HeBposiora 1 pa3 B roj
10. FOCHI/ITaJ'II/I?;aIII/I?I 1 pa3 Broa MKW BHCIUIAHOBAS rOCIIUTAIM3alWA ITPU ACKOMIICHCAIIUN
3a00s1eBaHUs

HabnroneHue 3a manueHToM B CTaiuU PEMUCCHU:

1. Ocmotp Bpauom — 3H10KpUHOJIOrOM 1 pa3 B 3 mecsa

N

Ornpezenienre rIMKUPOBAHHOTO TeMorio0nHa 1 pa3 B 6 MecsiieB
3. Ompenenenue rimkeMud | pa3 B MecsIl WK Cpa3y NMPH U3MEHEHHH CaMOYYBCTBUS
(mosiBNEHUM MONUYPUHU, TONUAUIICHH, Toxynanuu, OPBU u 1.11.)

3.2 Caxapubrii tuadetr Tum MODY
XAPAKTEPUCTHUKA ITOHATUA

Huaber MODY — akponuM Ha3Banust Maturity-Onset Diabetes of the Young (auabet B3pocioro
THUIIa Y MOJIOJIBIX ), TEpMUH, BriepBble BBeleHHBIN Tattersall. MODY npencrasisier
reTeporeHHyI0 rpymiy 3a00JieBaHH, BEI3BAaHHBIX MYTAIlMsIMU B pa3IMYHBIX reHax. HapyieHue
YTJIEBOJHOTO OOMEHA, KaK MpaBujIo, 00YCIOBICHO AUCHYHKIHUEH [} KJIETOK, HAUMHACTCS B
MOJIOJIOM Bo3pacTe (J10 25 JeT) U nepeaaeTcsi ayToCOMHO-IOMUHAHTHBIM mmyTeM (C).

OTHNOJIOI'NA U ITATOI'EHE3

Knuanueckast rereporenHocts MODY o00ycrnoBiena MyTanusMu B pa3HbIX reHax. [lepBbiii reH
MODY (myTtarus reHa TioKOKHHAa3bl) ObUT uaeHTHGUIIpoBaH B 1992. K HacrosmeMy BpeMeHU
U3BECTHO Oosiee 15 reHoB, MyTanuu B KOTOPBIX puBoAsAT K MODY nuaGety.

Ta6n. 4 Bapuantel MODY (Anantuposannas Weedon et al, 2007)
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Tun I'en Besox DyHKIUA
MODY1 | HNF4« I'enaTonuTapHbIi B-xnerka: perymsus rera INS,
SAepHBINA (akTop 4o TpaHCIIOPTa U META00JIM3Ma IIIFOKO3BI.
[leuens: cunres JIII.
MODY?2 | GCK I'mokxokuHaza B-xnerka: pochopunupoBanue
TIIIOKO36I. [Ie4eHb: CHHTE3 TIIMKOTeHa.
MODY3 | HNFla I'enaTonuTapHbIi B-xnerka: perymsus rera INS,
(TCF1) sepHbId dakTop la TpPaHCIIOPTa U MeTab0JIM3MA TITFOKO3HI.
[leuens: cunres JIII.
MODY4 | IPF-1 ®aKTOp WHCYITMHOBOTO Perymsanus rena INS, smOpuorenes
(PDX1) npomortepa | MIOJIK. K-3bI, PETYJISAIINS TITFOKOKHHA3BI
MODYS5 | HNFIp I'enarornurapHslii B-knerka: perymsus reHa INS,
(TCF2) sinepHbIi daktop 15 TpaHCIIOPTa U METab0JIM3Ma TITFOKO3bI.
[leuenn: cuntes JIII.
MODY6 | NEUROD1 | daktop HelporeHHOM Perynsmus rena INS, sm6puorenes
middepeHrpoBKH 1 IIOJIK. K-3BI.
MODY7 | KLF11 «Kpronmmenb»-nono0usiii | Perymsiums rena INS.
(dakTop 11
MODYS8 | CEL Kap6oxkcumacrep- KoMmoHeHT maHKpeaTH4ecKoro cekpera
THJIpOJIa3a

B GompmmHCcTBE cimydaeB Betpeuyaetes MODY 2 m 3, BKjIag OCTabHBIX M3BECTHBIX TCHOB MCHEE

10%, y 15% manueHToB MyTaluu He UASHTH(PUIMPOBAHBl U OHU Ha3zBaHel MODY-X.

OnuaemuoJiorus u nuddepeHnnanbHas THATHOCTHKA caxapHoro quadera tun MODY

B nacrosmee Bpems cuutaercs, 4to okosio 10% Bcero CJ[ B 1eTCKOM U MOAPOCTKOBOM BO3pacTe
cocrasnsier C/l He 1 Tuna. Ha nepBoe mecte B crpyktype CJl He 1 tuna Beimen CJI 2 tuma, a

3areM caxapHsiii quader Tun MODY.

JNuddepenunanbubiii tuarnos3 MODY u C/ 1 Tuna

® I[OMI/IHaHTHBII\/'I THIT HACJICAOBAHUA

* OrcyrcrBue acconuanuu ¢ HLA

® OTCYTCTBI/IC AHTHUTCJI, aCCOLITMNPOBAHHBIX C ,Z[C6IOTOM CI[ | Tuna

* OrcyrcTBHE KETO3a

*  Huskas noTpeOHOCTh B MHCYJIMHE WJIM BO3MOXHOCTh O0OXOJUTHCS 0€3 MHCYINHA
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Ta6m. 5. {uddepennmanpupiii quarao3 MODY u CJ] 2 tuna, Anantuposannas Weedon et al.

[TapameTtp MODY CJ Il Tuma
. _____________________________________________________________________________________________________|
Tun saciaexoBaHus MoHoreHHBIN IlonureHusI
ayTOCOMHO-
JIOMUAHATHBIN
Bo3spact nHauana Kaxk mpaBumno o 25 ner  40-60 e, peako y moApOCTKOB

(Ipu O)KUpEHUH)

PonocnoBHas Kak npaBusno 6onpHple  Penko 60JbHBIE B HECKOIBKHX
B HECKOJIBKUX MOKOJICHUSX
MOKOJIEHUSAX
[TeHeTpaHTHOCTH 80-95% BapuabenpHnas (mo-suaumomy, 10-
40%)
Oxupenue Hexapakrepno Tunuyno
MeTabonnyecKkuii Hexapakrepen Tunuuen
CHUHIPOM

Caxapublii anader, Tum MODY 2

[eTeposuroTHbie HHaKTHBHpPYIOmKe Mytanuu B reie GCK (MODY 2) npuBOAST K HAPYIICHUIO
YyBCTBUTEIHHOCTH [3- KIIETOK K TTIOKO3€: MEXaHHU3M PErYISIIIHI TOMEOCTa3a TIIOKO3bI Y ITHX
JIETeH OCTaeTCs Ha BRICOKOM ypoBHE. CeKpelrs HHCYJIUHA MOXET JJOCTUTATh HEKOTOPOTO
MaKCHMyMa, OJTHAKO WHCYJTMHOBBIH OTBET HE COOTBETCTBYET JAHHOMY YPOBHIO TJIMKCMHUH.

Kinnuyeckasi kKapTuHa

® yMEpEeHHas -TUNEPTIUKEeMHs HaTOImaK (5.5-8 MMOJIB/1T), 0OBIYHO HE MIPOTPECCUPYET
JECSTUIIETHS,

® CUMITOMBI 3a00JeBaHus 00bIYHO OTCYTCTBYIOT (C),

® JIMarHO3 MOKET OBITh YCTAHOBJIEH B JIIOOOM BO3pacTe, Yallle MpH MPOBEACHUU PYTUHHOTO
o0ceioBaHuUS 10 MTOBOJY JPYroro 3a0oeBaHus

e Ha OI'TT (mepopalibHOTO TIIFOKO30TOJIEPAHTHOIO TECTA) - MOBBILIICHUE TJIMKEMHH 110
CpaBHEHHIO ¢ Oa3abHBIM YPOBHEM OOBIYHO HE MPEBBIIIAET 3.5 MMOJIB/I.

e [ TTUKHPOBAaHHBIN TEMOTJIOOWH - OKOJIO WJIM CJIETKA BBIIIEC BEPXHETO Mpeeia
HOpPMaJIbHBIX 3HaYECHUH;

®  OTATOLIEHHAs HACJIEICTBEHHOCTh — POJAUTEIHN U3BECTHBI HAPYILIEHUS YTIIEBOHOTO
obmena (C12, HTT', HT'H) wunu tpebyetcs onpeneneHre ypoBHS TIIIOKO3bl HATOLIAK y
poauTesnel 6e3 0UeBUIHBIX IPU3HAKOB 3a00JI€BAHUS, YTO SBJISIETCS BaKHBIM IIPU
paccMOTpPEHMHU AMArHo3a MyTaluu TiroKkokuHassl (E)

®  OCJIOKHEHMSI MUKPO- U Makpococyauctsie peaku (C)
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IIJTAH OBCJIEAOBAHUS ITALIMEHTA C ITIOJJO3PEHMEM HA CAXAPHBIN JAUABET
tuo MODY 2

agrwnE

o

© oo~

['mukeMus HaTOLIAK U TTTIUKEMUYECKUN TPOPUIIb

OI'TT

Omnpenenenue rIMKUPOBAHHOTO FeMOTTI00UHA

Omnpenenenne cnerududeckux ayroanturen (GADa, [A2, ICA,IAA)
buoxumunuecknii ananus kposu (AnT, AcT. JITIBII, JIITHII, TT', o611 xonecrepuH,
MOYEBHHA, KPEATUHUH, MOYeBas KUCIOTa, C-peakTUBHBIN OEIIOK)

TmaTenpHbI cOOp aHaAMHE3a - COCTaBJIEHUE TeHEATOrMYECKOT0 APEeBa, MpH
HEO0OXOIUMMOCTH - 00CIIeZIOBaHUE POJUTENICH Ha HAPYIIEHUS YIJIEBOAHOIO 0OMEHa
MonexynsipHO-TeHETHUECKUE UCCIIeIOBAHNE

DnekTpokapauorpadus

VYapTpa3ByKoBOE€ UCCIIEAOBAHUE OPTaHOB OPIOIIHOM MOJIOCTH

VYbpTpa3ByKOBOE HCCIEAOBAHNE OPraHOB MajIoro Tasa (1o MOKa3aHUsIM)

KoncynpTranuu 1pyrux cnenuanucToB (Mpy HATUYUU MTOKa3aHUN )

1.

2.
3.
4

ITo pesynbraram oOcnenoBanus AuarHo3 caxapuelii tuader Tun MODY?2 ycranaBnuBaeTcs Ha

Oxkynuct
Hespomor
I'muexonor
I'eneTuk

OCHOBAaHHHU CJICAYIOIIUX KPUTCPUCB:

Jleuyenne:

1. BeisBienue HapyuieHus yriaesoaHoro oomena (CJI, HTT, HT'H)
2. Tloxa3zaTenb rIIMKUPOBAHHOTO TeMOTII00MHA Oosee wiu paBeH 6,0%

3. OTcyTCcTBHE KeTOaua03a Kak B IEPHO/I BBISBICHHUS/MaHU(PECTAIINH TaK U B
TeueHue 3a00JIEBaHUA

4. Hanuyue poCTBEHHUKOB 1-i W/unu 2-i cTeneH poJICTBA C HAPYILIEHUEM
yraeBogHoro oomena (CJI, HTT', HT'H)

5. CoxpaHHas cekpelus MHCYJIMHA U c-lienTuaa 0ojee 4yem, yepes 3 roga ot
YCTAQHOBJICHHSI JUArHO3a.

6. OtcyTcTBHE ayTOMMMYHHOTO TIpoliecca (TUTPBI ayTOAaHTHUTEN B TIpeienax
pedepeHCHBIX 3HAYCHHI HIIM HEOOJIBIIIOE TIOBBIIIIEHNE TUTPA OJTHOTO U3 BUIOB
ayTOAHTHUTEN)

7. Her accormmanuu ¢ cucremoit HLA

8. OxoHYaTeIbHBIN JAUArHo3 yCTaHaBJIMBACTCA IMPU HAJITMYNHU I[MATOTCHHBIX MyTaL[I/Iﬁ

B I'CHC I'N'TFOKOKHWHAa3bI

AUCTa C OrpaHUYICHUCM JICTKOYCBOSCMBIX YTJICBOJOB (C)
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e jocrarouHble ¢puznyeckue Harpy3ku (E)

® [IpU HEJOCTATOYHOM KOMIIEHCAalUuH (TJIMKUPOBAaHHBIN remorinodun oosee 7,0%)

BO3MOXKHO Ha3HAYeHUU WHCYIMHOoTepanuu < 0.5 ea/Kr/cyT. Y mainueHToB OTMEYaeTCs

HU3Kasi YyBCTBUTEIbHOCTh K MHCYNHHY (E).

Benenne nanuenTa B aM0yJIaTOPHO-NIOJIMKJIMHUYECKHUX YCJIOBUAX

Benenue nanuenTa ¢ noarsepxkaeHHbIM quarno3oM CZI tun MODY

1.

No ko

OcMOTp BpauoM — S3HJIOKPUHOJIOTOM 1 pa3 B 6 Mecs1ieB

Ornpezenenne rMKUPOBAHHOTO remMorioduHa 1 pa3 B 6 MecsiieB

OO6mumit ananus kpoBu 1 pa3 B roa

OO06mwmit ananus mouu 1 pa3 B roj

buoxumuyeckuit ananus kpoBu 1 pa3 B roj

['ocnuranuzanus 1 pa3 B rox

BHernanoBas rocrnutanusaiys npyu HapacTaHUH MTMKUPOBAHHOTO FeMOTIO0NHA
ooutee 7,0% u/uau cTaOUILHOM MOBBIIICHUU TIIMKEMHH OoJiee 7,5 MMOJIb/IT
HaTomak u 6osiee 11,1 MMOJIB/I B TEUEHNUH IHS W/WIN MMOSIBIIEHUNA CUMIITOMOB
caxapHoro auabdera (MOoJINypHs, TOJIUIUIICUS, KETOHYPUS).

Caxapubplii nuader, Tum MODY 3

OTHOIOTHS.

I'eteposurornsie mytanueit B rene HNF-1a npusogsr k passututo C/| Tum MODY 3

Kaunnveckas KapThuHa

e Msrkasg 0eccuMOToOMHas MaHI/I(l)eCTaHI/ISI, Ha4YaJIbHbIM HapYHICHUCM SABJIACTCA

IIOSABJIICHUC HOCTHpaHHHaHBHOﬁ TUIICPIIIMKEMHUU B PE3YJIBTATC HEAOCTATOYHOI'O

MOBBILICHHS MHCYJIMHA B OTBET HA CTUMYJISLMIO TtoKo30H (E)

* Jluar"os yaiie ycTaHaBIMBaeTCs B IOJPOCTKOBOM BO3PACTe, OAHAKO, €CJIU PEOEHOK

POKJIEH MaTePhIO C CaxapHbIM 1a0eTOM, TUa0eT y HETO MOXKET OBITh IMarHOCTHPOBAH B

3HAYMTENIbHO OoJiee panHeM Bo3pacte, rectarmoHubii CJI (C)

» Tomaxosas runeprimukemus (HI'H) u moctnpannuansnas rmukemus (o 12,0-14,0

MMOJTB/JT)

* OI'TT na panHuX cTaausIX - TOBBIIIEHUE TJIFOKO3HI Yepe3 /1Ba yaca Oojee 4yeMm Ha 6

MMOJIB/JI, JaXKe MPU HOPMaJIbHOM YPOBHE TJIFOK03bI HaToulak (B)

¢ IIOKO3ypusa Npru OTHOCUTCIBHO HOPMAJIBHBIX YPOBHAX TJIFOKO3BI B IJIa3ME KPOBHU, TAK

KaK y HallMeHTOB HU3KHI MOYEeYHBINH MOPOTOBLIN ypoBeHb (B)
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HaCJIeJCTBEHHAsS MTPEAPACIIONOKEHHOCTh K caxapHOMY AuadeTy (B HACIEACTBEHHOCTH -
Cl 2 tuna, C/I 1 tuna, ycranosnenusiit Ha 20, 30 win 40 rogax *u3HU, TAKKE
3a0oJieBaHKe y AeAylIeK win 0adyiek mocie 45 set sxu3un) (C)

BripaskeHHast 9yBCTBUTENBHOCTH K TIpemapaTam Cylb()OHUIMOYCBIUHBI, TIPUBOISIIAS K
runornukemuu (C)

CJ1 nurenbHO 6€3 MHCYJIMHOBOM 3aBUCUMOCTH, T. €. 0€3 KeToalu103a B OTCYTCTBUU
uHcynuHa (E), xopomuii rmmkeMuyeckuii KOHTPOJIb MPH HEOOIBIION 03¢ HHCYINHA
WJIM TOJIBKO Ha JAUETE

ornpenenseMblid ypoBeHb C-TienTrAa Ha HHCYJIHHOTEPAITHH MTPU TIIFOKO03€ > 8 MMOJIB/JT
OoJsiee yem, uepes 3 roja nocie ycranosieHus quartosa (E)

[ToctenenHoe mporpeccupyroliee TeueHue — TpedyeTcs Ha3HaYeHHe HHCYINHOTepanuu
nocne 45-50 neT u BO3MOKHO pa3BuTHE ociiokHeHui kak u ipu CJ1 | tuna (E)

HekoTopbIM U3 3TUX MalMEHTOB B KOHEYHOM CYeTe NOTPeOyeTCsl JIeUeHHsI UHCYIHMHOM,
IIOCKOJIbKY IaHKpEaTU4YeCKast HEJOCTATOYHOCTh IMporpeccupyer. [Ipuynnel 31010
IPOTPECCUPYIONIETO YXYIIIEeHUS PYHKINH -KIETOK elle HEe TIOHATHI.

ITJIAH OBCJIEAJOBAHUMA ITALIMEHTA C IIOAO3PEHMEM HA CAXAPHBIN JAUABET
o MODY 3

arONE

o

© o~

10.

['MukemMus HaTOMIAK U TJIIMKEMUYECKUN TTPOQPIITH

OI'TT

Omnpenenenue rIMKMPOBAaHHOIO FeMOIJI00NHA

Omnpenenenue cnerududeckux ayroanturen (GADa, [A2, ICA,IAA)
buoxumunuecknit ananus kposu (AnT, AcT. JIIIBII, JIITHII, TT', o611 xonectepuH,
MOYEBHHA, KPEaTUHUH, MOYeBas KucioTa, C-peakTUBHBIN OENOK)

TimarenbHbIN COOp aHaMHE3a - COCTaBJICHHUE F€HEAIOTHYECKOTO IpeBa, Mpu
HEO0OXOUMOCTH - 00CIIeZIOBaHUE POJUTENEH Ha HAPYIIIEHUS YIIIEBOAHOTO 0OMEeHa
MonekynsipHO-TeHETHUECKHUE UCCIIEIOBaHHE

OnexTpokaparorpadpus

VYapTpa3BykoBO€ UCCIEA0OBAaHUE OPTaHOB OPIOIIHOM TOJIOCTH

VYapTpa3ByKoBO€ UCCIEA0OBAaHUE OPraHOB MAJIOrO Ta3a (10 MOKa3aHUsIM)

[To pe3ynbraTam oOciieIoBaHUS TUarHo3 caxapHeiii quadet tum MODY 3 ycranaBnuBaeTcs Ha

OCHOBAHHHU CJICAYIOIIUX KPUTCPUCB:

1. Broisenenue Hapymenus yriesognoro oomena (CZ, HTT, HI'H)
2. Tloxa3zaTenb MIIMKHUPOBAHHOTO TeMOTI00MHA Oosee miu paBeH 6,0%

3. OrtcyTcTBHE KETOAUA03a KaK B IEPUO/I BBISIBICHUS/MaHUPECTAIINH TaK U B
TeueHue 3a00JIEBaHUA

4. Hanuyue poJCTBEHHUKOB 1-i W/uiu 2-if CTENEHN POJICTBA C HAPYIIIEHUEM
yraeBoanoro oomena (CJI, HTT, HT'H)
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CoxpaHHas cexpelys HHCYJIUHA U c-TienTraa 6ojee uyeM, uepes 3 roja ot
YCTAHOBJIEHUS IMarHo3a.

Ot1cyTCTBHE ayTOMMMYHHOTO IIpoliecca (TUTPhI ayTOAHTHUTEN B Ipeienax
pedepeHCHBIX 3HAYEHUI WU HEOOJIBIIIOE MOBBIIICHUE TUTPA OJHOTO U3 BHJIOB
ayTOAHTHUTEN)

Her accoumarmu ¢ cucremoirt HLA

OKoHYaTeIbHBIN JUArHO3 YCTAaHABIMBACTCS IMPU HATMIMH MTATOTCHHBIX MyTaIlUi
B rere HNF1A

Koncynpranuu 1pyrux cnenuaiaucToB (Mpy HATMYUU MTOKa3aHUN )

1. Oxkymnuct

2 Hespomnor
3. ['muexkomnor
4 I'eneTuk

Benenue nmanuenra B aMﬁyJIaTOPHO'HOJII/IKJII/IHI/I'leCKI/IX yciaoBusax

Benenue manuenTa ¢ noareepxkacHHbIM quarso3om CJI Tunm MODY 3

1.

No ko

Jleuenmue:

OcmoTp BpauoM — 3HIOKpUHOIOroM 1 pa3 B 3 MecsIia, eClid MAIUeHT IMoTy9aeT
JICKapCTBEHHYIO TEPAITHIO — 9aCcTOTa OCMOTpa 1 pas B MecsIl

OmnpeneneHue TIIMKUPOBAHHOTO TeMoriioonHa 1 pa3 B 3 mecsa

OO6mwmit ananm3 kpoBu 1 pa3 B roa

OO6muit ananu3 Mmouu 1 pas B rox

buoxumuueckuit ananus kpoBu 1 pa3 B rof

[Nocnuranuzanus 1 pa3 B ron

BHemnnaHoBas rociuTanu3amus Npyu HapacTaHUU TITMKUPOBAHHOTO TeMOTJI00MHa
6onee 7,0% u/nim cTaOMJIBHOM MOBBIIICHUH TIIHKEMUH 00Jiee 7,5 MMOJIB/JI
HaTomak 1 6osee 11,1 MMOIBL/I B TEUEHUH AHS W/WIU MOSIBICHUNA CUMIITTOMOB
caxapHoro nuabera (MOoJINypHs, TOJIUIUIICHUS, KETOHYpUS

® JIMeTa C OrPaHUYEHUEM JIETKOYCBOSEMbIX yrieBoaoB (C)

e joctarouHble pusndeckue Harpy3ku (E)

® TIpU HEJOCTATOYHOW KOMIIEHCAIMHU (TIIMKUPOBAaHHBIN reMorinoouH 6oxee 7,0%)

BO3MOJXHO HA3HAYCHUU MPLCIIapaToB CYJ'IL(bOHI/I.HMOquI/IHBI (2[038. noz[61/1paeTc;1

WHIWBUIYaJIbHO — TIEpBOHAYAIbHAS J103a TIMOEHKIIaMu1a MOKeT ObITh 0,25 Mr X 2 paza
B CyTKH) win nHcynuHoTepanuu < 0.5 ex/kr/cyt. (E).

JApyrue Buanl caxapaoro auadera tun MODY

MODY 1 (myramus HNF-40) xapakrepusyeTcs BbIpa)XKeHHOW BapHaOdeTbHOCThIO KIIMHUYECKUX

IIPOSIBIICHUHN —

OT ACUMIITOMATUYCCKUX TPAH3UTOPHBIX HapymeHI/Iﬁ 0 GBICTpO
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MPOrPECCUPYIONINX KIMHUYECKUX (DOPM ¢ BO3ZMOXKHBIM Pa3BUTHEM KE€T03a, HEpeaKO Ha (hoHE
OKHUpEHMSI. XapaKTepHa HU3Kas IEHETPAHTHOCTh MYTaHTHOTO I'eHa.

[MaruenTsl ¢ HNF-1B myramusimu (MODY 5) UMEIOT COMyTCTBYIONINI MTOTHKUCTO3 IMOYEK,
KOTOPBI MOXKET MPOSBIATHCSA KIMHUYECKU OT HEOOJBIINUX MOYSUHBIX HAPYIIEHUN A0 TSHKEIO0M
YPOTEHUTATBHON MATOJIOTHH, YTO JeNIaeT 3Ty popmy 3a00JieBaHUS HAUOOJIee TAKEIIOM.
3a0oJieBaHrEe TOYEK HEPEIKO MPEIIeCTBYET pa3BUTHIO Tuadera. Cpean poJCTBEHHUKOB
MAIUEHTOB YacTO PETUCTPUPYETCS MOYCUHAS MTATOJIOTHS C BO3MOKHBIM Pa3BUTHEM MMOYCYHOU
HEJO0CTAaTOYHOCTH. J[pyrue skcTpanaHKpeaTuuecKre MposBICHUS BKIOYAIOT MATOUYHbIE U
MIOJIOBBIC AaHOMAJIUH, ITATOJIOTUYECKUE TICUEHOYHBIC TECThI, TIOJIarpPy, MOBBIIICHHON BBIACICHUE
coJielt MOYEBOM KHUCIIOTHI, JKeTyJOYHO-KHUIIIEYHbIe HApYILIEHUs TUIIA MIiopecTeHo3a. uabder
penko BozHuKaet A0 10-nerHero Bo3pacra. MexaHusm pa3Butus auadeTa - KOMOMHAIIHS
MEYCHOYHON MHCYJTMHOPE3UCTEHTHOCTH U TUCHYHKINH B-KIETOK. YXyAueHue GyHKIuu -
KIIETOK Mporpeccupyer ObIcTpee, ueM npu aquadere, BbizBanHOM HNF-10 MmyTanusmu, Moxer
BCTPEUaThCs TUa0ETHUECKHUM KeTOAI1/103, U MAlIUEHThI He YYBCTBUTEIBHBI K
Cynb(OHIIMOYECBHHHBIM TIperaparaM. MHOTHE MAMeHTHl B KOHEYHOM CYETE HYKIAIOTCS B
JICYEHUU UHCYIHMHOM.

MODY 4 (mytarust IPF-1) — HanmeHee u3ydeHHas Gopma BCICIACTBHE €€ PEAKOCTH,
MaHUpECTUPYET 00BIYHO B OoJiee mo3aHeM Bo3pacte — oT 17 mo 60 net u crapue. [Ipu
roMo3uroTHeIX Mytanusx IPF-1 wabnromaercs BpoxxaeHHas popma nuadbera ¢ areHe3uen
MO/KEITYI0YHOM JKEeJIe3bl U Pe3KO BBHIPAKEHHBIMU MTPOSIBICHUSIMU CHHIPOMA MajbaOCopOIuu.

4. T'eHeTHUYECKHE CHMHAPOMBI, AaCCOIIMUPOBAHHBLIC C CaXapHBbIM }IlflaﬁeTOM

4.1 Cunapom Boasppama (DIDMOAD-cunapom)

Cpenu CHHIPOMOB, aCCOIIMUPOBAHHBIX C CaXapHBIM JIMa0EeTOM, Han0OoJIee YacTO BCTPEUaALTCs
cuHIpoM Bonbdpama. D10 TsKENOE JeTeHepaTHBHOE HACIECTBEHHOE 3a00JIeBaHNE C
ayTOCOMHO-PEIIECCUBHBIM THIIOM HACJIEIOBAHUS U IPOrPECCUPYIOIIMM T€UEHHEM, KOTOpOe
BKIIIOUaeT B ce0s1 4 OCHOBHBIX COCTABIAIOMUX: caxapHblid auadet (CJ]), HecaxapHblil tuader
(HA), arpoduto 3putensHbix HepBoB (A3H) 1 ceHconeBpaibHyto Tyroyxocts (CHT).Mytanus B
rene Bonsdpamuna (WFS1) nexut B ocHOBe 3a0071€BaHmMs.

KimHnueckas kapTuHa:

KnuHnyeckass kapTUHa 3TOTO CHHIPOMAa MOXXET OBITh JOBOJBHO BapHalellbHA, CYIIECTBYET
noustue «HernonHass Gopmay DIDMOAD—cuHapoma, XapakTepu3yrOmascs TOJBKO CaxXxapHBIM
nuabeToM M arpodueit 3pUTEeNbHBIX HEpBOB, M MoiHas (opma, BKIOYaromas B ceds Bce 4
COCTaBISIIONIME CHUHApPOMa. HeoOXOMUMBIM ¥ JTOCTATOYHBIM KJIMHUYECKUM KPUTEPHEM IS
noctaHoBku guarHoza DIDMOAD-cunapoMa sBiseTcsi coueTaHMe caxapHOro guabera u
aTpoduu 3pUTEIHHOTO HEPBA, Pa3BUBIIHMECS 0 16-TeTHEro Bo3pacra.

OcobeHHocTu caxapHoro auadera npu cuHapome Bonbdpama:

e Pa3BuBaeTCs BCIEACTBHUE alloOITO3a B B-KJ’ICTK&X

e - Bcerna nHCYNnMHO3aBUCHMBIN
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e - lmeer Ooee JieTKOE TEUEHUE C MATKAM HAYaJIOM, XOPOIIeH KOMIICHCAluel 1

HEOOJIBIIION MOTPEOHOCTHIO B MHCYJIMHE

e - HeayroumMMyHHBII

e - CocyaucTble OCIIOKHEHUS PEIKU

Jleuenne caxapHoro quadera - MHCYJMHOTEpANHs B UHTCHCU(DUIIUPOBAHHOM PEKUME.

Yacrto BCTpeyaeMbli KOMIIOHEHT CHHAPOMA —IOPAKEHUE MOYEBBLACIUTEIBHON CUCTEMBI
(aronust moueBbIenuTenbHOM cucteMbl (MBC). Pa3BuBaeTcs, kak mpaBwio, B OoJjiee MO3qHUE
cpoku oT Hadaina 3aboneBanus (mocie 20-30 5eT), U yTsHKENseT MPOTHO3 MU KU3HU OOIBHOTO.
K Gonee peakuM nposiBICHUSIM CHHAPOMA OTHOCSITCS HEBPOJOTHUECKHE MPOSBICHUS, TAKUE KaK
CTBOJIOBasl aTaKCHUsi, MHOKJIOHAJIbHBIE CYIOPOTH, TSDKENbIE alHO? LEHTPAJIbHOTO TeHe3a U

cnaboymue.

[Tporuno3 mpu DIDMOAD-cunnpome HeOIaronpusITHBINA, W3-32 Pa3BUTHUS CIIENOTHI, TYTOYXOCTH,
TSDKEJIBIX MOYEUHBIX W HEBPOJIOIMYecKHX HapylieHuil. CpenHsis NPOJOKUTENBHOCTh XKU3HU
cocrasisieT 30-40 ser.

TakTuka Benenusi naiueHTa ¢ DIDMOAD-cunapomom

IlaTomorus

HaOsronenune crieranncra

Iens

CaxapHblii 1uadet

SHIOKPHUHOJIOT 3p/Toa

Komnencanus yrieBogHoro oomMeHa,
oOyueHue B IIKOJIe-CAMOKOHTPOJIS,
CBOEBPEMEHHAs! KOPPEKLUs TeparuH,
CKPUHUHT OCJIOKHEHUH.

Hecaxapnsrii tuadet

SHIOKPHUHOJIOT 3 p/roj

Pannsia nmarnoctuka HJI u cBoeBpemet
Tepanus

npenaparamMy aHTHILYPETHYECKOTO
TOPMOHA, PEryJsipHas KOPPEKUHUs Tepa

ATpodus
3PHUTENBHOTO HEPBA

oransmonor 3 p/ron

Pannsas nnarnoctuka A3H,
HAa3HAYCHHE MOJICPKUBAIOIIEH
HEHPONPOTEKTEPHOI TepaIuu.
HalGmronenue B oTA€IeHUH KOPPEKIIHOX
MeIarOTUKH, CBOEBPEMEHHOE 00YUCHHE
1o cucreme bpais.

CeHcoHeBpaibHAas TYTOYXOCT] CypAOJIOT Pannss JIMarHOCTHKA CHT,
(OTOpUHOIAPUHTOJIOT) Ha3HauYeHUe MOIIEPKUBAIOLIEH
2-3 p/ron HEeHpOnpoTeKTEpHOM Tepanum.
CBoeBpeMeHHOE MIPOBE/ICHHE
afnmapaTHoro  WJIM  ONEPaTUBHOIO
ciyxomnpore3upoBanus. Habmonenue
B OTJeNICHUH KOPPEKIIMOHHOMN
TMIe/TarOTHKH.
[Topaxenne MBC ypoJor/Hedpoior VY31 opranos MBC 2-3 p/ron, mo
(rugponedpos, 2-3 p/ron HEe00X0IMMOCTH JIOTIOJTHUTEIBHOE
aTOHUS MOYEBOTO YPOJIOTHUECKOe o0cneioBaHue,
Ty3BIPST) CBOEBpPEMEHHas KaTeTepu3aIs
MOYEBOTO MY3bIPS.
ITopaxenune [THC HeBpoior 2-3 p/ron MPT TOJIOBHOT'O Mo3ra,
(mupamuTHBIE [To mokazanusM CUMITTOMAaTH9IECKOE
HapyLIeHUs) HEHPOINCHUXOJIOT, ICUXUATP | HEBPOJOTHYECKOE JIeUEHHE.
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4.2 YyBcTBUTEJIbHASI K THAMHHY MeraJo0JiacTHasi anemus (cuaapom Pomxepa)
UyBcTBUTENbHAS K THAMIHY Meranoonactaas anemust (TRMA) sBisieTcst peIKUM perieCCHBHBIM
TeHETUYECKUM CHHIIPOMOM PaHHEro Havaja Merano0IacTHON aHeMuH (Cc OTBETHOH peakuueil Ha
tramMuH). OHa acCOMUPYETCs C CaXxapHBIM AHa0ETOM H HEHPOCEHCOPHOH IITyX0Tol. B ocHOBE 3TOTO
nexut mytarus reda SLC19A2. CaxapHblii iua0eT, KOTOPBIH 110 CBOSH NMPUPOJIC XapaKTePU3yeTCs
HEJ0CTATOYHOCTHIO HHCYJINHA, UMEET Y HEKOTOPHIX MAIIMEHTOB PEAKIUI0 Ha TUAMHH, XOTS B
JIOJITOCPOYHOM MEePCIIEKTHBE y BCEX IMAIMEHTOB BEIpabaThIBaeTcs moTpedHOoCcTh B nHCynuHe (C). ['myxoTa
YyBCTBUTEIILHOCTBIO K THAMUHY HE 00J1ajiaeT.

4.3 MuTOXOHAPHAJIbHBINA caxapHblid 1uadeT

Ilepenada 1o MaTEpUHCKOM JIMHUM MYTUPOBAaHHOM WIH COKpaLEHHON MUTOXOHApHansHou JIHK
(mtDNA) MOXeT IpUBOAUTH K YHACJIEI0BAaHHOMY 10 MATEPUHCKOMN JIMHUM CaXxapHOMY AHa0eTy,
XOTs1 OOBIYHO 3TO MPOSBISIETCS HE B IETCKOM BO3pacTe.

MUTOXOHAPHATBHBIN caxapHBIH IMA0ET YaCTO aCCOIMUPYETCS ¢ HEMPOCEHCOPHOH IITyXOTOH H
HU3KUM pocToM. JlaHHBIN caxapHbIi JUabeT XxapakTepu3yeTcsi Iporpeccupyoeii He
ayTOMMMYHHOMW HEJOCTATOYHOCTHIO OETa-KJIETOK U B KOPOTKOE BpEMS MOXKET MPOrpPeCCUpOBaThH
JI0 HHCYJIMHONIOTPEOHOTO COCTOSHUS.

4.4 Cungpom AlibcTpemMa

Cunapom AnbcTpeMa — 3To 3a00sieBaHue, IEPEAAIOIIEecs ayTOCOMHO-PEIIECCUBHBIM ITyTeM. B
COCTaB CHHPOMA BXOST: TUCTPO(DUS CETYATKH, CCHCHEBPAIbHAS TYTOYXOCTh, PAHHHA Je0I0T
OXKHpPEHHUS (710 TOJ1a), CAaXapHBIA TUA0ET, THIICPIIUTUICMIS, KapIMOMUOTIATHSI, TATOJIOT S
neyeHu. PacpoctpaneHHocTs - MeHbIe yeM 1:100 000.

[Tporpeccupytomas aucTpodusi KOIOOUYEK CETUATKU BBI3BIBAET HUCTArM U CBETOOOS3Hb,
HaOJII0IAIOIIUECS C TPYAHOI0 BO3pacTa, U MPUBOAMT K CIETOTE BO BTOPOM JAECITUIIETHH;
[JIyX0Ta pa3BUBAETCS YK€ B AETCKOM Bo3pacTe. Bo3Mo)kHa AUISATalMOHHAS KapJUOMHUOIIATHS,
KOTOpasi MOYKET pa3BUBAThCs B JIFOOOM BO3pacTe, HAUMHasl ¢ TPYyAHOT0. BBICOK pUCK pa3BUTHS
OCTPOI KapJIMOMHUOIIATHH C JIETAIbHBIM HCXOJIOM B JIF00OM Bo3pacTe. OKUpEeHHE TaKkxKe
pa3BHBaeTCs B IpyAHOM BO3pacTe, a caxapHblil 1uadet Bo3HUKaeT y 70 % MalunueHToB BO BTOPOM
WIN TPEThEeM JECATUIIETUH C BBIPa)KEHHBIM THIIEPUHCYITMHU3MOM U UHCYJIMHOPE3UCTEHTHOCTBIO.
Knunnuecku onpezensiercst acanthosis nigricans, aprepuanbHas runepTens3us. Yacro
BCTPEYAETCs MIE€YCHOUHBIH CTeaTo3, TUIOrOHal0TPOITHBIA THIIOTOHAAN3M Y MAUEHTOB MY>KCKOT'O
10J1a, TUIIOTUPE03. XapaKTepHa MaKPONPOTEUHYPHUS, Pa3BUBAIOIIACS BO BTOPOM JECSITHIIETUU
KHU3HU.

JleyeHune malueHToB Tpe6yeT MCKIAUCHUIINIMHAPHOTO IMOAX0AA. Teparm;l CaxapHoro I[I/Ia6eTa,
XapaKTCPU3YIOIIECTOCA HHCYJITMHOPE3UCTCHTHOCTHIO, B HAYAJIbHOM IEPUOJAC BO3MOKHA
npenapartamMun MCTCI)OpMI/IHa, IIpUu OTCYTCTBHUU JIOJDKHOM KOMITEHCAITUHN 3a00JIeBaHUS —
HHCYJIMHOTCpAIIHn.

45  CHHIPOMBI C MHCYJIMHOPE3UCTEHTHOCTHIO: HHCYJIMHOPE3HCTEHTHOCTDh THIA A,
JenpeyayHusm, ciapom Padcona-Menaeabxasia v JHIOIUCTPOPUSA

KiroueBbIMI OCOOEHHOCTSIMHA BCEX CUHAPOMOB C MHCYJIMHOPE3UCTCHTHOCTBIO ABJIAIOTCA
aKaHTOKepaToAepMusl (UepHBIN aKaHTO3), N30BITOK aHAPOTEHOB U 3HAUYUTEIHHO TTOBBIIIICHHBIE
KOHICHTPAUN UHCYJIMHA B OTCYTCTBHUEC OXKUPCHUA. YeMm TsDKEIEE HHCYJIMHOPE3UCTCHTHOCTL U
4eM paHbIIle €€ Havaio, TeM OoJiee BeposiTeH caxapHsblii nuabdet (C).

[TareHTs! ¢ cuHAPOMOM J{0HaxXbIO (HA3bIBAEMOM €I1Ie JICTTPeYayHU3MOM) UMEIOT
TSKEITYI0 BHYTPUYTPOOHYIO 3aJIep’KKY B POCTE, OJHOE OTCYTCTBHE MOJKOKHO-KUPOBOH
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KJICTYATKH NP POXKICHUH, JTULEBOH JrucMOphU3M («ab(Horogo0oHoe JTUI0» ¢ OOIBIINMU
IIaPOBHUIHBIMH TJIa3aMH, OTTONIBIPEHHBIMH YIIAMH M MUKPOTHATHEHl ), B3AYTHIH KHUBOT U
HapyIlIeHHE TOME0CTa3a III0K03bl XapaKTEePU3YIOIIEeecs TUIONIUKEMUENH HaTOIaK U
HOCTIPaHUATbHON TUNepriInKeMueil. [1aruenTs! morn6arT 0OBIYHO B MEPBBIE 2 TO/1A KU3HH.

[TarmenTs! ¢ cunapoMom Pabcona-MeHeHXo1a UMEIOT TUCIUIa3HUIo IECEeH U 3y00B,
OBICTPBIN POCT HOTTEH U TUPCYTU3M. Y MAIMEHTOB Pa3BUBACTCS IPOrPECCUPYIOLIUNA TUAOET C
KETO0AaI11030M, OOJILIIMHCTBO JOXKHUBAIOT J0 MOJIPOCTKOBOTO BO3paCTa.

[Tpu MHCYTMHOBOM PE3UCTEHTHOCTH THIIA A HAOJIIOaeTCsI MPEUMYILECTBEHHO
HOPaXEHUE JIHI] )KEHCKOTr'0 110J1a MOPOCTKOBOTIO BO3PACTa, HAOIIOAAETCS TsKeas
MHCYJIMHOPE3UCTEHTHOCTD, IPOSIBIICHNS TUTIEpaHporeHny u acanthosis nigricans. JleBymku
MOTYT UMETh Pa3HYIO CTENICHb THUIEPAHIPOT€HUH — OT MITKOTO TUPCYTU3MA JI0 TSHKEIION
BUpmiIn3anyy. Jlnader wim HapylnIeHHas TOJIEPAHTHOCTD K TJIFOKO3€ SIBIISCTCS OJJHUM M3
HanOoJiee MO3HUX MPOSBICHUN CHHIPOMA U MOXKET OBITh KOMIEHCHPOBAH MET(HOPMHUHOM.

Tspkenast MHCYJIMHOPE3UCTEHTHOCTh C TPYJIOM IOJIA€TCs JICYSCHHIO; y OOJIBIIMHCTBA MAIlUEHTOB
C TaKUM CaxapHbIM I[I/Ia6eTOM TJI0XOM TITUKEMHYCCKUI KOHTPOJIb 1 4aCTO pa3BHUBAKOTCA
ocnoxHenus (C).

B uucno npuMeHseMbIX 0IX0/10B BXOAUT IPUMEHEHHE MIPETIAPATOB, YIyULIAIOIINX
YyBCTBUTEIBHOCTb K HHCYJIMHY, TAKUX KaK MET(OPMHH, HO KOTJa HHCYIMHOPE3UCTEHTHOCTh
UMEET 0COOCHHO TSDKENYIO (hOpMY, CTEIIEHb MX BO3JCHCTBHUS OrpaHndeHa. [ TaBHBIM
HalpaBJIEHUEM JICUEHHs OCTAeTCsl UHCYIMHOTEpanusi; 0ObIYHO TPeOyeTCsl UCIIOIb30BaHHE
uHcynmHa (500 Ex) un uncynuaoBeix nomn (E). B ciyuae wactnynoi nunoauctpohuun
HOJIOKUTENbHBIN 3(h(heKT MOXKET ObITh MOJIyYEH OT Tepaui MET(HOPMHUHOM, U Ha PAaHHUX
CTamusIX MOKHO o0oiiTuch 6e3 nacynuHa (C). [Ipu reHepann3oBaHHON TUTOIUCTPOGUN MOXKET
pa3BUTHCA TSDKENask JeKOMITEHCalUs AnabeTa, I0ATOMY MONBITKY JIeYeHHUs: OUTyaHU1aMU MOT'YT
IIPEIITPUHUMATHCS TOJBKO B HAYYHO-UCCIIEJOBATEIBCKUX YUPEKACHUAX
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