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O0mas xapakrepucTuka padoTsl

AKTYaJlbHOCTb U CTeNeHb Pa3padoTaAHHOCTH TeMbl HCCJIeI0BAHUS

Bpoxnennsiii  runepuncynmuansM  (BI'M) — 310  HacmenmcTtBeHHoe — 3a0oJieBaHHME,
XapaKTepU3yIoIeecs: HealeKBaTHOW THUIEepPCeKperel HHCYIMHAa OeTa-KJIeTKaMu MOJUKETyI0YHON
xene3bl. Manudectupys, Kak paBuiio, B HeoHaTanbHOM nepuoje, BI'U npeacrasisier co0oii Oosblryto
yrpo3y KakK B OTHOILIEHUU BBDKMBAEMOCTH NAL[MEHTOB IIPU NMO3AHEN TUAarHOCTUKE, TaK U B OTHOIIEHUU
PHCKOB TSDKEJBIX HEBPOJIOTMYECKUX OCJIOKHEHHUM IPU HealeKBaTHON Tepanuy T'MIIOTIMKEMUH.

Yacrora Bcrpeuaemoctu BI'U cocrasnsier 1:30000 - 1:50000 B o6mieit nomyssiuu 1 1:2500 B
3aKPBITHIX MOMYJSAIHUAX C BBICOKMM IIPOIIEHTOM OJIHM3KOpOJACTBeHHBIX OpakoB [Glaser B, 2000]. B
Poccuiickoit deneparuu 4yacToTa BCTPEYaEeMOCTH JIAHHOTO 3a00J1€BaHUs HE OMpeieIcHa.

3a nocnenHue 15 ner ObUT COBEpIIEH MPOPBIB B 00IACTH M3Y4YEHUS ITUOMNATOICHETHUYECKUX
Mexanu3mMoB BI'U. B HacTosAmuii MOMEHT B JIUTEpaType ONMMCcaHo 13 reHoB, MyTaluu KOTOPHIX MOTYT
npuBoauTh K pazsutuio BI'U [Hussain K, 2017]. boasumuactio ciydaeB BI'U (ot 40 1o 60%) cBsi3aHo
¢ nedexramu reHoB KCNJ11 u ABCCS8, xomupyromux Oenkn AT®P-3aBHCHMBIX KaJHEBBIX KaHAJIOB
OeTa-KJIETOK MOJDKETyI04YHOM sene3bl [Saint-Martin C, 2011]. Okomno 15-20% ciy4daeB 00yClI0BICHO
aktuBupyomumu mytarusivu B reHax GCK u GLUD1, ygacTByromux B peryssiu BHYTPUKIECTOYHOTO
merabonu3ma rmoko3sl. B 30-40% Bcex ciyuaeB BI'M He ynaercs BBIIBUTH MOJIEKYJISPHO-
reHerudeckue nedextel. B Poccun B paMkax HaydHBIX HCCIEIOBAHUN MOJIEKYJISIPHO-TCHETHYECKHE
UCCIIEI0BaHMs YKa3aHHbBIX T'€HOB MPOBOAMIIKCH JIMIIb HAa HEOOIBIINX BBIOOPKax nauueHToB ¢ BI'U.

[To nanHBIM THUTEpATypHI, KOHCEpBaTHBHAA Tepanus dddexruBHa y 50-60% manuentos ¢ BI'1
[Aynsley-Green A, 2000]. Cpeau mnpemaparoB Ha MEepBOE€ MeCTO BbIXoauT auasokcua (JI3/1)
(cenextuBHbIM aronuct ATd-3aBucumbix K+xananoB Oera-kieTok). B ciiydae pe3suCTEHTHOCTH K
JIMa30KCUy TIPUMEHSIOTCS aHaJIoTH comarocTaTuHa. IIpu oTcyTcTBHM 3(deKTa OT KOHCEpBAaTUBHOMN
Tepanuy NpoBOJUTCS onepaTUBHOE JiedeHne. O0beM OepaTUBHOTO BMEIIATEILCTBA 3aBUCUT OT (POPMBI
3a00J1eBaHMU.

Brigensitor Tpu ocHOBHBIE MOpdosoruueckre GopMbl 3a00JIeBaHUS:

e Jluddysnyro, Koraa nopaxkeH BeCb OCTPOBKOBBIN aImapar MoJKelyJOUYHON jKene3bl (BCTpedaeTcs
B ~ 50-60% Bcex cmyuaeB BI'N).

e  @DokanbHYI, TPH KOTOPOW MOPaXEH OTIETbHBIN y4acTOK TKaHU pa3MepoM ~ He Oosee 15 MM B
nuametrpe (Bctpeuaetrcsi B ~ 40-50% cnyuaeB). JlanHas ¢opma pa3zBUBAETCS IPHU HACIEIOBAaHUU
otioBckor myTtaruu B reHax KCNJ11 unu ABCC8 u comatnueckoil norepe MaTepuHCKON ajienu
Ha 11plS5.

e Arunuunyio (<5% ciyuaes)

[Tpu muddysueix Gopmax BI'M mpoBomutcst cyOToTalnbHas MaHKPEATIKTOMUS, TOTJA Kak MHpu
¢dokampHBIX  (hopMax  PEKOMEHJIOBAaHO TMpOBEACHHWE YacTHMYHOW pesekuuu. CyOToTanmpHas
MAHKPEATIKTOMHUS B OOJIBIIOM TMPOILIEHTE CIy4aeB MPUBOAUT K PA3BUTHUIO HMHCYJIMH-3aBUCHMOIO
caxapHoro aua0era, Torja Kak pe3ekuus (oKyca 3aKaHYMBaETCs MMOJHBIM BbI3IOPOBICHUEM MAllUEHTOB
C COXpaHEHHWEM HOPMAJIbHOM aKTUBHOCTU MHCYJIMHOBOTO anmnapaTa MmoJKeIyJOUHON KeJe3bl.

Takue w™meronuku, kak Y3U, KT u MPT He mno3BoisitoT BHU3yalu3upoBaTth (GOKYC B
NO/DKETYA0YHOM kene3e. BBIABUTH M JIOKaNn30BaTh (OKAIBHYIO (OPMY BO3MOMKHO TOJIBKO IIPH
nomomm TIDT/KT ¢ 8F-¢mooposleBo/JIODA [Treglia G, 2012]. Dto Hambonee IOCTOBEPHHIH M
6e3omacHbiii MeToa auddepenunansHoi nuarnoctuku Gopm BI'U, cymecTByromuii B HaCTOSIIHIA
MOMEHT B mupe. [lanHoe uccienoBanue npoBoautcs Ha Tepputopun PO mums ¢ 2017 roga u tpedyer
aHaJM3a MOJTY4YEeHHBIX JJAHHBIX.

Kak u nmpyrue opdannsie 3ab6oneBanusi, BI'W siBiseTcs MMarHOCTUYECKH U TEPANeBTHUECKH
CJIO’KHBIM JJISl CTIEHUAIMCTOB MIMPOKOTo npoduist. B To ke BpeMsi, MepBbIMU C TAaKUMH MAIEHTAMH
CTAJIKUBAIOTCS, KAaK IPaBWJIO, HEOHATOJIOTM M MEAMATPbI, YTO OOYCIOBIMBAET HEOOXOJMMOCTb
pa3paboTKM MPOCTHIX M JOCTYIHBIX MPOTOKOJIOB AMArHOCTHKH W BeieHUs manueHTtoB ¢ BI'U eme Ha
JTarne HeCHelHaIU3UPOBAHHBIX MEAULIMHCKUX YUpexIeHUN. [10100HBIX KIMHUYECKUX PEKOMEHAAUN
Ha CErOJHSAIIHUN JE€Hb HE CYILECTBYET B HAIICH CTPAHE.
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Iean nccaenoBanmsi
M3yunTh naroreHeTHYEeCKMe MEXaHU3Mbl BPOXKJACHHOTO THUIEPUHCYIMHM3MA Ha OCHOBAHHUH
KIIMHUYECKUX, TEHETUUYECKUX, PaJUOJOTHYECKUX JAHHBIX M pa3paboTaTh MEepCOHAIN3HPOBAHHBIC
MIPOTOKOJIBI JieueHus nereit ¢ BI'N.

3agaum ucciae10BaHUs
1. Ouenuts nepBuuHyto 3a0601eBaeMocts BI'Y B PO
2. V3y4nTh OCHOBHBIE KJIMHMYECKHEC M OUOXMMHYECKHE XapPAKTEPUCTUKH BPOXKICHHOTO
TUIIEPUHCYIIMHU3MA B Pa3HbIE€ BO3PACTHBIE ITEPUO/IBI
3. TlpoBecTu MOIEKYIIPHO-TCHETHUUYECKHUE UCCIeAOBaHUs y manueHToB ¢ BI'M u oneHuTh
HaJIM4YUe KOsl reHOTUI-(PEeHOTUI

1

Onenuts naopmaruBaocts [IDT/KT ¢ 8F[[OCDA y nauuenTos ¢ BI'U.

5. OueHuth 3PPEKTUBHOCTb U MEPEHOCUMOCTh PA3IMUHBIX CXEM HHCYIMHOCTaTUYECKOU
Tepanuu y nanueHtos ¢ BI'M.

6. IIpoananu3upoBaTh OCHOBHbIEC KJIMHUYECKHE, OMOXUMUYECKHUE U TeHETHYeCKHe (PaKTOpHl,

ONPEIEIAOIINE YyBCTBUTEIBHOCTh K KOHCEPBATUBHOM Tepanuu

ITpoBectn aHanu3 pe3yapTaToB XUPYPrudeCcKoro JedeHus naunesTos ¢ BI'

8. HccnemoBarh crieKTp HEBPOJOTHYECKHUX HapymieHwid y mamueHtoB ¢ BI'M u BeIsIBHTH
(baxTOpbI, BAMSIOIINE HA UX PA3BUTHE.

9. Pazpabotarh anropuTMBI TMArHOCTHUKH U JIedeHUs nanueHTos ¢ BI'N

>

~

Hayuynas HoBH3HA

Brnepsrie B Poccuiickoit @enepauun onpeneneHa nepsuyHas 3adoneBaemocts BI'U, xoTopas no
JaHHBIM 3a IocJeIHNE roipl cocTaBuia 1:50638 xKUBBIX HOBOPOXKIEHHBIX, YTO COOTHOCUTCS ¢ JaHHBIMU
EBpomneickux perucTpos.

Brnepseie B Poccun mnpencraBieHsl pe3ysbTaThl KIMHUYECKUX, TOPMOHAJIBHBIX, MOJIEKYJISIPHO-
TEHETUYECKUX M PAJUOIOTHYECKUX ocoOeHHocTel pazmuuHbix ¢opm BI'UM B Oombuiol rpymme
NAallMeHTOB. AHalIM3 pPENpe3eHTaTUBHONW BBIOOPKM TMO3BOJMJ  YCTAaHOBHUTH KOPPEISLIMOHHBIE
B3aMMOCBS3M TeHoTHUI-(beHoTun y mnanueHtoB ¢ BI'M, pa3paboraTe U BHEOPUTHh B MPAKTUKY
ONTUMHU3UPOBAHHbIE CXEMbI TUATHOCTUKHU U JICUEHUs JAaHHOM rpyMIbl OOJbHBIX.

BrisiBneno 33 HOBBIX, paHee HE OIMCAaHHBIX B MUPOBOH JINTEPAType, MATOI€HHBIX BApHAHTa B T€HAX
KaJIMEBBIX KaHaoB. [IpoBeneH aHamm3 KIMHUYECKOW 3HAYMMOCTH M MEXAHM3MOB HACIEIOBaHUS
JTAaHHBIX BapUAHTOB.

Brnepsoie B Poccuiickoit ®denepanuu mnpoBeneH aHanu3 3(p(GEKTUBHOCTH MPUMEHEHHs pexuma
HENpPEephIBHON MOAKOKHOM MHGY3un okTpeotuaa y mnamueHtoB ¢ BI'U. ITlokazansl mpeumyinecTBa
JaHHOW MeTOIMKH. BrepBble npencraBieHbl pe3yiabTaThl jedeHus mnanueHtoB ¢ BI'M anamoramm
COMATOCTAaTHHA MPOJIOHTUPOBAHHOTO JCUCTBUS, IPOBEICHA OlleHKa (P(HEKTUBHOCTH U O€30MacHOCTH
JJAHHOM TEpanuu y ACTEH.

Brniepsrie B Poccun npezcraBiieHbl 00beMHbIE Pe3yabTaThl IpUMEHeHHs J(hna3okcuia y maiueHToB
¢ BI'U, npoBeseHa olieHKa €ro paHHUX M OTJAJICHHBIX MOOOYHBIX (P(EKTOB, pa3paboTaH MPOTOKOI
MPUMEHEHHUS.

Bnepsele B Poccun mpoBeleH KOMILIEKCHBIM aHAM3 HEBPOJIOTMYECKUX oOcioxkHeHud BI'M u
orpeziesieHbl OCHOBHbIE ()aKTOPbI pUCKA HUX Pa3BUTHs. BbifBlIeHa 3aBUCMMOCTh MEXAY BO3pPacToM
Hauasa creun(uyeckoil Teparnuu 1 CTENEeHbIO TSHKECTH HEBPOJIOTHYECKOro AeuIuTa.

Brnepsrie B Poccuu npeacrasienst pe3ynbrathl mpoeneaus [I1DT/KT ¢ 18FJODA y manueHToB ¢
BI'N.
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IIpakTHYeckass 3HAYMMOCTD
Ha ocHOBaHuMM MONY4YEHHBIX PE3YJIBTATOB IPOBEIAEH aHanu3 BbiaBiIsiemMoctd BI'M B PO.
MHAIMUPOBAHO  CO3J@aHME  HALMOHAIBHOIO pErucrpa MAUUMeHTOB ¢  BpoxneHHbIM
TUIIEPUHCYJIUHU3MOM.
CdopmupoBansl anroputmsl auarHoctuku BI'M ¢ yueTtoM Bcex ocobeHHOCTEH romeocrasa
IJIFOKO3bl Yy JIeTeld B pas3Hble BO3pacTHble mnepuoisl. [IpoBeneH aHanu3 TPUHIUIIOB
muddepeHIMaTbHO ~ AUATHOCTUKH — PA3JIMYHBIX ~ BAPUAHTOB  THIEPUHCYITHHEMHUYECKUX
TUIOTJIMKEMUH Y IeTeil.
[TpoBenen ananu3 3(G(HEKTUBHOCTH M TMEPEHOCHMOCTH MHCYJIMHOCTATUYECKOH Tepamuu y
nauueHToB ¢ BI'M, npenyioxkeHbl cXeMbl ONTUMHU3ALHUU 3TOW TEpAUU.
Pa3paboranbl anropuTMbl NEpCOHAIM3UPOBAHHOrO JieyeHUs mauueHToB ¢ BI'M ¢ yuetom
TEHETUYECKUX U PAJUOIOTMUECKUX XapaKTEPUCTUK 3a00JIeBaHUS.
[IpennoxxkeHbl KOPPEKTUBBI CTAHAAPTOB MEAMIMHCKOM TOMOIIM NPU HEOHATAIbHOMN
TUTIOTIIUKEMUH.
[Tokazana He0OXOIMMOCTb TMPOBEACHUS MOJEKYISIPHO-TEHETUYECKUX M PaTUOU30TOMHBIX
MCCJIEI0BAHMM, pe3yIbTaThl KOTOPBIX ONPENEIAIOT TAKTUKY JieueHus y nanueHTos ¢ BI'U.
Cdopmynuposansl mokazanus K mposeaenuto [I19T/KT npu BI'U.

HOJIO)KCHI/IH, BbIHOCUMBIC HA 3alIIUTY

Broiisnsemocts BI'1 B PO cymecTBeHHO yBennuuBaercs B mnociieanue roasl. [1o nanHeM 3a
2015-2017 rr. 3apeructpupoBano 109 HOBBIX ciydaeB, 4to cocrtaBiseT 1:50638 KUBBIX
HOBOPOXICHHBIX 32 YyKa3aHHBIA BpeMEHHOW mpomexyTok. IlokazaTenu nepBUYHOM
3aboneBaemMocTy BI' B P® comnocTaBUMBI ¢ JTaHHBIMH MUPOBBIX PETHCTPOB.

Bo3pact manudectanuu runoraukemuuyeckoro cunapoma npu BI'M B 61,4% ciyuaes
NPUXOJUTCS Ha MEPBYIO HeNemo KHU3HU. [Ipu 3TOM BO3pacT MOCTAaHOBKU JUarHo3a B CpeHEM
coctaBnsieT 1 mec, a BO3pacT Hayajga CHelM(PUUECKON Tepanuu 2 MecC XKHU3HU. 3aJlepKKa B
MOCTAaHOBKE JHMarHo3a oOycloBlieHa HeCHelM(PUUHOCThIO CHMITOMAaTUKH HEOHATaIbHOMH
THITOTJIMKEMHH, a TaKKe OCOOCHHOCTSIMH TOPMOHAIBHOW PETYJISINH, KOTOpble HEOOXOIMMO
YUUTBIBATh NPH TUArHOCTUYECKOM 00CIEeIOBAHUH.

Heonaranbhslit ne6tor BI'U xapakrepusyercs Haubosee TsSKelIbIM TeUeHUEeM, TOTPeOHOCThIO B
HEeNpephIBHON MHPY3UH OOJIBIINX 00bEMOB BBICOKOKOHIIEHTPUPOBAHHBIX PACTBOPOB IIFOKO3bI
U SBIISETCS HE3aBUCHUMBIM (DaKTOPOM pPHUCKAa Ppa3BUTUS HEBPOJOTHMUECKUX OCIOKHEHUH
NepEeHEeCEeHHOM TUMOTINKEMUH. JnurensHas nH(Y3UOHHAS Tepanus
BBICOKOKOHIIEHTPUPOBAHHBIMU PACTBOPAMM TJIFOKO3bl XapAKTEPU3YETCS] BHICOKMM ITPOLIEHTOM
OCJIOXKHEHUH, 4YTO OOYyCIOBIMBAET HEOOXOAMMOCTb pAHHEr0 Ha3HA4YEeHUs aJeKBAaTHON
MHCYJIMHOCTaTUYECKON TEPAIINH.

[To pe3ynbraTaM MOJEKYISIPHO-TEHETUUECKOTO uccieaoBanus B 43,7% ciydaeB ObLIM
BoisBieHb! MyTaruu reHoB KCNJ11, ABCCS, B 5,6% ciiyuaeB — mytanuuu B rene GLUD1, npyrue
T€HETUYECKHE BapUAHThI BCTPEUAIHCH KpaitHe peako (e 6onee 3% xaxasiii). B 42,5% ciydaes
MyTallMii B W3BECTHBIX HA CErOJHSIIHUN JIEHb I'€HaX, OTBETCTBEHHBbIX 3a pa3zButue BI'U,
BBISIBJIEHO HE OBLIO.

Cpenu mytanuii B reHax KCNJ11 u ABCCS8 wvarmie BBISBISUIHCH T€TEPO3UTOTHBIE OTIIOBCKUE
myTtanuu (46,8%), B TONABISIONIEM OOJBIIMHCTBE CIy4aeB MpUBEAIINE K (HOPMUPOBAHUIO
doxanpubIX hopMm BI'N. ¥V 36 n3 94 nmarueHTOB OB MPEIOIOKEH ayTOCOMHO-TOMUHAHTHBII
BapUaHT HacieaoBaHus mytauuii B renax KATP.

beun BeIsIBAEHBI 33 paHee HE ONMMCAHHBIE IMATOINE€HHBIE MYTAllMd B F€HAX KaJIUEBBIX KaHAJOB.
[IpoBeneH aHanu3 UX KIMHUYECKON 3HAUUMOCTH.
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7. BI'U, acconunpoBannsbiii ¢ mytanusmu B reHax KCNJ11 u ABCCS8, xapaktepusyercs Hauboiee
TSDKEJIBIM TEUECHUEM, PAaHHUM BO3pPAcTOM MaHU(ECTAMH U OOJBIINM MPOIIEHTOM JTUA30KCH/I-
PE3UCTEHTHBIX CITyYacB.

8. Ilpu cpaBHEeHMM KIIMHUYECKUX M OMOXMMHUYECKUX MOKa3areseil y nanueHToB ¢ 1uddy3HpIMU U
doxansupiMu Gopmamu BI'U 3HaunMbIX oTimumii BeisBieHo He Obuto. [IDT/KT ¢ ¥FJODA
ABIIsE€TCS WH(GOPMATUBHBIM METOJAOM TOMHYECKON AMarHOoCTUKH QokanbHbix (opm BI'N.
[TpoBenenmne TIDT/KT mokazano manueHtam ¢ J[nazokcua-pe3ncTeHTHbIM Tedennem BI'U u
HaJMYHEM IeTepPO3UTOTHRIX OTIOBCKUX Wiu AeHoBO MyTaruii B reHax KCNJ11 nmu ABCCS.

9. JImazoxcun okazaics rddextuBeH B 65,4% ciydaeB, TOT1a Kak T0OMTHCS KOMIICHCAITUU Ha JOHE
MPUMEHEHUS OKTPEOTHIa OBUIO BO3MOXXKHBIM JHINb B 17% ciydaeB. YUHUTHIBas BBICOKYIO
YaCcTOTy JMa30KCHUI-YyBCTBUTEIBHBIX (OPM, TPEANOUTUTEIBHBIM SIBISETCS WHHUIIHAIUS
TEpamui ¢ JUA30KCHJIA, YTO TO3BOJISIET COKPATUTh CPOKH TOCHUTAIM3AINH, JUTHTCIHLHOCTH
HenpepbrIBHON MH(Y3MOHHOM Tepanuu U COMpsHKEHHBIMU ¢ Hell puckamu. OtcyTerBre 3 dexTa
OT OJTHOTO U3 TEPANICBTUYECKHUX CPEJICTB, B CBOIO OYepe/b, HE MCKIIOYACT BO3MOXKHO d(hdekTa
OT APYyroro (OKTPEOTH]T UK JTUA30KCHI).

10. Cpenn mo609HBIX 3P PEKTOB THMA30KCHIa HANOO0JIee YaCTHIMU SBJISIFOTCS AUCIICTICUS U SIBIICHUS
PETEHIIMKN JKUJKOCTH, OOYCIIOBJIMBAIONIME HEOOXOMUMOCTh B JIHYPETHYECKOH Teparuu,
0COOEHHO KOTJ]a peub HJIET O JIETSIX MEPBBIX MECAIEB KU3HU. OCHOBHBIM TOOOYHBIM 3P PeKToM
JUTUTEIILHOTO IPUMEHCHHUS JIMa30KCUIA SIBIISICTCS] TUTIEPTPUX03, KOTOPBIA HOCUT 10303aBHCMBIi
Xapaxrep.

11. Tlpy wuCHOJIL30BAaHWU AHAJIOTOB COMATOCTATHHA MPEANOYTUTEIBHBIM SIBISIETCS PEXKUM
HENPEPBHIBHON MOAKOKHOW MH(Y3MHM C MOMOIIBI0O HHCYIMHOBBIX momm. Ilpu miauTensHbIM
nedeHnn (PPEKTUBHBIM M O€30MaCHBIM SIBIISIETCS HMCIOJIb30BaHUE aHAJOTOB COMATOCTAaTHHA
MPOJIOHTUPOBAHHOIO JIEHCTBUS.

12. VauTsiBasi 0cOOEHHOCTH JETCKOTO OpraHu3Ma, KOPPEKIHs 103 NHCYTHHOCTaTHIECKON Teparuu
JOJIKHA MPOBOJIUTHCS HE peXke 3X pa3 B ToJ] Ha MEPBOM TOJy KU3HHU, 2X pa3 roj] B mepuoj ¢ 12
1o 36 mec. )XuU3HU U He pexe | pasza B roa y aeteit crapiie 36 mec.

13. Xupypruueckoe neuenne BI'U nokazano npu Bepudukanmu dpoxansHon popmsl o [IDT/KT, a
Takke pu HhapMaKope3uCTEeHTHOM TedeHUH U Gy3HBIX GOopM.

14. Pa3nuyHble HEBPOJIOTUYECKHE HAPYIICHUS TIPU OT/IAJICHHBIX HAOMI0JeHUSAX BbIsBIEHB! y 50,9%
¢ BI'H. Cpean Hux yamie BCEro OTMEYAEeTCs 3aJeprKKa ICUXO-pEYEBOTO Pa3BHUTHS, SIBICHUS
ONTUYeCKOl HeliponaTuu, snwitencus u cuaapom LTI Tspkensiit HeBpOIOrHUECKUH TEePUIINT,
MPUBEIIINN K WHBAIMIW3AIMN TAIMEHTOB OTMedeH y 16,3% o00cienoBaHHBIX MAIlMEHTOB.
OcCHOBHBIMU ~ (paKTOpaMH pHUCKA DPAa3BUTHS HEBPOJOTUYECKHX OCIOXKHEHUH  SIBIISIOTCS
HeoHaTajJbHas MaHu(ecTanus 3a00jeBaHMs, MO3JAHEE HAYajo CcHelU(pUYEeCKOW Tepanuu U
HaJINYMe TTOBTOPHBIX CUMITOMATUYECKHX TUIIOTJIMKEMUH B J1e0r0Te 3a001€BaHusl.

Crenenb 10CTOBEPHOCTH M anpodanusi pe3yJbTaToOB HCCJIeJOBAHUSA
JIOCTOBEpHOCTh HAYYHBIX IOJIOKEHHUM, IIPAKTUYECKUX BBIBOJOB U PEKOMEHAALMHN B AUCCEPTALUU
o0ecrieunBaeTcs BCECTOPOHHHUM IMOJIXOJOM K M3YUEHHUIO JaHHOW MpoOJeMbl, aleKBaTHON BBIOOPKOI
NaIMEeHTOB U MIPUMEHEHUEM KIIMHUYECKUX, 1a00paTOPHBIX U CTATUCTUYECKUX METOJI0OB UCCIIEI0BAaHUS,
COOTBETCTBYIOIIMM  IIOCTaBJICHHBIM  3a7adaM. Pe3ynpTaThl HMCCIEAOBAHHA  COIVIACYIOTCA  C
OHy6JII/IKOBaHHI>IMI/I JAaHHBIMU I10 TCMEC UCCIICAOBAHUS, a TAKKC COACPKAT HOBLIC JJAHHBIC.

Anpobarmst auccepraruu coctostiack 29 Mas 2019 roma Ha 3acemaHMM MEKWHCTUTYTCKOM HayqIHOM
koH(peperimn PI'BY «HMMUL] Sunoxpunonorum Munsnpasa Poccun.



7

Pe3ynbTaThl 1 OCHOBHBIE MMOJIOKEHUS JUCCEPTAIMOHHON paboThl 3a nepuoa 2012 — 2018 robr
OBLITH JIOJIO’KEHBI Ha 0oJiee YeM JIBa AT PA3IMYHBIX KOHTPeccax U KOHPEPEHIIUIX, B TOM YHCIIE 32
MOCIEAHUE TPU rojia Ha:

e XII Poccuiickoii Hay4YHO-IPAKTUYECKOW KOH(MEPECHIIMH IETCKUX SHIOKPUHOJIOTOB
«Ilepconanu3zupoBaHHas SHIOKPUHOJIOTMYECKasi MOMOIb B meauatpumn», 21-21 wmas
2016, Canxkr-IlerepOypr

e XVII OO6GnactHoif Hay4HO-TIpaKTU4YeCKOW KoH(pepeHun «HoBBIE TEXHONIOTHU B
neIuaTpuu 1 AETCKOU xupypruu. Jlekapctsa u netu» Mocksa, 18.11.2016

e 55 EBponetickoM obmiecTBe nerckux 3ua0kpunonoroB ESPE, IMapwxk, ®pannums, 10-12
ceHTs0ps 2016

e [l MmockoBckOM ropoackom Cbe3zie eauaTpoB ¢ MEXAYHAPOAHBIM yuacTueM « I pyIHbIi
JMArHo3» B neauaTpuu. MyJbTHAUCUMIUIMHAPHBIN MOAX0A. OT MPOCTOrO K CIOKHOMY».
4-6 okTs10ps 2017 r, Mockaa.

e BcepoccHiiCKOM HayyHO-IPAKTUYECKOM KOHIPECCE€ C MEXKIYHApPOAHBIM Yy4acTHEM
«OPDOAHHBIE BOJIE3HW». 1-3 urons 2017 roxa, r MockBa

e |l BcepoccuiickoM 3HIOKPUHOJIOTHYECKOM KOHIPECCE C MEKIYHApOIHBIM Y4acTHEM
«/lHHOBAITMOHHBIE TEXHOJIOTHH B YHAOKPUHOJIOTUNY, 1-4 mapTa 2017 roxa, r. MockBa

e XIII Poccuiickoii Hay4HO-IIPAKTUYCCKON KOH(DEPEHIUN IETCKUX SHIOKPHUHOJIOTOB
«lepconanu3zupoBaHHas >HAOKPUHOJIOTHYECKas MOMOIb B neauatpum», 20-21 mas
2017 r, Cankr IletepOypr

e 10 BcemupHoMm cbe3zie o01iecTBa nenaTpoB SHJOKPUHOIOTOB, 14-17 centsops 2017 T,
Bammunarron, CIIA

e 56 Eppomeiickom oOmiectBe nerckux sHpokpunHonoroB ESPE, 27-29 cent. 2018 T,
Adunsl, I'penus

e [V MockoBckoM ropoackom Cre3ie neaAnaTpoB C MEXTYHAPOIHBIM ydacTHeM « T pyqHbIi
JIMarHo3» B MeAMATPUU. MexAuCIUITMHApHBINA oaxoa. Mocksa 17-19 okta6ps 2018

e XV Poccuiickolf Hay4yHO-IPAaKTUYECKOH KOH(MEPEeHIUMH JEeTCKUX SHIAOKPHHOJIOTOB
«OnTUMH3aNS JUarHOCTUKY, JICYEHUS U MEIUKO-COLIMAIbHON peadMInTallly B IETCKON
sHpoKpuHonoruny, Cankt-IlerepOypr, 27-28 ampens 2019 rona.

e VIII (XXVI) HanuonanpHOM KOHTrpecce 3HAOKpUHONIOroB «llepconanusupoBanHas
MEIUIIMHA U TPAKTUYECKOE 3/IpaBooxpaHeHue» 22-25 masa 2019 r, Mockasa.

Buenpenue pe3yibTaToB HCCIEA0BAHUSA B IPAKTUKY

Pe3ynpraThl NpoOBEIEHHOTO UCCIIENOBAHMS M0 JUATHOCTUKE W JICYEHUIO JETEN C BPOXKIACHHBIM
TUIIEPUHCYJIUHA3MOM BHEJPEHBI B NpakTUKy MHcTuTyTa nerckoi sHuokpuHonoruu OI'bY «HMUAIL
3HJOKpHHOJIOTMM» Mun3npasa Poccun. MaTtepuaibl ncciie1oBaHus, @ TAKKE AITOPUTMBI TMATHOCTUKH
U HaOmoieHus 3a narrenTamu ¢ BI'M B pa3Hbie Bo3pacTHbIE TEPHO/IbI BKIIIOYEHBI B 00yYaroIine Kypchl
JUIsl CTYACHTOB, opaAnHaTopoB u acnupantoB OI'BY «HMMUII supokpunonornn» Munsapasa Poccuu.
Marepuansl JaHHOTO HUCCIENOBAaHUS UCIIOJIB30BAHBI JUISl COCTABICHUs HAlMOHAIBbHBIX KIMHUYECKUX
peKoMeHJaluuid 1o JAuarHoctuke u JyedeHuto Jnereil ¢ BI'UM, koropeie ObLIM  yTBEpKACHBI
9H/IOKPUHOJIOTHYECKOH accoruanueil 1 onmyOoIrKoBaHbl Ha caiite Munzapasa Poccuiickoit @enepanuu.

Myonuxkamun
ITo Treme auccepraruu omyoarkoBaHo 30 padoT, 13 U3 KOTOPBIX - B )KypHaJlaX, pelieH3UPYEMbIX
BAK P®, uzgano nocodue s Bpaueil «BposkIeHHBIM THIIEPUHCYIIMHU3MY, TOCOOUE JIJIsT TTAI[MEHTOB
«BpoKIeHHBIN THIIEPUHCYIMHU3M. PeKoMeHnanuu s poguTeNnei».
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O0beM M CTPYKTYpA JUCCEPTALMHU
JluccepTarysi COCTOUT W3 BBEJICHUS, YETHIPEX OCHOBHBIX TJIaB (0030p JIHTEpaTyphl, MaTepUaIIbI
U METOJbI, PE3YJbTaThl HMCCIECNOBaHUs, OOCYXKJICHHE W 3aKIIOUCHHE), BBIBOJOB M MPAKTUYCCKHUX
pexomenmanuii. OOumii 06beM padoTel cocraBimser 311 crpanun. Pabora wmmoctpupoBaHa 59
pucyHkamu 1 71 taGnurei.

JIMYHBIA BKJIaJ aBTOPaA

ABTOp JINYHO TMPOBEJ aHAJIU3 COCTOSHUS HAYYHOM MpOoOJIeMbl B MUPE HAa OCHOBAHUM JIaHHBIX
JAUTEpaTyphl, CHOPMYINPOBAT LENb U 33a4l JIUCCEPTALIMOHHOTO UCCIIEI0BaHUs, pa3padboTal anu3aiiH
HAY4YHO-HUCCIIEJOBATEIIBCKOTO MPOEKTa. ABTOP CaMOCTOSITEIbHO MPOBOANI 00CIE€JOBaHUE MALUEHTOB,
OCYILIECTBIISUT JUIMTEIBHO HAOIOJCHHUE, TMOAJICPKUBAI DPETYJISIPHBIA KOHTAKT C OONBHBIMH M HUX
POJCTBEHHUKAaMH, y4acTBOBaJ B Ja0OpPAaTOPHBIX MCCIEJOBAHUAX, MPOBOAMJ aHAIN3 IOJIYYEHHBIX
pe3ynbTaroB. /luccepTaHTOM BBINOJIHEHA CTaTUCTUYECKas 00padOTKa MOTY4YEHHbIX JaHHbBIX, KOTOpbIE
U3JIOKEHbl B JAHHOM pYKONMCH. ABTOPOM HPENJIOKEHBl AJITOPUTMBl JUATHOCTHKU M JICUEHUS
nanueHToB ¢ BI'U ¢ nprMeHeHrneM MOJIeKyIspHO-T€HETUYECKOT0 aHAJIN3a U PaliOM30TOIIHBIX METOI0B
oOcnieoBanus. Pe3ynbraThl paboThl ObUIH OMYyOIMKOBAHBI AaBTOPOM B CTAThAX U JIOJ0KEHBI HA MHOTHX
POCCUICKMX ¥ MEXITYHAPOIHBIX KOH(PEPEHIIHIX

MATEPHAJIBI U METObI

Kpurepun BriIOuYeHusi: nauueHtsl B Bo3pacte or 0 g0 18 jer ¢ Hammuuem J1abopaToOpHO
3a()MKCUPOBAHHBIX TUITOTJIMKEMUH.

Ilepuon nadopa nauuenton 2008-2018 rr

Mecrto nposeaenusi odciaenoBanus: Mucruryr [erckoir Dunokpunonorun ®I'bY HMUILL
Dunokpunonoruu M3 PO

Jln3aiiH ucciaie1oBaHus

Bcero B ucciieqosanue ObIIO BKIIOYEHO 425 MalueHToB.
I.  TlepBu4Hoe 00cC/ie/I0BAHHE MAIMEHTOB C THIOIIMKEMHUYECKUM CHHAPOMOM (N=425)
Bcem marmenTam mpoBOIUIICS KOMITIEKC TUArHOCTUYECKHUX MPOIIEAYp, BKIIOYABIIUX B CEOsI:

v' AHanu3 aHaMHECTHYECKHMX JaHHBIX (BO3pacT MaHU(eCTalMu 3a00JICBaHMs, CIEKTP TEPBBIX
CHUMIITOMOB, aHTPOIIOMETPHS TIPHU POKJICHUH, HACIICACTBEHHBIN aHAMHE3)

Manugpecmayus 3a60nesanust 00 7 CymoK HCUSHU KAACCUDUYUPOBANACH KAK PAHHSAS HEOHAMAIbHAS,
om 7 cymok dcusnu u 00 6 mec — kaxk miadeHueckas u cmapuie 6 mec — Kak no30Hss.

v KIIMHUYECKHI OCMOTP IO CTaHAAPTHON METOUKE

v’ buoxumudeckuii anamu3 kpou (rmokosa, AJIT, ACT, TpUrIHIEPU/Ib, XOJIECTEPHH, OOIIHiA
0enok, anbOyMuH, KpeaTMHWH, MOYEBHMHA, MOUYEBasi KUCIIOTA, JIAKTAT, KaJlil, HATpuUil, XJop,
KanbIwii o611, Gocdop)

v VY3U OprouHoii MojaoCTH U IMOYeK
v’ DXO-KI'

v" MOHHUTOPHHT TJIMKEMHH (CHCTEMaMH CYTOYHOTO MOHHUTOPHPOBAHHS W/WIIH MOPTATHBHBIMU
TIIFOKOMETPaMH )

v" TIpo6a ¢ rooanueM C OIEHKOH yPOBHsI KETOHOB KPOBH, HHCYJIMHA, C-TENTH/Ia 1 KOPTH30JIa B
I1a3Me KPOBU B MOMEHT I'MIIOTVIMKEMUH

v T'opMOHaNbHBIN aHa M3 KpoBH: nHCYIuH, C-nienrtu, koptuzoia, AKTL, U®P1, TTI, cBoGOaHbIM
T4

[To pe3ynabpTaTaM NEpBHYHOTO 00CIEI0BaHMS ObLIO CPOPMUPOBAHO ABE TPyHIbI (Tad 1)
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Tabauna 1 - I'pynnbl NnaMeHTOB ¢ TMNOTJINKEMHYECKUM CHHAPOMOM (n=425)

['unepunCcynuHeMu4YeCcKue WNub1e (bopmbI
TUIONIMKEMUH TMIIONINKEMHH
n 239 186

[TarueHTHI ¢ HHBIMU (POPMAMU TUTTOTIMKEMUH OBUIA UCKITIOYCHBI U3 UCCIICIOBAHMS.
[TaniueHTHl C TUMIEPUHCYTMHEMUYSCKUMH THUITOTJIMKEMHUSMHU T10 pe3yJbTaTaM 00CJIeIOBaHUS ObLIH
paszencHbl Ha 3 rpymisl (Tad 2)
Tabauna 2 - [lanueHTHI ¢ THIEPHUHCYJINHEMHYECKHUMH TUNOTTHKeMusiMu (n=239)
BI' HNHCcynuHOMBI Wusie popmer [T
n 215 18 6

Il. KommiekcHOe KIIHHHYECKOe, 0MOXMMHUYECKOe U TOPMOHAJIbHOE 00C/IeI0OBAaHHE MMAIHEHTOB C
BI'U (n=215)
I1l. MouekyasipHo-reHeTHYeCKOe 00ciaenoBanne nanuentos ¢ BI'M (n=214)

214 nanuentam ¢ BI'M nmpoBoaunuch MoJieKyJIsipHO-TeHeTHYecKoe uccjaenosanms. [lo mepe
Pa3BUTHSL TEXHOJOTUH METOAMKH MOJCKYJISIPHO-TEHETHYECKOTO OOcaea0BaHusl MeHsuch: 10 2015
rojia MpUMEHsUIACh METOAMKA MPSIMOT0 CEKBEHUPOBAHUS OTACIIbHBIX I'eHOB, HaunHas ¢ 2015 roma —
MacCOBOTO MapaJIEIbHOTO CEKBEHUPOBAHHMS TIAaHEIH T'€HOB.

e [Ipamoe cexkBenupoBanue reHoB KCNJ11, ABCCS8, GLUD1, GCK — 45 nanuentam

e [lapamnenpHoe cexkBenupoBanusi renoB GCG, GLUD1, WFS1, HNF1A, GCK, INS, HNF1B,
ABCCS8, HNF4A, RFX6, PTF1A, NEUROD1, AKT2, ZFP57, INSR, EIF2AK3, PPARG, PAX4,
PDX1, GLIS3, KCNJ11, SLC16A1, FOXP3, BLK, CEL, KLF11, SCHAD, GCGR - 148 namuenram

o [lapanmensHoe cexkBennpoBanus reHoB ABCC8, ACAD9, ACADM, ACADS, ACADSB, ACADVL,
ACAT1, AGL, AKT2, ALDOB, CPS1, CPT1A, CPT1B, CPT2, ETFA, ETFB, ETFDH, ETHEL],
FBP1, G6PC, GBE1, GCK, GLUD1, GYS2, HADH, HADHA, HADHB, HMGCL, HMGCS2,
HNF1A, HNF4A, INSR, KCNJ11, MPI, MUT, NAGS, OTC, OXCT1, PCCA, PCCB, PCK1, PCK2,
PDX1, PHKA2, PHKB, PHKG2, PPARG, PYGL, SLC16A1, SLC22A5, SLC25A20, SLC37A4,
TANGO2, UCP2 — 32 namuenram.

e MoeKyIsIpHO-TEHETUYECKU aHainu3 Ha CcHHIpoM bakBura-Buaemana (HapyeHus
MeTHIipoBanus 11 XpoMocoMbl, yHUIIapeHTaIbHAs U30AUCOMHUS) — 25 malnueHTam

e KapuorunupoBanue — 9 mareHTam

IV. TIDT/KT ¢ ¥FIO®PA y nauuentos ¢ BI'1 (n=52)

I[penoneparmonnoe nposenenue I[IIT/KT ¢ BFJODA npoBoaunoch marueHTam B CIydae
nua3oKcuA-pe3ucTeHTHOro tedenuss BI'M w/wnum npu Hamuuuu yHaclleZJOBaHHOM OT OTHa
reTepO3UrOTHON MyTalluu

V. KoHcepBaTuBHOe jJeyeHne nanuesTos ¢ BI'N
[TatenTaM NPOBOAMICS TOATANMHBIA MOAOOP KOHCEpBAaTHMBHOM Tepanmuu C OLICGHKOH ee
() PEKTUBHOCTH U TIEPEHOCUMOCTH
v JTuaszokcun (IIpornukeM) B CTApTOBOW J03€ 5 MI/KI/CYT C MOCTETIEHHBIM MOBBIIICHHEM [0
MaKCHUMaJIbHO pa3pemeHHon 10361 20 Mr/kr/cyT. Jlna3zokcu 1 Ha3HAvYalICS TIEPOPATHHO, B PEXKIME
3-4 pa3a B CyTKH Kax/ble 6-8 yacos.

v AHajiors coMarocTaTiHa (OKTPEOTH]) B CTAPTOBOM J103€ 3 MKI/KI/CYT ¢ MOBBIIEHHEM 10 30
MKT/KT/CyT. AHAJOTM COMAaTOCTaTHHA BBOIWIHCH /K 4 pa3a B CYTKH Kaxnaple 6 dacoB. B
HEKOTOPBIX CIydasx BBEACHHE MpermapaTa MpOU3BOAUIOCH C TTOMOIIBIO HHCYJIMHOBBIX TTOMIT.

v/ 6 TmanuWeHTOB B XOJ¢ HaOJIOJCHUS ObLIM IEpeBEeHBl HAa AaHAJIOTH COMAaTOCTaTHHA
MPOJIOHTUPOBAHHOTO JeicTBUA (COMATyIMH-ayTOXKENb )
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OcHoBHBIM KputepueM 3(h(HEKTUBHOCTH SIBISIIOCH JOCTUKEHHE CTOWKOW 3YrIIMKeMHH Ha (oHe
HOPMAJIBHOIO pekuma nuranus. PapmakopesucrteHTHoe TeueHue BI'M koHcTratupoBanace B ciydae
coxpaHsitonielics moTpeOHOCTH BO B/B MH(Y3UU pacTBOpa IIIOKO3bI Mocie 3-X JAHEW NpUMEHEHUs
MaKCHMaJbHO pa3peleHHbIX /103 JUa30KCUA WU OKTPEOTUA.

[TaruenTam, pe3UCTEHTHBIM K TEpamnuH, BBHINOIHSIOCH XUPYypruueckoe jedeHue (cyOToTanbHas
HNaHKPEATIKTOMUS/ YaCTUUHAS PE3EKIUS MOJHKETY0YHOM Kee3bl) ¢ MOCIEAYIOIIMM TUCTOIOTHYECKIM
Y1 UMMYHOTUCTOXUMHUYECKUM HCCIEA0OBAHUEM YAJICHHOMN TKaHU.

VI. Xwupypruueckoe jieuenue nanueaTos ¢ BI'U (n=59)

Xupypruyeckoe JeUeHne MpoBOAMIOCh Ha 0azax otaeneHus xupypruu ®I'BY «HMUILL um B.A.
AnmazoBa» (n=18), 3aB otaenenuem, 1.M.H. banpos B.T'.; otnenenus abnomunanpaoi xupypruu PJIKb
®I'bOY BO PHUMY wum. H.U. ITuporosa MunsnpaBa Poccuu (n=16), 3aB oTaeneHHEM, I.M.H.
CrenanoB A.D.; ornenenuit xupypruu AI'’Kb um 3.A. bamseBoit 1 Mopo3zosckoi JII'Kb (n=10),
onepupyrouuii xupypr, aA.M.H. CokonoB FO.1O.; ornenenus nerckoi Xupypruv YHHUBEPCUTETCKOTO
Ilocriurans B r Openc, Hanus (n=14).

VIl.  Orpanennbie Hadmoaenus (N=153)

OtnaneHHbie HAOTIOICHUS BKIIOYAIH B ceOs aHam3 3 PEKTUBHOCTH TEPAITUH, €€ IIEPEHOCUMOCTh
U Hajmuuue 1o00YHbIX A(PQEeKTOB, HAIWYHME HEBPOJIOTHUECKUX  OCIOKHEHUW, HaIUYue
MOCJIEONEPAMOHHBIX OCIIOKHECHHUIA.

VIIl.  Ouenka yacrorsl Bcrpeuyaemoctu BI'U B PD.

s ananuza nepBuyHOW 3aboneBaemoctd BI'M B PD Oblna mpoBeneHa OLEHKAa KOJIMYECTBA
BBISIBJICHHBIX 3apEeTMCTPUPOBAHHBIX cllyyaeB 3aboneBanus 3a nociennue 10 ner. Mudopmanus mo
HanueHTaM OCHOBBIBAJIaCh Ha pe3ylibraTax 0a3sl JaHHbIX HMUWL] DHnokpuHOI0TUM, IPEeI0CTaBICHHBIX
0a3 JaHHBIX PErMOHAIBHBIX 00JACTHBIX OOJIBHHII, a TAKKE MOCKOBCKHX MOpPOJCKUX OonbHHMIL. Beero 3a
nepuoA ¢ 2008 mo 2018 rr 6s110 3aperucTpupoBaHo 245 NaeHToB.

Metoab1 00cienoBaHus.

Metoauka npoBegeHuss NPOOLI € TOJI0JAHHEM.

Ilepen HawamoM npoObI JETSAM BBINOJHAJACH MOCTAHOBKA MepU(EpUYECKOro BEHO3HOTO
KaTeTepa, B Cly4ae UMEIOIIErocst HEHTPaIbHOTO0 BEHO3HOTO I0CTYIA, U1 3200pa KPOBU HUCIIOJIb30BAJICS
oH. KoHTposb KanWUIsIpHON TIIMKEMHUH TMPOBOJUIICS KaXKAbI Yac MpU TJIMKEMHUM Bblle 4,5 MMOJIb/,
kaxpie 30 MUH mpu TIMKeMuH OT 3,5 10 4,5 MMmonb/J, kaxapie 15 Mun npu rmmkemuu ot 3,0 1o 3,5
MMOJIb/11. KanwiiisipHast KeToOHeMUs McciieloBaach Ipy ITUKEMUH HUXKeE 3,5 MMOJIB/J M B KOHIIE TPOOBI.
[Ipo6a ocranaBnmMBanach Mpu JOCTHXKEHUH TUHorTHKeMun MeHee 3,0 mmoub/i. Ha atom ¢one aetsm
IPOM3BOIMIICS 3a00p KPOBH Ha IIIIOKO3Y, KETOHOBBIE TeJa, MHCYIUH, C-enTHI 1 KOPTU3OJL.

OO0mexIuHNYecKkoe 00cjeJoBaHHe T0 CTAaHAAPTHOM METOJMKE IMPOBOIMIOCH MO MECTY
TOCHUTAIN3AMN PeOeHKA.

MOHMTOPUHT TJIMKEMHM TPOBOJIWICS B OTJECJIECHUU MO MECTY NOCIHUTAIU3ALMU MalMeHTa C
UCIIOJIb30BaHUEM allllapaToB CyTOYHOro MoHuTopupoBanus riaukemun (CGMS Medtronic MiniMed,
CIIIA) 1 nopTaTUBHBIX TITIOKOMETPOB

OneHka KeTOHeMHHM IIPOBOAWJIACH IOPTATUBHBIMM TIitokoMeTpamu — @pucraiin Ontuym
(Abbott) ¢ ucronp30BaHKEM CTaHAAPTHBIX TecT-moj0cok FreeStyle Optium Ketones.

Buoxumuyeckue ucciaea0BaHus TPOBOIMINCEH Ha 6aze Ouoxummuueckoit tabopartopuu ®I'bBY
HMMUIL] Bupoxpunonoruu (3aB. Ota., k.M.H. Hukankuna JI.B.) Ha OMOXMMHYECKOM aHAIM3aTOpPE
Hitachi 912 (SInonus) crannaptaeiMu Habopamu La Roche.

I'opMoHaibHBIE Hcc/ie0BaHusA BbINONHEHBI B 1abopaTopuu ®I'bY HMUILL Ounokpunonoruu
(3aB. Otxa., k.M.H. Hukankuna JI.B.). Ananu3 ypoBHs uHcynuHa, C-mentunaa, koptuzona u  AKTI
MIPOBEICH METOJIOM YCHJICHHOM JJIEKTPO-XEeMWIIOMUHUCIICHIIMK Ha aHanu3atope Cobas 6000 (La
Roche). Yposenr U®P1 uccrnemoBancs METOAOM 3JICKTPO-XEMHJIIOMHUHHMCLEHIIMA Ha aHAIW3aTOpe
Liason (DiaSorin). YpoBeHbs IpoOJaKTHHA UCCIEAOBAICS METOJOM JJICKTPO-XEMUIIOMUHHUCIICHITMN Ha
ananmu3satope Vitros 3600 (Johnson & Johnson).



11

MoJieky/JIsIpHO-TeHeTHYECKHE UCCIeJOBAHNS

IIpsimoe cekBeHMPOBaHUE — MPOBOAMIOCH B TEHETUYECKOM 1abopaTopun Y HUBEPCUTETCKOTO
I'ocriurans B r Onenc ([lanus) (3aB. ota., Klaus Brusgaard, MD, PhD). I'enomuas JIHK Beiensiace u3
LEeNIbHOW KPOBH MO CTAHJIAPTHOW METOAMKE ¢ MCTob30BaHneM Habopa AxyPrep Blood Genomic DNA
Miniprep Kit (Axygen, CIIIA). Meromom ITLIP 1 npsMOro CeKBEHHPOBAHUS UCCIIECAOBAINCH BCE DK30HBI
u npuneratonme yyactku nHTpoHoB renoB KCNJ11, ABCC8, GCK, GLUD1 (y manuentos ¢ BI'H) u
rera MEN1 (y maiiueHTOB ¢ HHCYJIMHOMAaMH) C KCIIOJIb30BaHKeM Habopa BigDye Terminator v3.1 Cycle
Sequencing Kit (Applied Biosystems, Carlsbad, Calif) na anaimmzarope ABI PRISM 3100 (Applied
Biosystems). AHanu3 Moy4eHHBIX pe3yJIbTaTOB CEKBEHUPOBAHUS BHIMIOJHEH ¢ nmomolnsio SeqMan v.
7.2 u3 nporpammuoro nakera DNASTAR (DNASTAR, Inc., WI, USA). Ananu3 Ha KpynHbIE AU
u uHcepuu renoB ABCC8 u MEN1 npoBoawsics MeTo10M MyJIbTHIUIEKCHOUM amrundukanun (SALSA
MLPA, MRC Holland).

BbicokonpousBoauTebHOEe MapajlielibHOe CeKBeHHPOBaHUE MPOBOAMIOCH Ha 0aze
nabopaTopuu MOJIEKYJIsipHOUM TeHeTnkn MHcTuTyTa nepconanusupoBannoil Meauiinasl ®I'BY HMUIL]
DOHpokpuHonoruu (3as, A1.M.H. TronbmakoB A.H.), a Takxke Ha 6aze nabopaTOPUU HACIEICTBEHHBIX
6one3nelr oOmena BeniectB ®I'BHY «Meanko-reHeTHUECKUIT HAydHBIA HEHTP» (3aB J1aboparopuw,
n.M.H. 3axaposa E.10.)

['enomuyro JIHK Bbimensiiin U3 IeHKOHUTOB nepudepruuecKiii KpOBH C UCIIOIb30BaHNEM Habopa
Pure Link® Genomic DNA Mini Kit (Thermo Fisher Scientific, CIIA) no wmertoauke,
PEKOMEHI0BaHHOM MPOU3BOIUTEIIEM.

CexBeHUpPOBaHUE OCYIIECTBISIIOCH Ha MONMynpoBoAHHKOBOM cekBeHatope PGMTM (Personal
Genome Machine) lon Torrent (Life Technologies, CILIA). Ilporecc BbICOKOIPOHU3BOAUTEIHLHOTO
cexkBeHupoBanus (Next-generation sequencing) BKIIOYAI CIEIYIOIINUE ATAIbL:

1. TlpuroroBnenue JIHK - Oubnmorex: - amrumdukamus HCCIEIyEeMbIX YYaCTKOB T'€HOMA,
NPUCOETUHEHNE K HUM aJalTepoB €O MITPUX-KOJAAMU M OYHMCTKAa OMOIMOTEK; - aMIUIM(pUKAIUSL
O61OIMOTEK Ha MUKpOUYACTHIIaX U oboramieHne MukpoyacTuil, coaepxxamux JJHK-maTpuis.

2. Pacuingposka nocnenosarensHoctu JJHK (cexkBeHnpoBanue).
buonndpopmatnueckass o0paboTKa pe3ylbTaTOB CEKBEHUPOBAHUS OCYLIECTBISUIACH C IOMOIIbIO
nporpammuoro moayins Torrent Suite 4.2.1 (Ion Torrent, Life Technologies, CIIIA) u makera mporpamm
Annovar (Bepcust 2015-2016 rr.) (http://annovar.openbioinformatics.org)

buoundopmarnyeckuii aHanmM3 KIMHUYECKOW 3HAYMMOCTH  BBISBICHHBIX  HM3MEHEHHA
HYKJICOTH/IHOH MOCJIE0BATEIbHOCTH IPOBOAMIICS C TIOMOIIbIO OHJIaWH-TIpenukTopoB MutationTaster,
SIFT, Poly-Phen 2, NetGene2, Human Splicing Finder 3.1. JIyis OLEHKH MOMYISIIMOHHBIX YacTOT
BBISIBJICHHBIX BapHAHTOB HCIIOJIB30BaHbl BBIOOpKHM arperatopa Genome Aggregation Database
(gnomAD (v.2.1.1)).

Mopdosaornyeckue ¥ HMMYHOTHCTOXMMHYECKHE HCCIIEOBaHMS IMPOBOIINCH Ha 0a3ax
naToMOp(OJIOrHYECKUX J1adopaTopuil MO MeECTy OIepalud MalueHTOB U BKJIIOYAIM B cedd
CTaH/IapPTHYIO PKacKy réMaTOKCUIMHOM M S03MHOM, a TaKXe B Ps/ie CIydyaeB C MPUMEHEHUEM MaHeln
MOHO- W TOJIMKJIOHAJIBHBIX aHTUTeN K Xpomorpanuny A, Cunantodusuny, UHcynuny, ['mokarony,
Comatocratuny. Jlyis J1€MacKUpPOBKM AHTUT€HHBIX JETEPMHUHAHT IPOBOAMIIACH IpEIBapUTENbHAs
00paboTKa cpe30B B MUKPOBOJIHOBOM pexkxuMe (MW-processing). Ha cienyroriem stamne ucnoib30Baiu
yHUBepcalbHyto cucteMy EnVision (anti-mause/anti-rabbit) ¢upmer “DAKO”. B kauecte
IPOSIBIIAIONIEH CHCTEMBI MCIIOJIB30BAIM pacTBOp JuamuHoOeH3uauHa — JJAB+  ¢upmer “DAKO”.
Onenka pe3ylbTaTOB UMMYHOTHMCTOXMMHUYECKOM peakIuu MPOBOJMIIACH C YYETOM SKCIIPECCHH B
KJIeTKaX I[MTOIIa3MaTUYECKUX MapKepoB (HEHPOIHJOKPUHHBIE MapKephl, IIUTOKEpaTHHBl, DMA u
JIPYTHe) NOTyKOIUYECTBEHHBIM METOOM.

YabTpa3ByKoBOe HCC/IeI0BAHME TPOBOIMIOCH B OT/IEICHUH (DYHKIIMOHAIBHON THAarHOCTUKU
OI'bY HMUII Dupokpunonorus (3aB ota, A.M.H. CongatoBa T.B.) ¢ ucnons3zoBanuem Y3-ammapara
Toshiba Aplio 790.
MIT/KT ¢ 18®JODA nposoawmiack nanuentam ¢ BI'U Ha ciexyromux KIMHAYECKHX 0a3ax:
e  OrtxeneHue paguon30TONHON UATHOCTHKHU M MO3UTPOHHOH ToMorpaduun OI'BY «HMULL um
B.A. AnmazoBay (3aB otaeneHueM, 1.M.H. PeikkoBa JI.B.) n=28
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e Ortnenenne panuonykauaHoU quarHoctuku AO "EBponeiickuit Menununckuit Llentp" (3aB
otrnenenueM Ilyzakun E.B.) n=3

e [IOT uentp Yuuepcurerckoro ['ocnutans B r Onenc (Janus) n=21

HccnenoBanue mpoBOIMIOCH IO CTAHIAPTHOW METOAMKE U BBIMOJIHSIIOCH B YCIIOBHUSX OOIIEH
aQHEeCTEe3WH, JUIsl KOTOPOM ucmonb3oBaics npemnapat «lIponodoiny». B xone BeimonaeHus [19T narueHTs
HAXOJWJIKCH B IOJIOKEHUH JIe)Ka Ha CIUHE U ObUTM MMMOOMIM30BaHbl. VccnenoBanrue mpoBOIMIIOCh Ha
coBmernennoit cucreme IIDT/KT «Discovery 710» (General Electric)/ Philips Gemini TF 64.
Pagnogpapmanestrueckuii npemnapar [18F]-prop JOPA cuHTe3upOBaH B OTHEIECHUSX MPOU3BOJICTBA
panrodapMalleBTUUECKUX JIEKAPCTBEHHBIX MpenapartoB mo mecty nposedenus 19T uccnemoBanus.
Nuvexnurio [ 18F]-prop JODA BBIMOTHSIIN BHYTPUBEHHO CTPYiHO U3 pacuyera 4 Mbk Ha 1 kuimorpamm
Macchl Tena nanueHTa. KoMnbsoTepHyo ToMorpaduio BHITOIHSIIN B HU3K01030BOM pexkume (40 MA, 80
kB) mns koppexumu mornomeHust ¢GoronHoi sHepruu. COop I[IDT naHHBIX OCYIIECTBISUIH B
cTaTU4YeCKOM pexxuMe: 10-MUHYTHBIE CKaHbl perucTpupoBanuch Takxe yepes 10, 30, 40, 50 u 60 MmunyT
nocne uHbekMu. Ouenky 19T u3oOpaxeHHi OCYIIECTBISUIM B TPEX IUIOCKOCTSX: aKCHUAIbHOM,
bpoHTaNbHON M caruTTalnbHOW, a Takke B pexume 3D-pexkoHctpykuuu. [lpm Hammumu dokyca
runepukcammu  [18F]-bTop JODPA B  TOMKEIYIOYHOH  IKelne3e  OCYIICCTBISUTH  TOJCYET
naHKpeaTuueckoro uHpaekca. [laHkpeaTHdeckuil MHIEKC paccuuThiBaid Ha 10-MUHYTHOM CKaHe,
BeImosiHeHHOM Ha 50-60-if MuHyTe 0T MOMeHTa BBeneHHs POII, kak OTHOIIEHHE MaKCHMAaIbHOTO
3HAUEHUs CTaHAAPTU3UPOBAHHOTO nokasarens HakoreHus POIT (SUVmax) B pokyce runeppukcannu
[18F]-prop IOPA k crneayromneMy MeHblieMy 1Mo 3HadeHH0 SUVmax B yCIOBHO HMHTaKTHOM
NapeHXuMe MOJDKEeNyaouHoi >kene3pl. [lpu paBHOMepHOM pacmnpenenenun POII B mapenxume
noJKeNy109HOM skene3bl SUVmax oneHuBaiu B TOJIOBKE, TEJIE U XBOCTE MOKENYA0UHON xkene3sl. 1o
pesyabratam II9T/KT c [18F]-pTopJODA 3akmouenne o Mopdonoruueckoit ¢opme BI'U
(dopMHUpOBaIOCh HA OCHOBAaHUH BU3YaJIbHBIX JaHHbBIX U noka3atesns [1U.

Hesposorunyeckoe o0cjegoBanue MNpOBOJWIOCH 0 CTAaHAAPTHOW METOAMKE C OLEHKON
HEBPOJIOTUYECKOI0 CTaTyca M CTENEeHM MOTOpPHOro pasButud. J[lomonHurenbHo 44 mnanueHTam
IPOBOJWIIOCH OILIEHKa ICUXO-peyeBoro pazButus mo mkaigaMm bainmu-l1l unun DP-3. MuTtepnperanus
pe3ysbTaToB 00CHIEA0BaHUS BBINOJIHSUIACh B COOTBETCTBHE CO CTAHJIAPTaMU HCHOJIb3YEMbIX IIKaJ.
Hesponoruyeckoe oOcnenoBanue mpoBoauiock Ha 0Oaze KL Mopozosckoit JI'Kb moxTopom
HeBposiorom, K.M.H. lllexepkunoit 1.0

CraTucruyeckasi o0padoTKka JaHHBIX IIPOBOJWIACH C MCIOJIB30BAaHUEM IPUKIIATHBIX
nporpamm Statistica (StatSoft Inc., USA, version 10.0). [Ins mnoxkasateneii ¢ HOpMalbHBIM
pacrpefieieHueM yKa3blBaIOCh cpeaHee 3HadueHne =+ SD. Ilpu oTCyTcTBMM HOpPMalbHOIO
pacripenenieHusi AaHHBIE TpeactaBieHsl B Buae Me [X1/4;X3/4]. Cratuctuueckas oOpaboTka
NOJYYEHHBIX pPe3yJbTaTOB MPOBOJMIACH C MOMOIIBIO T-TeCTa JUIS JAHHBIX C MPUOIMKEHHO-
HOPMaJbHBIM  paclpeielieHHeM U HelNapaMeTpUYeCKUMHU KpPUTEpUSMU TpPU  HEHOPMAIbHOM
pacripeniesieHul TMpu3Haka. J[Is cpaBHEHHMsS JBYX HE3aBUCHUMBIX BBIOOPOK MO KOJMYECTBEHHBIM
NpU3HAKaM WCIOJIB30BaJICS KpuTepuid MaHHa-YUTHHU, IO KaYECTBEHHBIM MPHU3HAKAM — KPUTEPHH )2
(xu-kBagpar). s cpaBHeHUs Oosiee ABYX HE3aBUCHUMBIX BBIOOPOK — PAHTOBBIN aHAIW3 BapUaluil 1Mo
metony Kpackena-Yomieca ¢ nocienyomuM cpaBHEHUEM Tpymil. Kputudeckuii ypoBeHb 3HaUUMOCTH
pasnnuunii npuHUMacs pasHeM 0,05.

PE3YJIbTATBHI COGCTBEHHBIX UCCJEJOBAHUMN.

AHaJu3 NepBUYHOI 3200/1€BaeMOCTH BPOKICHHBIM T'HIIEPUHCYJINHU3MOM B PD,

C mnenpto oneHuTh 4actoTy Berpewaemoctn BI'M B PD namum Obuta mpoBeieHa OICHKA
KOJINYECTBA BBISBIICHHBIX 3apErHCTPUPOBAHHBIX CilydyaeB 3a0ojeBaHus 3a mnociueanue 10 1er.
Nudopmarus mo narmeHTaM OCHOBBIBJIACH HA pe3yibTaTax 0a3wl nanubix HMULL DupokpuHoIOrH,
MpeaoOCTaBJICHHBIX 633 JaHHBIX PETUOHAJIBHBIX O6JIE[CTHBIX 60JII>HI/ILI, a TaKXKC MOCKOBCKHUX T'OPOACKUX
OonpHHUII. Beero 3a yka3aHHBIM BpeMEHHOU MepUo.T ObLIO 3aperucTpupoBaHo 245 ciydaes.
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[Ipu pacnpenenenun HOBBIX ciaydaeB BI'MM mo romam pokJIeHHs, OYEBUAEH POCT 4YHCIIA
BBISIBJICHHBIX OOJBHBIX B TIocneaaue roanl (Puc 1). B cpennem nociennue roibl perucTpupyercst OKoJIo

30 HOBBIX CTy4aeB €XKErOIHO.

Konnyectso HOBbIX cnyyaes BN B rog

40
35
30
25
20
15
10

5

0

1990 1995 2000 2005

2010 2015 2020

Pucynok 1. KosimuecTBo HOBBIX 3aperucTpHMpoBaHHbIX ciayyaeB BI'U.

OCHOBBIBasiCh Ha HMMEIOIIUXCS JAHHBIX OBbUT MPOW3BEICH pacdyeT OTHOCHUTEIBHON YacTOTHI
BcTpeyaemoctu BI'U B PO o nannbeiM 3a nepuoz ¢ 2015 102017 rr. Bei6op ”MEHHO 3TOTO BPEMEHHOTO
MIPOMEKYTKA OOYCIIOBIICH CYIIECTBEHHBIM POCTOM BBISIBJIIEMOCTH B TTOCJICTHUE TObI, a TAKKE C YIETOM
TOTr0, 4yTO KonuecTBo neteit ¢ BI'U, poxxaenusix B 2018 roay, MOTYT ObITh BBISIBIICHBI TTO3KE.
[TepBuunas 3a6oneBaemocts BI'U (pacuer mo P® ucxons u3 nanueix 3a 2015-2017 rr)

» Bcero HUBBIX HOBOPOXKIEHHBIX 5519615
» Tlanumentos ¢ BI'U 109

» TlepBuuHas 3a005eBaeMOCTh coCTaBisieT 1:50638 KMBBIX HOBOPOXKICHHBIX

[TosryueHHbIe JaHHBIE CXOAHBI C TaHHBIMU 0 3a0oneBaemoct BI'U B ctpanax EBpomnst u CLIA.

PesyabTaThl KIIMHMYeCKOro odcjieoBanus nanueHTos ¢ BI'N
OCHOBHBIE XapaKTEPUCTUKH NAIIMEHTOB MIPUBE/ICHBI HUXeE B TabmuIe 3.
Tab6auua 3 - OcHOBHBIE XapaKTepuCTHKHU nanuenToB ¢ BI'N.

HMMWIL] Suaokpunonoruu (mMec)
Me [Q1-Q3] (Muu-Max)

O0111ee KOJIMYECTBO 215
M:K 107:108
Cpennuii BO3pacT TEpBUYHOrO oOciemoBanus B | N=175

6 mec [2-18] (0,3-120)

Me [Q1-Q3] (Muu-Max)

[TpogomxuTensHOCTh HAOMIOIEHUH (MecC) n=153
Me [Q1-Q3] (Mun-Max) 15 mec [9-36], (1-186)
BospacT Ha MOMeHT mocieHero oocienoBanus (T) n=153

2,85 ner [1,25-5], (0,125-16)

[Ipu aHanm3e OCHOBHBIX BO3PAacTHBIX MapaMeTpoB ObLIO OTMEYeHO, 4yTo MaHu(pecranus BI'U
OoJiee yeM B TMOJIOBUHE CIIy4aeB MPUXOUIACh HA HEOHATAIBHBIN nepro. B cpennem pasHua Mex1y
BO3pacToM MaHU(ecTalluy | BO3pacToM moctanoBku auarno3a BI'M cocraBuna 0,97 mec (Tab 4)

Tabauua 4. OcHoBHBIE BO3pacTHbIe napaMerpsbl nanuenToB ¢ BI'U (n=215).

Bospact manugecranuu runorinkeMun

Me [Q1-Q3] Mun-Max

3 cytku (1 cyt — 4 mec)
1 cytku — 28 mec

Pannsas HeoHatanbHas
Heqes )ku3Hu) N; %

maHupecranms  (mepBast

132/215; 61,4%

Bo3spact nocranoBku nuarnoza BI'N

1 mec (2 ven-10 mec)
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Me [Q1-Q3] Mun-Max

1 cyr — 120 mec

Me [Q1-Q3] Mun-Max

Boszpact Havana cnenuduieckoi Tepanuu

2 mec (0,75 mec-12 mec)
1 cyt — 120 mec

[Ipu ananu3e cuMOTOMATHKH OBUIO OTMEYEHO, YTO Hamboisiee yacto B MaHu(pecTanmuu 3abosieBaHUS
OTMEYAJICs CyJOPOXKHBIH CHHAPOM (pHc 2)

Cyooporu
Banoctb, cnaboctb

YrHeTeHme co3HaHuA

CumnTom

BecnokolicTBO, HapyLEeHUsA cHa

Tpemop, 3amnpanHuna

MbiwevyHasa runoTOHUA, FMI'IOpEd)J'IeKCMFI

AnHo3

Koma

o
N
o

I
o
o))
o

80 100

%

Pucynok 2. CuMnTOMbI rUNIOTTHKeMHUU B MaHu(ecTanuu 3adonesanus (n=215).

VYuuTeiBas HecrieupUUecKue MPOSIBICHUS TUIOTIIMKEMHUH, ObUIN TPOAHAIM3UPOBAHbBI JaHHBIE
MEIUITUTHCKUX BBIITUCOK C IEIBI0 ONPEIEIIUTh KIMHUYECKUE TPOSIBIICHHS, TIOCTYKUBIIHE MTOKa3aHHEM
JUTSl I3MEPEHUsI YPOBHS TIIFOKO3bI KPOBH B 1e0r0Te 3a00neBanus (Tad 5).

Ta6auna 5. [IppuunHa n3mMepeHus riIMKeMHuH B ae0ioTe 3a0oseBanns (n=215).

Hannuue cumntoma

(n)

['mukemus uccnemoBana (N)

CkpuHHMHT (6€CCUMITOMHOE
BBISIBIICHHE) TIIMKEMHH y JETEH,
POXJIEHHBIX C KPYITHBIM HJIM MaJIbIM
BECOM T10 OTHOIIEHHIO K
recTallMOHHOMY BO3DPAaCTy, a TaKxkKe
POXJIEHHBIX OT MaTepew ¢
caxapHbIM JHa0eTOM

12

MuHHMaNbHAsT KITMHAYECKAsT
cUMIITOMaTHKa (0ecroKoicTBO,
TpPEeMOp, YTHETCHHE CO3HaHUS,
OpaiMIHO? U Jp)

203

33

Cynoporu u/vjim armHod

170

129

l'umornukemMuyeckas Koma wiu
MTOBTOPSIOILIUECS CYAOPOTH

41

41

Bbbu1o oTMedeHo, UTo y BceX MalUueHTOB € CyJJOPOraMu M allHO? BBISBISUIMCH MPEAIIECTBYIONINE
UM HECHIEIIM(PUIECKIE CUMIITOMBI (BSITOCTh, OECTIOKOKWCTBO, YTHETEHHUE CO3HAHUS, TPEMOP U T]T), OJTHAKO
mumb B 33 u3 170 (19,4%) cnyuaeB naHHas KIMHUYECKas KapTUHA MOCIY)XKHWJIA TOBOAOM IS
WCCIICIOBAHMSI YPOBHS TJIIOKO3bL. Y 12 nmereil rumorivkemMusi ObUTa BBISBICHA O MaHHU(pecTaruu
KJIIMHAYECKUX MPOSIBJICHUM IIPU PYyTUHHOM U3MEPECHUHU.
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[To maHHBIM MeTUIIMHCKOM AOoKyMeHTanuu y S50 mamueHToB (24%) ¢ CyI0pPOKHBIM CHHAPOMOM
MCXOHO OBLT YCTAaHOBIICH TMArHO3 MMHJICTICUH U Ha3HaYeHa MPOTUBOCYIOPOKHAS Tepamnus. 24 pedeHKa
B CpeIHEM Ha NPOTSHKEHUHM 2X Heleldb OT MOMEHTa MaHHU(ECTaIlluu HaOII0JAINCh C JUArHO30M
HAJIIIOYEYHUKOBOU HEOCTATOYHOCTH. B 5 ciiydasix KIMHHMKA YTHETEHMs] CO3HAHUS U CYyJ0pOrd ObLIN
MCXOJIHO PACIICHEHBI KaK SBJICHUS BHYTPUYTPOOHON MHGEKIINH.

Pe3yabTaThl 0HOXMMHYECKOI0 ¥ TOPMOHAIBHOI0 00C/IeJOBAHUS.
JlabopaTOpHBIMH  KPUTEPHSIMU OPraHUYECKOTO THIICPUHCYJIMHHM3MA SIBISETCS OTCYTCTBHE
NoJaBJIeHUs] MHCYNIMHA (T.e. MHCYIuH Oonee 2 MKEn/Min) Ha done runornmukemun (MeHee 3,0 MMOJIB/T
s aeted crapme 1 Hex W MmeHee 2,6 MMOIB/T JUIA JIeTed B HEOHATAIbHOM IIEPHOJIE).
JIOTIOTHUTENBHBIME  KPUTEPUSMHU CIIY)KaT OTCYTCTBUE HApacTaHWs KETOHOBBIX Tel Ha (QoHe
THITOTJIMKEMHH, HOPMaJIbHBIA HITH TIOBBIIICHHBIH ypoBeHb C-TEeNTHIA, @ TAK)KE HOPMAJIBHBIH YPOBEHb
KOHTPUHCYJISIPHBIX TOpMOHOB (kopTu3oi, CTT).
AHaJIM3 OCHOBHBIX OMOXMMHUYECKUX U TOPMOHAJIBHBIX MTOKa3aTelel maiueHToB ¢ BI'Y Ha MoMeHT
NIOCTAaHOBKH JIMarHO3a NMPEACTaBJICH B Ta0dnue 6.

Ta6auna 6. BuoxuMHYecKne XapaKTEePUCTHKH NMPH NEPBUYHOM 00C1€I0BAHNY NMAIEHTOB.
[Tokaszarens n Pesynbrar Pedepencurie
00CJIeIOBaHHBIX 3HAYCHUS
MuHuMaIbHAS TIIMKEMHUS (MMOJIB/JT) 215 1,2+0,51
Cp+SD
3-OHOytupar  (Mmonb/n)  Ha  ¢one | 88 0,2 [0,1-0,3] >1,0
runoriukemMun (Menee 3,0 MMOIIB/1)
Me [Q1-Q3]

Wucymun (MkEn/mir) Ha ¢one runmornmukemun | 215 9,1[4,7-21,9] <2,0
(menee 3,0 MMOIIB/T)
Me [Q1-Q3]

C-nentua (ur/mn) Ha ¢one runormukemun | 109 2,29 [1,16-3,8] | <1,0
(menee 3,0 mmoJIb/I1)
Me [Q1-Q3]

Koprtuzon (amMonb/n) Ha ¢oHe runornukemun | 154 236 [141-400] | >100
(menee 3,0 MMOITB/T)
Me [Q1-Q3]

Wucynun mmasmel  6e3  yuyeta  yposHs | 169 11,3 [6,17- | 2,5-24,5
riukemuu (MKE/mon) 20,8]

Me [Q1-Q3]

ITokazatenn uHCcynuHa, C-nenTuia ¥ KETOHOBBIX T€JI B MOMEHT TUIIOTJIMKEMUH OBLIIH JJMarHOCTHYECKU
3HAUYMMBIMH, B TO BpeMs Kak MOKa3aTeNIN «CIydailHO» B3STOro (YpOBEHb IJTMKEMUU B MOMEHT 3a0opa
KPOBU HE UCCIIEI0OBaH) MHCYIUHA B 75% cilydyaeB He BBIXOJIWIN 3a pedepeHCHble 3HaueHus (2,5-24,5
MKE /M)
11% mnanueHTaM HCXOJHO ObUI BBICTaBJIEH [IMArHo3 HaANO4YeyHUKOBOH Henoctarounoctu (HH),
KOTOpBIN B mocieayroniemM He noarsepawics. Jnarno3 HH BeicTaBisICcs Ha OCHOBaHHWHM ITOKa3aTesen
KOpPTHU30J1a KPOBU. YPOBEHb KOpTH30Jia Bhiie 500 HMOIb/1, OJHO3HAYHO MCKITtovaromuii Hannuue HH
ObLT BBIsIBIICH JUIb y 13% nereld u cocTtaBmwil B cpeaHeM 628 HMOIB/J, ToKazaTenb ke Hike 100
HMOJIB/J1 ObUT 3aukcupoBan y 15 % nereit u coctaBuil B cpeiHeM 56,5 HMOIIb/1

HenpepsiBHass uH(]y3MOHHAs Tepanusi NPHU BBIABICHUU THUIOTTIMKEMUYECKOTO CHHJIIPOMA
npoBoamnack 154 mammentam (72,6%). B cpemHeM CKOpPOCTh YTHIM3AlMK TIIOKO3bI 0€3 yuyeTa
SHTEPATBHOU HATrPYy3KHU MPH JOCTHXKCHUH dYTIIMKeMUn cocTaBuia 10+4,5 mr/kr/mun. KoHneHTpamms
BBOAMMOI'O pacTBOpa INIFOKO3bI B cpeiHeM cocTaBmiia 20%.
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Oc0o0eHHOCTH KIMHUYECKON KAPTHHBI 1 OMOXHUMHYECKHX MoKa3aTesieil y nauueHToB ¢ BI'U B
pa3Hble BO3pacTHbIE MEPUO/IBI.
C nenbio OLEHUTh XapakTepHble ocoO0eHHocTH TeueHus BI'U B pa3Hbie Bo3pacTHbBIE MEPHOIBI,

A CHTHI

ObUTH  pa3/IeIICHBI

Ha 3

IPYIIIbI

B 3aBUCMMOCTH OT Bo3pacTa MaHHU(pecTaruu

TUIOMIMKEMHYECKOr0 CUHApOMa: rpynmna | - manueHThl ¢ paHHEH HeOoHaTalbHOM MaHHUdecTanuen
3a0o0sieBaHus (10 7 CYTOK >KM3HHM); rpynmna 2 - TaIMeHTH ¢ MiaJceHueckoil wmanudecranueit (ot 1
Henenu 10 6 Mec); rpynma 3 - manueHThl ¢ mo3anei Manudecranueit B (crapme 6 mec). JlaHHbIe

npezcTaBiceHbl Huxe B Tabuie (Tao 7).

Tadauna 7. OcHOBHbIEe KJIMHUYECKHE XapakTepucTuku Jereil ¢ gedworom BI'M B pasnbie

BO3pPACTHLIC NIEPUOIbI.

TUIOTJINKEMUH,
MKE /M

Me [Q1-Q3]

I'pynma 1 I'pynma 2 I'pynma 3 pl:p2 | pl:p3 | p2:p3
(n=132) (n=43) (n=40)
n 132 (61,4%) 43 (20%) 40 (18,6%)
KpymHblii Bec 1o 61/131 9/43 (20,9%) 8/39 (20,5%) 0,003 | 0,004 | 0,9
otHomeHno kK ['B n (46,2%)
(%)
HopmaibHblii Bec 110 54/131 32/43 (74,4%) | 29/39 (74,4%) |0,00 | 0,00 |1
otHomeHuo k 'B n (40,9%)
(%)
Mautslii Bec 1o 16/131 2/43 (4,6%) 2/39 (5,1%) 0,15 (0,21 |1
otHomeHuo kK ['B n (12,1%)
(%)
Cynoporu n (%) 79 (60,3%) 38 (88,4%) 31 (77,5%)
AnHod n (%) 59 (45%) 7 (16,3%) 2 (5%)
Kowma n (%) 16 (12,2%) 2 (4,6%) -
HenpepriBHas 126 18 10
uHdysuonnas tepamus | (95,5%) (41,8%) (25%)
n (%)
Ckopocts yrunuzanuu | 10,6+4.,4 6,77+3,7 8,7+6,7 0,01 |08 1
TJIIOKO3BI (MI/KI/MHH)
Cp+SD
MuHnMmanbHas 1,08+0,5 1,26+0,43 1,51+0,35 0,1 0,00 |0,07
3auKCUpOBaHHAs
rIIMKeMHust (MMOJIIB/T)
CpxSD
WNHcynuH nia3mel B 13,1 7,7 5,01 0,1 0,00 |0,11
MOMEHT [5,8-28] [4,5-19,1] [3,3-9,4]
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[Ipr cpaBHUTENBHON OLEHKE OCHOBHBIX OHMOXMMHMYECKHX MapaMeTpOB MAIMEHTOB C Pa3JIUYHBIM
Bo3pacToM nebrora BI'M Obuta BhIsIBICHA 3HAYMMasi pa3HUIA MEXIy TPYIIaMH JeTeidl ¢ paHHUM
HEOHATAJIbHBIM J1e0I0TOM U JieTel ¢ MaHu(ecTalel THIIONIMKEMUN T10CIIe TIEPBOM HEEIH KU3HU

Ocobennoctu Teuenuss BI'U y nereii nepBbIX MecsileB *KU3HU HA HHPY3HOHHOMH
Tepanuu.

[TarmenTst ¢ BI'M nepBbIX Mecs1eB )KU3HU, HAXOAAIIMECs Ha HENPEPbIBHOW HH(Y3MOHHOM Tepanuu
pacTBOpaMHM IJIFOKO3bl, HA IEPUOJ] AMATHOCTUKH U IT0100PA TEPAINH, 3a4aCTYI0 UMEIOT COMYTCTBYIOLINE
COMaTHueCKue paccTpoiictBa. HempepbiBHass WH(QY3Us BBICOKOKOHIIEHTPUPOBAHHBIX PACTBOPOB
IJIFOKO3bI 00YCJIOBIMBAET HEOOXOAMMOCTh MCIOJIb30BaHMS LIEHTPAJIbHOIO BEHO3HOI'O JOCTYIA, 4TO
orpeneNnseT PUCKH KaTeTep-acCOIMMUPOBAaHHBIX HMH(pekuui. Takke XapaKTepHBIM OCIOXHEHUEM
ABJIACTCS. AHEMUSI U TUIIOIIPOTEUHEMMUSL.

bbul mpoBeneH aHanu3 KIMHUYECKUX OCOOEHHOCTEM IallMEHTOB IIEPBBIX MECALIEB >KHU3HH,
HaXOJALIMXCS Ha HeMpepbIBHON MH(Y3MOHHOM Tepanuu. B nanHyto rpynmny BkitodeHsl 30 NaHeHToB,
KOMY WH(Y3HOHHAsI Teparnus JIUTENILHO poBoamwiack Ha 6aze HMULL Dunokpunonoruu (Tao 8).
Ta6auna 8. Oco0eHHOCTH NAIHEHTOB NMePBbIX MecsiieB HA HHPY3noHHOI# Tepanuu (n=30)

Bo3spact Ha MomenT o6cnenoBanus B HMUL] 3,1+1,9
Oupokpunonoruu, mec, Cp+SD

[TponomKuTeIbHOCT MHGY3UHHON TEparuu 59 [30-85]
pactBopamu rioko3sl (aau), Me[Q1-Q3]

KonuyecTBo 3a00pOB KpOBU M3 BEHBI JJIS 2[1,5-2,5]
aHanu30B B Hepeno, Me [Q1-Q3]

B/B noranms riaroko3sl, Mr/kr/muH, Cp£SD 6,23+3,63
O6bvem unbpy3uu (Mi/kr/cyt), Cp£SD 51,68+16,3

[TpubaBka Beca Ha poHE HEMPEPHIBHOM
uH}y3uoHHO# Tepanuu (r/mec), Me[Q1-Q3]

700 [600-900]

Hcnons3oBanue okrpeotraa (N,%) 25/30 (83,3%)

Jlo3a oxtpeoruaa, Mkr/kr/cyr, Cp£SD 14,04+7,5

Anemus (remorniooun menee 110 /i), n,% 28/30 (93,3%)

Anemus nerkoit crenern (Hb 90-110), n,% 7/28 (25%)
Anemus cp crenern Tspkectu (Hb 70-90), n,% 16/28 (57%)
Anemus tsoxenoi crenenu (Hb < 70), 5/28 (18%)
nmoTpeOHOCTh B reMmoTpancdysuu, N,%

Haymume runonporennemun, N, % 17 (56,6%).

Heo0xoauMocTh mapaHTEpaTbHON TOTAIUN 5/17 (29,4%)
Oenka n, %

[Mpucoennuenne nadeximu N, % 15/30 (50%)

SIBnenus nucnencuu (PBOTHI, CppITHBaHMS, 16/30 (53,3%)

a”Hopekcus) n, %

OTMmeueHa BBICOKAsi 4aCTOTa Pa3BUTHSI AHEMUU Y JIeTel: CHUKEeHHe reMorioouHa Hrke 110 /i
O0TMEYAJIOCh MPAKTUUYECKU Y BceX MarueHToB (B 93,3% ciydae), cHukeHne remornoonna Huxe 90 r/a
- Oosiee ueM B TosioBHHE cirydaeB (53,3%).

Pe3yiabTaThl MOJIEKYJISIPHO-TEHETHYECKOT0 HCCJIeI0BAHUS
[To pesynpTaTaM KOMILIEKCHOTO T€HETHYECKOTO oOcienoBaHUsl TeHeTnueckas npuunna BI'U
Ob1a BepudumpoBana y 123 genosek (57,5%). Yame Bcero Hamu ObLTH BBISIBJICHBI MYTAIlUU T'€HOB
kanueBbix kaHanmoB KCNJ11, ABCC8. Bropoit mo wactore BcTpeuaemoctu npuumHod BI'U cramm
nedextsl rena GLUD1. Myrauuu B rene GCK BoisBiens! y 2,3% mauueHToB. M3 CHHAPOMANbHBIX
BapuanToB BI'M B Haleil rpymniie naMeHToB Yanie BCcTpedaiicss cuHapoM bakeuta-Bunemana. bonee
yeM B 40% ciiyyaeB reHeTUYECCKHIA TeHE3 3a00JICBaHNs yCTaHOBUTH HE yaanoch (Puc 3).
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i KCNJ11, ABCC8

M GLUD1

kd GCK

LI HADH

M HNF4A

kd CuHapom bakeuTa
BngemaHa

M CHgpom LepeleBcKoro-
TepHepa

i He BbisBNIEHO
1% . 9
1,4% reHeTU4YeCcKom NPUYUHDLI

Pucynok 3. Pe3yibTaThbl reHeTHYecKOro oocjieqopanus nauueHTos ¢ BI'M (n=214):

HauoOonee yacroii renerndeckoit npuunHoit BI'M sBunnck MyTanuy reHoB KaJueBbIX KaHAJIOB.
[Tpu 3TOM Hale BBISIBIISUIUCH MOHOAJICIUTbHBIC MyTalu (Tad 9)
Tabauua 9. Xapakrep HaciiegoBanusi Myrauuii B reaax KATP (n=94)

n (%)
I"omo3uroTHBIC 12 (12.8%)
KommayH/iHBIE T€TepO3UTrOTHBIE 13 (13,8%)
['eTepo3UTOTHBIE OTIIOBCKHE 44 (46,8%)
['eTepo3UTroTHBIE MAaTEPUHCKHE 11 (11,7%)
I'eteposuroTHbie denovo 4 (4,3%)
I'eteposurotrsie (poaurenu e oocnenobansl) | 10 (10,6%)

Bcero B rene KCNJ11 65110 BhIsIBICHO 14 pa3nudHbIX BapuaHToB y 21 manuenTa u3 20 cemeil.
5 u3 14 myranuii panee onucansl He Obutn. Mytanus G366R Obula BbIsIBIEHA Y 5 HEPOACTBEHHBIX
MAIMEHTOB M BO BCEX ITATH CIIydasx ObUIa COMpsDKEHA ¢ HaJmuueM HoHceHc myTanuu B rene ABCCS.
MyTanuu ¢ IpeArnoiIoKUTeIbHO JTOMUHAHTHBIM HETaTUBHBIM 3 (EKTOM ObLIM BBISBICHBI B 3X ClydasiX,
2 U3 HUX IPUBOJNIIHM K 3aMeHe ApruHuHa B 206 nosoxeHun. MIHTepecHo, 4TO B OJTHOM Cllydae MyTalus
IpUBeia K TUa30KCUI-PE3UCTEHTHOMY, a B JIPYIOM Cllyyae K JTHa30KCHI-UyBCTBUTEIHLHOMY TEUEHUIO
BI'N.

Bcero B rene ABCCS8 65110 BeIsIBIIEHO 70 pa3mUuHBIX BAPUAHTOB y 78 MAllMEHTOB U3 76 cemeii:
39 muccenc mytarnui, 12 HOHCEHC MyTaluid, 5 Mukpoenenuii, 11 crmalicuHar myTamuii, 2 HHTPOHHBIC
3aMeHBI. 25 MyTaluil 3aTparuBajii HyKJI€OTH/ICBA3BIBAIOIINY JIOMEHBI TeHa. 28 u3 70 myrtanuil ObuH
BBISIBJICHBI HaMu BIiepBbie. MyTarus Q444H Obuta BeIsIBIIEHA Y 5 HE3aBUCUMBIX MAIlueHTOB. C TaKoM ke
4acToTOM BcTpevanach MyTanus Y344X, conpspkeHHas ¢ maToreHHbIM BapuantoM G366R. Myranus
R1250X Obuta BEIsIBIICHA Y 3X MAIIMEHTOB, Takxke, kKak 1 myTaruu E1506K n [1511T. Myranuu R1436G,
R1538X, delF1387 u 2921 -9G>A ObumM BBIABIEHBI JIBaX/bl. B OCTaNbHBIX Cilydasx MyTalH He
MOBTOPSIIUCH.

[IpenmnonoXuTenbHO JOMUHAHTHBIM HETaTHBHBIA A(PQeKkT ObUT 3amojo3peH y 24X MyTaluii
(mammune muddys3HOi (Gopmbl 3a0o0seBaHMS TPU BBISIBICHUM MOHOAICIHHOW MYyTaIldd, paHEe
npoBe/ieHHbIe (YHKUIMOHATIbHBIE HccieoBaHus). 10 U3 HHUX 3aTparvBald HYKJICOTHACBS3BIBAIOLINE
nomensl, 4 1 6 B HCJI1 u HCJ/I2 coorBeTcTBeHHO. JlMa30KCHI-4yBCTBUTEIHLHOE TEUYCHHUE OBLIO
KOHCTaTUpOBaHO y 17 nmanueHnToB ¢ 13 pa3znuunbsiMu MOHOaNeIbHbIMU MyTarusmu (TM/]] -8, HC/I1 -
2, HCZ12 -3) (puc 4).
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Pucynok 4. CxemaTH4ecKoe pacnojo:keHue BbIABJIeHHbIX MyTanuii B rene ABCC8 no 3x3oHam
Homepamu 0603nauenbl 5K30Hb1 2eHA, CUHUM BblOENEHbL HYKIeOMUOCsasvieaouue 0omenvl. Mymayuu
YEepHO2O YBema UMelom aymoCOMHO-PeYeCcCUBHblll Mun HACIe008aHUs, Mymayuu KpPAcHo20 yeemd
NPEONONIONCUMENbHO  UMEIOM  OOMUHAHMHBLI  He2AmusHbulll  d(gexm, nooyepKHymovle Mymayuu
OmMpadcarom Cayyau ¢ OUA30KCUO-YYECMEUMENTbHbIM MedeHUEM.

AHaJM3 KOppeasiuMid reHoTUN-(GeHoTHII.

J171s1 BBISIBIIEHUSI XapaKTEPHBIX 0COOCHHOCTEM, ObLT MPOBEIEH aHAN3 KIMHUYECKON KapTUHBI U
OMOXMMHYECKHX MOKa3aTeleil y MalueHTOB ¢ pa3InYHbIMU reHeTnueckumu Bapuantamu BI'U. Huxke
MPUBEJICHbl OCHOBHBIE XAPAaKTEPUCTUKU TAIMEHTOB IO TPYyMIaM B 3aBUCHUMOCTH OT T€HETHYECKOTO
muarnosa (Tao 10).
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Tadauna 10.0cHoBHBbIE KIMHUYECKHE H OHOXHUMHUYECKHEe XapAKTEPUCTHKHU NMANMEHTOB ¢ Pa3JIMYHbIMHM FreHeTHYeckuMu BapuanTamu BI'N

(n=124)
KCNJ11, | GLUD1 |GCK HADH HNF4A BWS Turner WT
ABCCS8
n 94 12 5 3 2 5 2 90
Bospact manudecranuu 1n 6 M 21 4 m 1 1n 4 M 225 M
Me [Q1-Q3] [1-3x] [3 u-10 [11-13 [4n-6 m] | [1-2 1] [1-1x] [5 n1-8 Mm] | [2 A-5 M]
M| M]
Heonaransnast manugecranus, (n, %) 80/94 2/12 3/5 (60%) | 1/3 2/2 4/5 0 37/90
(85,1%) | (16,6%) (33,3%) | (100%) (80%) (41,1%)
Cynoporu B Manudecraiuu 3adonesanus (N,%) | 66/94 9/12 1/5 3/3 1/1 1/5 % 62/90
70,2% 75% 20% 68,8%
Bec nipu posknenun, v, Cp£=SD 3884+792 | 3515+600 | 3714+604 | 3390+453 | 3800+350 | 3372+1092 | 2815+968 | 3332+784
KpymHblii Bec pu pOXKACHUH 10 OTHOIIECHHIO K 49/94 2/12 2/5 0 1/2 3/5 0 21/90
I'B n(%) 52,1% 16,6% 40% 60% 23,3%
MuHuManbHbIN 3aQUKCUPOBAHHBIN YPOBEHB 1,09+0,48 | 1,65+0,47 1,2+0,5
TIIMKeMu#, MMOJTb/J1, Cp+SD
WucynuH Tu1a3Mbl B MOMEHT THITOTJIMKEMHUH, 13,6 [6,4- | 18,2 [6,5- | 15,87 6,7 [2,6- | 3,7 3,45[2,82- | 2,71 [2,6- | 6,8[4,45-
MKE /M 2862] 23] [2,85- 13,2] 4,32] 2,8] 15,4]
Me [Q1-Q3] 52,58]
[ToTpeOHOCTh B HEMPEPHIBHOW HH(Y3HOHHOM 80/94 7112 3/5 2/3 1/2 4/5 0/2 52/90
TEpaIuy pacTBOPAMH TJIFOKO3BI, N; % 85,1% (58,3%) 57,7%
CkopocTh yTUIU3aIlMU B/B BBOAUMOM TIIO3BI, 11,2+4,4 | 7,5+4,7 12,16£5,5 | 13,15+£0,2 | ND 10,5+1,4 - 8+4,3
MI/KI/MUH
Cp+SD
YyscrBuTeabHOCTH K J{nazokcun, n(%) 26/87 11/11 2/5 3/3 2/2 5/5 1/1 79/82
29,8% 100% 40% 96,3%
OddexruHas qo3a Jnmazokcuaa, MI/Kr/cyT, 8,3+£3,2 7.4+2.6 157,07 7,43+2,37 | 6,8+1,2 7,18+3,2 9 6,78+2.9

Cp+SD
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Jlis BBIABIIEHUSI XapaKTEPHBIX (DEHOTHUMHUYECKUX OCOOEHHOCTEH MAaIMeHTOB C MYTalUsMH B
renax KATP, Obu1 mpoBesieH CpaBHUTENbHBINA aHATH3 UX OCHOBHBIX KIMHHUYECKUX M OMOXMMUYECKUX
XapaKTEPUCTHK C TAKOBBIMH y MAIMECHTOB 0€3 BBISBICHHOM reHeTnyeckoil mpudntsl (Tad 11).
Tadauna 11. OcHoBHble KJIMHHYECKHMe U OHOXMMHUYECKHE XAPAKTEPUCTHKHU MANMEHTOB C
mytanusivu B reHax KATP (rpynnma A) M nmauMeHTOB ¢ HEYCTAHOBJIEHHOW TeHeTH4ecKoi
npuuuHoii BI'U (rpynna B), n=184

I'pynnma A I'pynina B
Iayuenmui ¢ OcHoBHbIE p
Mymayuamu 2eHo8 | TeHeTHYECKHe
KCNJ11, ABCCS8 MPUYNHBI UCKIIIOYECHBI
n 94 90
Bospact manudecranun n=94 n=90 0,000
Me [Q1-Q3] 1 cyt [1-3 cyT] 2,25 mec
[2 cyT-5 mec]
HeonaranpHast manudecrarus, N 80 (85,1%) 37 (41,1%) 0,000
(%)
Cymoporu B e0toTe 3a0051eBaHus 66/94 62/90 0,7
(n,%) 70,2% 68,8%
Bec npu poxxaenun, r, Cp=SD n=94 n=90 0,000
3884+792 33324784
KpymnHsiii Bec o otHotienuto k ['B, | 49/94 21/90 0,0001
n (%) 52,1% 23,3%
Munumanbablii 3adpukcupoBannsii | 1,09+0,48 1,2+0,5 0,067
YPOBEHb INTUKEMHUHU, MMOJIB/ I,
CpxSD
WHcynuH mia3Mel kpoBu B MOMeHT | N=94 N=89 0,001
runoraukemun, MKE/min, Me [Q1- | 13,6 [6,4-28,2] 6,8[4,45-15,4]
Q3]
[ToTpeObHOCTh B HEMPEPBIBHOM 80/94 52/90 0,000
nH(Y3MOHHOH Tepanuu rioko3on, | 85,1% S57,7%
n; %
CKOpOCTh yTHIIH3aIIUHU B/B 11,244,4 8+4,3 0,002
BBOJUMOM TJIFOKO3bI, MI/KI/MUH ,
CpxSD
YyBcTBUTENBHOCTD K J{nazokcuay | 26/87 79/82 0,000
29,8% 96,3%
Jlo3a /luazokcuaa, MI/KI/CyT, 8,3+£3,2 6,78+2,9 0,024
CpxSD

[To pe3ynpTaram aHanu3a Oblla BBISBJICHA CTAaTUCTUYECKH 3HAYMMas pa3sHUIA B BO3pacTe
MaHU(ECTAINK, TOKa3aTelie Beca MPH POKICHUH, CKOPOCTH YTHIIM3AIMH B/B BBOJUMOHN TIIFOKO3BI,
s heKkTUBHON 03¢ MPOTIMKEeMa, a TaKKe MOKa3aTelsX WHCYJIMHa Ha MOMEHT auarHoctuku BI'U.
TakuM 00pa3oM, MOKHO CAEJAITH BBIBOJA O TOM, 4TO Haymuue myranuii B reHax KCNJ11 u ABCC8
ompeAensoT Tsokenoe Tedenne BI'U, XapaKTepU3YIOTCS paHHUM Je0I0TOM U HU3KOH
YyBCTBUTEIBHOCTBIO K J{Ha3okcumy.

Paguon3zoronnas JuarnocTuka gpoxkaasubix gpopm BI'U ¢ npumenenuem IIIT/KT ¢ ¥F-TODA.

Ha cerognsmnumii 1eHb 30710ThIM CTaHIAPTOM AU(GEepeHINaTbHON TMarHOCTUKY (POKATBEHON U
mudbdysHoit popm BI'M sensercs IIDT/KT ¢ ¥ F-JIODA. JlanHas MeToauKa OTHOCHTENIBHO HEIAaBHO
Npu3HaHa B Mupe, a B PO nunensuposana Tosbko B 2017 roxy.
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N3 o6cnenoBannoi koroptel mamueHToB [IDT/KT ¢ 18F-I[O®A OblIa TIpoBenieHa 52 JEeTSIM.
HccnenoBanue npoBoaunochk Ha 0aszax pasznuunbiXx [IDT nenrpos, kak B P®, Tak u 3a pydexoMm.
Menuana Bo3pacTa MPOBEACHHS UCCIIeI0BaHus cocTtaBmia 5 mec [3-14,5] (1,5-114).

HccnenoBanue NpoBOAMIIOCH IMPEUMYILIECTBEHHO IALMEHTAM C JUA30KCUJ PE3UCTEHTHBIM
teueHueM (n=45), a Taxkxe narueHtaMm ¢ /(3] 94yBCTBUTEIBHBIM TEUEHHWEM M HAJIMYHUEM OTIIOBCKOM
rerepozurotHoit mytaruu B reHax KCNJ11 unn ABCC8 (n=7). Pe3ynbTarhl mpencTaBieHbl HIKE B
tabsuie (Tab 12).

Ta6auna 12. Pesyastatsel [IIT/KT ¢ 18F-JIODA.

Z[I/Ia3OKCI/I,I[ YYBCTBUTCIIBHOC
TCUCHUC

I[I/IaSOKCI/II[-pC?)I/ICTCHTHOC
TCUCHUC

n

7

45

Huddys3nas popma

717

19/45 (42,2%)

doxkanpHas hopma - 26/45 (57,8%)

Kak BUIHO W3 TpelCTaBICHHBIX PE3YyJIbTATOB, MPU AUA30KCHU]-UYBCTBUTEIHHOM TEUEHUU B
100% cy4aeB Obuta BeIsIBIICHA nuddy3Has popma 3adoneBanus. Y manueHToB ¢ J3/1-pe3ncTeHTHRIM
TEYCHHEM, HANpOTHB, damle oTMmedanuch [IDT-npusnaku ¢okanbHOl ¢GopMbl. CTOUT, OHAKO,
OTMETHUTh, 4TO mpeobiananue GOKATbHBIX (OPM MPHU ITHA30KCH]-PE3UCTCHTHOM TEUECHUEM OTYACTH
MOXET ObITh 00ycioBieHO oTOopoM mnamueHToB Mg mnposeneHus [IOT/KT (mpeasapurenbHOe
MPOBEICHUE MOJICKYIISIPHO-TEHETUYECKOTO 00CIICTOBAHMS).

B pamkax uccienoBanusi O6butn mpoananusupoBanbl pe3ynsTaThl [IDT/KT uccnenoBanuii 26
NAllMeHTOB C  MPEIONEpPallMOHHO  JHArHOCTUPOBAHHOW  (hOKaIbHOW  (OPMOI. OcHoBHbIE
xapaktepuctuku I19T ¢ BF-JJODA npusenens mike (Tab 13)

Taoauna 13. OcuoBusble xapakrepuctuku [13T ¢ 18F-JODA npu dokanbHoii popme (n=26).

XapakTepucTuka Pesynbrar
Cruuaturpadudeckuii pazmep (Mm) Me [Q1-Q3] (n=17) 12 [8,2-12,9]
Jlokanmzanus okyca I"omoBka (N, %) 12 (46,2%)
Texno (n, %) 6 (23,1%)
Xsoct (n, %) 6 (23,1%)
Teno + xBocCT 1 (3,8%)
12-11 kuka 1 (3,8%)
IMankpearnueckuii uagexc Me [Q1-Q3] n=20 1,67 [1,42-2,06]

bbuto BbIsIBIEHO, UTO (OKYCHI Hallle JIOKAIU30BAIUCh B T'OJOBKE IMOKEITYIOYHOU >KEJe3bl,
pa3mep 00pa3oBaHMii B CpeIHEM He MpeBbILan 12 MM, a MaHKpeaTuYecKuii mHAeKe coctaBui 1,67.
VYuurteiBas TOT (akT, 4To OKOHuYaTenbHas Bepudukauus Gopmsl BI'MI Moxer ObITh clenana
TOJIbKO 10 PE3yJIbTaTaM T'MCTOJIOTMYECKOTO MCCIEI0BaHUsA, ObUT MPOBEIEH CPAaBHUTEIbHBIN aHAIU3
pesynbraroB [I9T u rucronorun. Jlns aHanm3a MCMONb30BaHbl JJaHHBIE 38 MAlMEHTOB, KOMY IOCIE
[IOT/KT BeINONHSIOCH XUpyprudeckoe jedenue (Tad 14).
Ta6auna 14. CpaBaenue pe3yabtatoB [IT/KT u rucronornyeckoro ucciaenopanus (n = 38)

Pesynbratel [19T

Juddysnas popma ®dokanpHas popma
PesynbTarsl n=12 n=26
TECTOJIOTHIECKOTO
HCCIIEIOBaHUS
Juddysuas popma (n, %) 12/12 1/26
doxkanpHas Gpopma (n, %) - 23/26
Atunuunas (n, %) - 2/26

bouto BbIsiBIeHO, uyTo mpu auddysHoMm 3axBare uzorona B 100% cimydaeB oTmedanoch
COBIAJIEHHE THCTONOTMYECKOTO U PAJMOIOTHIECKOTO HarHo30B. IIpy TokansHoM 3axBaTe SF-JJODA
B 3 cinyyasx u3 26 (11,5%) rucronoruyeckuii JuarHo3 He COBIAJ C PaIOIOTMYECKUM.



23

JleyeHue BpOXKI€HHOT0 TUNEPUHCYIUHNU3MA.

KoncepsaruBHas tepanus BI'U
Meauana Bo3pacTa Hauyajda HMHCYJIMHOCTAaTHMYECKON Tepaluu B HCCIEyeMOW HaMu TpyIiIe
nanuenToB coctaBuia 2 mec (0,75 mec-12 mec), munl cyt —max 120 mec
[lonbiTKa Tepamuu mporaukeMoM mpoBoauiach 197 mamuentam (91,6%). On okazancs
s dexruBer B 129 u3 197 cayqaes (65,4%).
Tepanus anamoramu Comatoctatuna npoBoauiack 102 mamuerTam. DG EKT OT JeueHus ObuT
nocturnyt y 18 nanuenTos (17%).

Mua3zoxcun (Ilporaukem).
DddexruBHas no3a [Iporiaukema B cTapTe Tepanuu B CpeIHEM cocTaBuiia 7,3 Mr/kr/cyT +3,12
MI/Kr/cyT. MuHUMaIbHas — MakcuManbHas 3¢dextuBnas go3a 2-20 Mr/kr/cyr.

[Tockonpky mporiukeM o00JaJaeT KyMYJIATUBHBIM 3((EKTOM, pe3ynbTaT OT €ro MNpUMEHEHUS
nocturaercs He cpasy. [lomumo storo, y [Ipornukema ectb psii OCTPBIX TOOOYHBIX 3(h(HEKTOB, 3a4aCTyIO
3aTPYJHSIOUINX €r0 UCIOIB30BaHuE Y AETEH.

C nenpio pazpaboTars onTHMaJIbHYIO cxemy npuema I[Ipornukema u onpenenuTs HakTopsl prcKa
pa3BUTHS paHHUX NOOOYHBIX 3(PQPeKTOB OBUIM  MPOAHATH3UPOBAHBI JAHHBIC MALMEHTOB, KOMY
uHUIHanbHas npoda c¢ [Ipormukemom mpoBoamnace Ha 6aze HMUL] Dunoxpunonorun (n=70). Ilo
pesynprataM mpoOsl y 45 u3 70 manueHToB ObUIa JTOCTUTHYTa MEIUKaMEHTO3Has KOMIICHCAIHS.
Dddekr B cpemHeM ObLT AOCTUTHYT depe3 6,5+2,8 nHei oT Hayana yiedeHus (tad 15). 'mmortmasun
MIPEBEHTUBHO Ha3Hayvascs 52 nanueHTam. Meanana npoduiakTHueckoi 103bl [ MmoTnasuaa cocrapuia
1,11 Mr/kr/cyr.

Ta6auna 15. Pesyastatsl npo6sl ¢ [Iporiaukemom (n=70)

n Jo3a D¢ ekt gocTurayT

CraproBas mo3a, mr/kr/cyt, | 70 5,43+1,48 8 (8/70, 11,4%)
CpxSD

Jlo3a 2, mr/kr/cyT 60 8,21+2,5 21 (29/70, 41,4%)
CpxSD

Jlo3a 3, mr/kr/cyr 30 11,7+3,64 16 (45/70, 64,2%)
CpxSD

Jlo3a 4, mr/kr/cyT 7 14,3+6,64 0 (45/70, 64,2%)
Cp£SD

Vcxons U3 OTYIEeHHBIX JaHHBIX MOXHO CAENATh BBIBOJI O TOM, UTO ISl OIEHKH d(h(HEeKTHBHOCTH
tepanuu [IporaukeMoM MpoAOIKUTENTFHOCTh €r0 IPUMEHEHHS JI0JKHA COCTABIATh HE MeHee 7 JHEH.
Bonee yem B monoBuHe ciayyaeB a3ddekt gocturaeucs Ha no3e meHee 10 mr/kr/cyt. [loBbIeHne 10361
BbIlIE 14 MI/KI/CyT HE HUMEET CYIIECTBEHHOTO TEPaNeBTHUECKOT0 CMBICIA.

boun npoananu3upoBanbl paHHUE T0O00YHBIE AP dekTh Tepanuu Juazokcuaom (tad 16).
Tab6auna 16. Pannue nodounbie 3¢ dextsnl Ilporamnkema.

n % N ManueHTOB, KOMY
notpeboBaach
KOPPEKIHs 036l WIN
OTMEHa Teparuu

Orexu 23/70 32,8 -
CHIKEHHE allleTUTa 30/70 42.8 -
Auneprust 7/70 10 1/3
PBOTBI, cCpbITHBaHUS 17/70 24,3 2/17
Keros 13/70 18,6 5/13
['uneprivkeMus 8/70 11,4 8/8

JleroyHast TUIIEPTEH3HS 2/70 2,9 2/2
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TpomOGonuToneHHYECKas 2/70 2,9 2/2
nyprnypa

HawnbGonee pacnpocTpaHeHHBIMU PaHHUMHU OOOYHBIMHU 3 eKTamMu ObLIIM CHU)KEHHE aIlleTuTa
U SIBJICHUS 32/ICP’KKHU KUJIKOCTH. AJUIEPTUYECKHE PEaKIIMKA OTMEYAIIUCH JIUIIb y 7 IeTel U MPOsBISUINCH
KpanuBHULEH, B 1 ciydae ayuieprus noTpedoBaia OTMEHBI TEPATIHH.

C uenbio BBISIBUTH (PaKTOPBI PUCKA Pa3BUTHA MOOOYHBIX 3(PPEKTOB, OB MPOAHATU3UPOBAHBI
JIaHHBIC BO3pacTa HAa MOMEHT HAa3HA4YEHUsS JICYCHUsS, a TaKKe CTapTOBbIE M MaKCHMAaJIbHBIC
npuMeHsieMble 1036l [IpornukeMa B rpynme mainueHTOB ¢ HAIWYHEM MOOO0YHBIX 3P (EeKToB U 0e3 ux
passutus (Tab 17).

Tabauua 17. CpaBHHTeIbHBI aHAJTU3 OCHOBHBIX XapaKTEPHCTHK Y NMALMEHTOB ¢ Pa3BUTHEM

mo004HbIX 3P PexToB U 0e3 Hux (n=70).

Otexu PBota Kero3 Ha one
HOPMOTJINKEMUHU

na HET Ia HET na HET
n 23 47 17 53 13 57
Bospacr, mec 2 [2-9] 75[2,5- | 6][2-12] 4 [2-16] 17 [9- 3,5 [2-9]
Me [Q1-Q3] 16] 25,5]
p 0,03 0,5 0,005
CraproBas f103a 5,2+1,2 5,6£1,6 | 5,62 5,22+1,22 5,4+1,7 | 5,4+1,43
MPOTIINKEMA,
MT/KT/CYT
Cp+SD
p 0,3 0,39 0,95
MaxkcumanbHas 10,6+4,1 9,6+4,3 10,9+5,94 9,4+3,5 8,9+4,5 10,56+4,11
7103a, MI/KT/CyT
Cp+SD
p 0,33 0,2 0,22

3aBUCUMOCTH MEXKY /1030 Tepanuu U €€ NEePEeHOCUMOCThI0 OTMEUEHO He Oblo. OTeku yaiie
OTMEUAJINCh y JETE Milalel BO3pacTHOM rpynmsl. MHTEpecHO, YTO pa3BUTHE KIMHUYECKN 3HAYMMON
KETOHEMHH Yallle pEruCTPUPOBAIIOCH Y JIETEH CTapIIero Bo3pacTa.

Ananoru ComaroctaTuHa (OKTPEOTH]T).

Nuannmanmss “THCYTUHOCTATHYECKOW Tepanmuu ¢ OKTpeoTuaa mpoBommwiack 102 gersm uz 211
(48,3 %). Kak npaBmiio MakcuMasbHbIH 3 (EKT OT IPUMEHEHUS aHAJIOTOB COMAaTOCTaTMHA OTMEYaJICs
B TICPBBIC JIHU €T0 MPHUMEHEHHSI.

C nenbto cpaBHUTH () (HEKTUBHOCTH CTAPTOBBIX M MAKCHMAJIBHO UCIIOJIB30BAHHBIX /103, & TAKXKe
OILICHUTH CIIEKTP paHHUX MOOOYHBIX 3PPEKTOB, ObUIH MpOoaHATIM3UPOBaHbI JaHHbIE 89 manneHToB (Tad
18,19). Kpureprem NoOJIHOTO OTBETA HA TEPAIHIO Obljla BO3MOKHOCTH TIOJIHOW OTMEHBI HH(Y3MOHHOM
TEepanuu pacTBOPAMHU TJIOKO3bl. YacCTHYHBIA OTBET paACIEHHBAICA KaK BO3MOXXHOCTb CHU)KCHHUS
cKkopocTu UH(]y3uu Oosiee yeM B 2 pa3a OT UCXOJHOH.

Tab6auua 18. dpdexTuBHocTs Tepanuu OxkTpeoTrnaom (n=89)

n Jo3a YacTUYHEINA OTBET IlonHpIN OTBET
CraproBas 103a, MKT/Kr/cyT | 89 6,76+2,5 55/89 19/89
Jlo3a 2, MKT/KT/CyT 62 15,64+4,8 13/89 10/89
MakcumanbHas 103a, 43 21,4+7,68 3/89 -
MKT/KT/CyT
Taxudunakcus y manuenros | 15/29
C IOJIHBIM OTBETOM Ha (51,7%)
JICUCHHE.
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ITonmnas xkommnencamusa 0Oe3 | 14/89 9,4+3.2
Taxuriakcuu (15,7%)

Kak Buano u3 Tabnuipl, mMakcumanbHas s¢@dekTuBHas 1032 B cpeaHeM cocTaBuia 15,6
MKT/KT/CyT, NaJIbHEWIee TIOBBIIICHUE 1036l He MPUBOAWIO K dddekry. Taxudunakcus orMedanach B
MOJIOBUHE ClTy4yaeB. PeluIuBbI TUIIOTIIMKEMUH, KaK MIPaBUIIO, BOSHUKAIN Yepe3 2-5 AHel nmocie Havana
neuenus. [lonHas MeaMKaMEHTO3Hast KOMIICHcCAIMs Oe3 sBICHHH Taxu(HUIAaKCUU Oblaa JOCTHTHYTA
nuib y 14 u3 89 nmaiueHTos.

Tab6auua 19. Pannue nodounbie 3¢pdexrsl OxTpeornia, n=89

n % N maIMeHTOB, KOTOPBIM
norpeboBaach
KOPpPEKLHUs J03bl WU
OTMEHA Teparuu

Hucnerncus 58/89 65,2 -
Huappes/cTeatoppest 4/89 4,5 -
Huronus 8/89 8,9 4/8
OcCTpBhIil )KUBOT 1/89 1,12 1/1

Cpemu 1mo604HBIX 3()(PEKTOB Hame BCEro OTMCUAIHMCH SIBJICHUS JTUCICIICHH (CHU)KCHUC
anmeTHTa, TOIIHOTA, PBOTHI), Y 4X AeTell oTMeuanach AUappes, BEPOSITHO CBA3aHHAS C Ha3HAUCHUEM
OKTpeoTHAa. SIBICHHMS UUTONM3a, NOTPEOOBABIINE KOPPEKUMH JO3bI W TPOBENEHHUS TEparuu
ypcodanbkoM oTMeudanuch y 8 gereil. B omHoMm cimyuyae y peOeHKa mociie OJHOKPATHOM HMHBEKLUU
OKTpEOTHAAa OTMEYajach KIMHHKA OCTPOTO JXUBOTA. [IpM MpOBENEHHWH JIAllapOCKONWU JaHHBIX 3a
anmneHJAMIIUT, TAHKPEaTUT BBIABIEHO HE Obulo. ['€He3 CHUMITOMATHKH OCTajCsl HESICHBIM.
AJulepruyecKkux peakuuii Ha OKTpeoTH ] HaMH 3a)MKCUPOBAHO HE OBLIO.

Pe:xxum BBeeHNSI OKTPEOTH/IA

OKTpeoTu ] IpeCTaBIsieT COOO0M aHaTIOT COMATOCTAaTHHA KOPOTKOTO AeicTBUA. [Ipu moaKoKHOM
BBEJICHUH TperapaTa MakCHMalibHas KOHIIGHTpalls B KpoBU HaOmromaercs yepe3 30 MuH, a BpeMs
nonyBbiBefieHUs cocTaniseT 100 muH. [lepenaapl KOHIIEHTpAIIUH JIEKapCcTBa B KPOBH MOTYT MPUBOIUTH
K PE3KUM KoJieOaHMsIM YpOBHS INMKeMuH (runepriukemMun udepe3d 30-60 MuH mocie HHBEKIUH,
TUTOTJIMKEMHH 4epe3 5-7 yacoB moclie MHbeKuuu). [lpu ApoOHOM BBEIEHHUU OKTPEOTHIA C IIENBIO
JOCTHIKEHUS €T0 CTOWKOW KOHIICHTPAIIUU B KPOBU PEKOMEHIOBAHO MTPOBEICHNE HHBEKIIMIA KaXKbIe 4-6
4acoB.

Hamu Obu1 onpoOoBaH METO/ HEMPEPHIBHOTO MOJKOKHOIO BBEJCHHS OKTPEOTUAA C MIOMOILBIO
WHCYJIMHOBBIX NMOMI. B uccrnenoBanue ObLIO BKIOYEHO 16 MAallMEHTOB C AMA30KCHA-PE3UCTEHTHBIM
teueHueM BI'M, uCXOaHO MOIy4yaBIIMX TEpaANUIO OKTPEOTHUIOM B BHJAEC IPOOHBIX MMOIAKOXHBIX
UHBEKIMI. Mennana Bo3pacTa MaueHTOB HAa MOMEHT BKITIFOUEHHS B MCCIIEZIOBaHHUE COCTaBmIa 2 Mec [2-
6]. Menuana mpoIOJDKUTENFHOCTH Tepanui OKTPEOTHIOM B MHBEKIIMAX HA MOMEHT BKIIFOYCHHS B
uccienoBanue cocraBuia 1 mec [0,65-1,85]. HMubexkuun BO BCeX CilydasiX BBIIOJHSIUCH KaX]ble 6
yacoB (4 pa3a B cytku). McxoaHas 703a OKTpEOTHAAa KOPPEKTUPOBAJIACh MO YPOBHIO INIMKEMHUH IO
TOTKEHUs dyrivkemud. [Ipu nepeBojie ManueHToB Ha PEKUM HEMIPEPHIBHOTO MOJKOKHOTO BBEICHU S
OKTPEOTH/Ia HCIOJB30BaNacCh IMPEXKHSAS CYTOYHAs J103a, CKOPOCTh BBEICHHS pacHpelesiiach
PaBHOILIEHHO B TEYEHHE CYTOK. B nanpHeiiiieM 103a KOppeKTUPOBAIACH MO YPOBHIO MHKeMuu. CpeaHsis
4acTOTa CMEHBI KaHIou coctaBuia 1 pas B 3 aus [3-4]. [IpoaomKUTeIbHOCTh TPUMEHEHHS TIOMIT JJIsI
BBEJICHUSI OKTpeoTHa B cpenHeM cocraBuna 2 mec [0,5-6]. Kontpons rmukeMuyeckoro mpoduist Ha
MPOTSKEHUH BCETO UCCIIEIOBAHUS TTPOBOIUIICS MTOPTATUBHBIMHE TIIFOKOMETPAMHE KaXK/IbIe 2-3 yaca rnepe;
KOPMIICHUSIMHU.

bbul mpoBeneH CpaBHUTENbHBIM aHaNU3 CIEAYIOUIMX I[OKaszaTejeil: J03a OKTpeoTHaa
(MKT/KT/CYyT), TOTpEOHOCTh BO B/B BBEACHHH TJIFOKO3bI O TOCTHIKEHHS JYTIUKEMHUU (MI/KI/MUH),
HaJU4He TUTEPTIUKEMHUH (BBIIIE 8 MMOJIB/JT) U TUIOTJIMKEMUN (MeHee 3,5 MMoJb/l) y nered mpu
IpoOHOM peXMMe MHBEKIMA M Ha (oHe HempepbIBHOU /K MHQY3uu oktpeoTtnna (tad 20). Ouenka
MOBOJIMJIACH B CPEJIHEM Uepe3 HEeEII0 MocIe epeBoa MalMeHTOB Ha TOMITIOBYIO TEpPAIUIo.
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I[To pe3ynbTaTam uccienoBaHus ObLIO BBISBIEHO, YTO MPH HEMPEPHIBHOM MOJIKOKHOM BBEIACHUU
OKTPEOTH/Ia Yepe3 MOMITY OTMEYAIIOCh HEKOTOPOe CHUkKEeHHE () (HDEKTUBHOM 10361, 3HAYUMO CHIIKAIACh
NOTPEOHOCTH BO B/B BBEJICHUU TJIFOKO3bI U YMEHBIIAIOCH KOJIMYECTBO TUIIEP- U TUnoraukemui (tad 20,
puc 5).

Tadoauna 20. CpaBHUTEJbHBIH aHAIU3 103 ¥ 3P PeKTUBHOCTH JiedeHHsI HA (pOHEe Pa3JIUUYHBIX
€KMMOB BBe/leHHsl OKTpeoTnaa (n=16).

HpoOGHebie n/k HenpepsiBHas p
UHBCKIINU MOJIKOYKHAsT UH(Y3Us
C TIOMONIBIO TTOMII.
Jlo3a okTpeoTHIa 18,3 [12,8-28,95] 12 [9,7-27,1] 0,05
(MKT/KT/CYT)
Me [Q1-Q3]
ITorpebHOCTH B 7/16 (43,8%) 7/16 (43,8%) 1
nHY3MOHHOH Teparuu N
(%)
B/B norauus rioKo3sl 6,8 [4,8-8,7] 5,15 [2,54-8,1] 0,04
(Mr/KT/™MUH)
Me [Q1-Q3]
DnuU30/1bl THIIEPTITMKEMUAN 4/16 (25%) 0/16 0,00
n(%)
DnuU30/1bl TUITOTIMKEMHH, 13/16 (81,3%) 3/16 (18,7%) 0,00
noTpeOOBaBIINE KOPPEKIIUU
nH(Y3MOHHOH Tepanuu
n(%)
. MoTpEBHOCTE B0 B8 JOTALMA ITHEDME | MM
e p=ll04

§ 1w

£ B e

s

1 7 vy

Pucynok 5. IloTpeGHoCTh BO B/B J0TAUMHU TJIHOKO3bl (MI/KI/MHUH) Y NANMEHTOB € JPOOHBIM
PeKMMOM BBeJAeHHs OKTpeoTHaa (1) 1 npu HenpepbIBHOM MOAKO0KHOU HHY3HH (2).

21.]'[51 OLICHKHU HOTpe6HOCTI/I B KOppCKIOHHU 103 HHCYHHHOCTaTquCKOﬁ TEpaIu nNpru JJIUTCIbHOM
ee NMPUMEHEHUH, ObUT MIPOBE/ICH aHaJIU3 JaHHBIX 64 MalMEeHTOB B pa3HbIE BO3PACTHbIE MEpHOAbI (Tad
21).

Ta6auua 21. IlorpedHOCTH B KOPPEKIMH 103 HHCYJTHHOCTATHYECKON Tepanuu B pa3HOM Bo3pacTe
(n=64)

1-12 mec | 12-36 mec | Crapmie 36 mec
N IIalueHTOB 32 47 39
Yacrora koppekuuii 103sl (nN/rox) Me [Q1-Q3] | 3[1-4] 2 [1-2] 0,75 [0,5-1]
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Takum o00pa3oM, HCXOAs M3 TMOJYYEHHBIX JaHHBIX, MOXHO PEKOMEHJOBaTh IJIAHOBBIE
KOHTPOJIbHBIE 00CIIeIOBaHNUS MAIlCHTaM - He peke 1 pa3a B 4 Mec Ha IepBOM IOy JKU3HH, HE pexe |
pa3a B 6 Mec nocye roja u 1 pa3 B roj mnociie Tpex JieT.

DakTOpbI YYBCTBUTEJIBLHOCTH K Tepanuu Juazoxkcuaom.

Jlna30KCUA-pe3uCTeHTHRIE (DOPMBI MIPEIICTABISIIOT cO00i Hambosee CIIOKHBIE C KIMHUYSCKOM
TOYKH 3peHus BapuaHTbl TedueHuss BI'M. C menbio BBISIBUTH OCHOBHBIE MPEAUKTOPHBIC (DAKTOPHI
YYBCTBUTEIHHOCTH K Tepanmuu ObUI TPOBEJCH CPABHUTEIBHBIM aHAIW3 OCHOBHBIX KIMHUYECKUX H
OMOXMMHYECKHMX ToKa3areseil y maruenToB ¢ JI3]] pesucrenTtHbM U J[3]] 4yBCTBUTEIIBHBIM TEUCHUEM
BI'U (Tab 22).
Tadoauua 22. CpaBHUTEIbHBIN aHAJM3 OCHOBHBIX KIMHUYECKUX U OMOXHUMHYECKHX MoKa3aTesei

nanuenToB ¢ JI3/] pesucrentunim u /I3 uyBcTBUTEIbHBIM Teuennem BI'N.

J3/1 uyBct reuenue | JI3/] pe3uct Teuenue | p
n 129 68
Bospact manudecranuu (Mec) 1,0 [0,03-6,0] 0,06 [0,03-0,09] 0,000
Me [Q1-Q3]
MuHuMaTbHAs TTIUKEMHES (MMOJIB/J) 1,3+0,5 1,03 £0,44 0,000
CpxSD
Bec npu poxxaennu (r), Cp£SD 3446+815,8 3840+784,9 0,005
[TotpebHOCTh B HenpepwiBHOU HHGY3un | 79/129 (61,2%) 61/68 (89,7%) 0,01
n,%
CKopoCTh yTUITU3AIIUU TIHOKO3bI 7,84£3,9 11,234+4,3 0,000
(mr/kr/mun), Cp=SD
Wucynun (McEn/min) , Me [Q1-Q3] 6,7 [4,2-14,5] 14,83 [6,9-28,2] 0,000

[IpoBeneHHBIN aHAINU3 POIEMOHCTPUPOBAJ, YTO y nauueHToB ¢ JI3/] pe3ucTeHTHBIM TeYeHUEM
3a0oJeBaHNEe MaHU(ECTUPYET paHbllle, HIKE oKa3aTeI IIIMKeMUH, OOJIbIIIE BEC PU POXKJICHHUH, BbIIIE
CKOPOCTh YTHJIM3ALMH IIIFOKO3bI U YPOBEHb MHCYJIMHA.

Xupypruueckoe Jedenne BI'

B cooTBeTcTBHE ¢ MMEIOUIMMHCS KIMHUYECKHMH PEKOMEHIANMIMH XHUPYpPTUYECKOe JICUeHHE
BI'M noka3zaHno npu ¢okanabHbIX (hopMax, a Takxke MpH hapMakope3ucTeHTHBIX Aupdy3HBIX popmax.

Bcero B rpymme 00ciieJ0OBaHHBIX TAIMEHTOB XUPYpPIUYECKOEe JEYeHHE OBLIO MpOBEAeHO 59
(27,4%) neram: cyOToTanbHas MaHKpeaTdIKTOMUs (pesexuus 75-98% mopkenynodHoil sxenessl) B 35
ciayvasx (59,3%) u dactuuHas pesekuus/sHykneanus Qgokyca B 24 cayuasx (40,7%). Menuana
BO3pacTa MPOBEICHHsI ONIEPATHBHOTO JedeHus cocrtasuia 4 mec [3-8] (1,5-48).

beut npoBenen ananu3 3 PEeKTUBHOCTH pa3IMYHBIX BUIOB ONEPATUBHOIO JieueHus (Tab

23). HeoOX0auMOCTh TOBTOPHBIX OINEPAllii B CBS3H C PEUUAMBUPOBAHUEM THIIOTIIMKEMHYECKOTO
cuHapoma Obuta otMedeHa y 70% mauuenToB ¢ quddy3Hoit GopMoit mociie YaCTUYHBIX PEe3eKIUi U y
33% nanueHToB ¢ hoKanbHOM (HopMOii ocae TMMUTUPOBAHBIX PE3EKIH (3HYKIIeanus Gokyca).
Taoauna 23. Anann3 3¢p(eKTHBHOCTH Pa3JIMYHBIX BH/I0B ONepPaTHBHOIO JiedyeHusi (N=59).

CyOroTtanbHas CyOroTanbHas Onykneanusa | CexTopaybHas
MaHKPEAaTIKTOMUS | TTAaHKpEaTIKTOMUsS | oKyca pe3eKIus mpu
(>95% pesekums) | (75-95%) npu doxanbHON
muddys3Hoit popme dbopme

n 28 7 9 15

Bospact nposeneHwst 3 [2-6] 3,5 [3-6] 4 [4-18] 6 [4-8]

oreparuu (Mec)

Me [Q1-Q3]

['MnorIMKeMuu mocie 2123 717 4/9 1/15

onepauuu (n)
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HeobxoaumocTthb - 5/7 (71,4%) 3/9 (33,3%) | -
IIOBTOPHOU OIIEpALU B
CBSI3H C PEIHIUBOM
runorjaukemun (N)

Bospact mosTopHOii - 6 [4-11] 4 [4-30]
onepanuu (Mec)

Me [Q1-Q3]

JIOTIOJTHUTENHHO OBLTH MPOAHATU3UPOBAHBI PAHHUE TOCICONEPANMOHHBIC OCIOXHEHUS Y 26
MalMEeHTOB, TPOOIIEPUPOBAHHBIX 110 moBoay BI'U (Tab 24).
Ta6auna 24. Panuue nocjieonepanuoHHbie 0CI0KHeHUus1 (N=26)

CyOToTanbHas HucranbHas | [IpokcumanbHas pe3ekuuss | DHyKIealus
MAaHKPEATIKTOMHUS | PE3EKIIUs ¢ popMupoOBaHUEM dokyca
MaHKPEaTOCIOHOaHACTaMO03a
n 12 3 5 6
[Tankpeatur, 4/12 0 0 0
nceBaokucTh 10K,
n
KpoBoteuenwue, N 1/12 0 1/5 0
HecoctosTensHocTh 1/5
aHactomosa, N
Wudexunonubie 1/5 1/6
OCIIOKHEHUS, N
HeobxoauMocThb 5/12 - 1/5 -
MTOBTOPHBIX
OTIepaTHBHBIX
BMEIIATEIHCTB B
CBSI3U C Pa3BUTHEM
OCJIO;KHEHHUH, n

B nenom ucxons U3 MpeacTaBIeHHBIX JAaHHBIX MOXXHO TOBOPUTH 00 OTHOCHUTENHLHO HEOOIBIIIOM
MIPOIICHTE PAHHUX TMOCIEONEPANUOHHBIX OCIOXKHEHUH. CTOUT OTMETUTh, YTO OTEPATUBHOE JICUCHUE
MIPOBOAMIIOCH MAIMEHTaM Ha Pa3HbIX KIMHUYECKHX 0a3ax M paHbIMU OMEPATUBHBIMHU JOCTYIaMH, YTO
3aTpyaHSET aHAJIU3.

OTaajeHubie HAOJIIOACHUA
e Bcero B rpymmy oTAaneHHbIX HAOIIOAEHHUH BKIIOUEHO: 153 manueHTa

e MenuaHa MpoAOLKUTEILHOCTH HaOMOAeHHH cocTaBmia 15 mec [9-36], (1-186)
e MenuaHna Bo3pacta Ha MOMEHT MOCJIeAHero oocienoBanus - 2,85 ner [1,25-5] (0,125-16)

[TareHTH! U3 TPYIIBI OTAAJICHHBIX HA0II0ICHUH OBITH pacripeieieHbl Ha 3 TPYIIbI B 3aBUCUMOCTH
OT uyBCTBUTeNbHOCTH K J[lmazoxcuay. Hwuxe npuBenena uHpopmanus O MOPOJOIIKHUTEILHOCTH
HaOJIIOICHNI ¥ TPUMEHSIEMO Ha JaHHBIH MOMeHT Teparuu (Tab 25).
Tab6auua 25. /laHHbIe 0 NPOAOKATEILHOCTH HAOII0IeHUIl M IPUMeHsIeMOii Ha TaHHBI MOMEHT
TepaNnuu y NalHeHTOB, BOLIEAIINX B IPYNIY 0TAAaJeHHBIX Ha0oneHui (n=153)

A3 A3 A3/1 ue
YYBCTBUTEIHHBIC PE3HMCTEHTHBIC | TIPUMEHSIICS
n 94 47 12
[TpoA0IKUTETLHOCTD 15 [7-36] 18,5 [11-38] 12 [6,5-47]
Ha0mroIeHnH (Mec)
Me [Q1-Q3]
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Bospact nocieanero 2,9 [1,16-6] 2,3 [1,5-3,75] 3[1,19-4,5]
obcnenoBanus () Me [Q1-Q3]
Tepanus Ha MOMEHT IIOCJIETHETO BU3HMTA

ITpormukem n,% 75/94 (79,8%)
Oxtpeorun n,%

7147 (14,9%) 1/12 (8,3%)

Juera n,% 2/94 (2,12%) 6/47 (12,7%) 3/12 (25%)
Pemuccus n,% 15/94 (15,9%) - 1/12 (8,3%)
XUpypruueckoe JeueHne

Pesexmus doxyca Nn,% - 17/47 (36,2%) 1/12 (8,3)
IMTaukpeaTskTomus N,% - 17/47 (36,2%) 6/12 (50%)

Manuentsl ¢ JI3/1 4yBCTBUTEIBLHBIM TeueHrneM (N=94)

75 MauMeHTOB W3 JAaHHOM TPYyNIbl HA MOMEHT TOCIEIHEro OOCIIeOBAHUS MPOIOJIKAIOT
noay4are Tepanuio [Ipornukemom. Y 16 mauueHTOB ObUla IMArHOCTHPOBAHA CIIOHTAHHASI PEMUCCHS.
Cro/1a BOIIIIM B TOM YMCJIE NMALIUEHTHI ¢ cUHApoMoM baksurta Bunemana (n=4). CrioHTaHHas peMuccus
JIMarHOCTUPOBAJIaCh HA OCHOBAHUH IIPOOBI € rojIoJaHeM Ha (POHE MOIHOM OTMEHBI Tepanuy B TEYEHUN
MuUHUMYM 5 nHel. Ha npoOe oneHuBanuch noka3aTeny IJIMKEMUU, KETOHEMUH, UHCYIMHA. Pemuccus
KOHCTaTUpOBaJlaCh B Cllyyae OTCYTCTBHMsS Ha IpoOe TI'MIOITIMKEMHM IPH aJeKBATHOM HapacTaHUU
KETOHOBBIX T€J B KPOBU M TEHJICHIIUH K TIOJJaBJICHUIO YPOBHS HHCYJIUHA.

CpaBHUTENIBHBIN aHAJIN3 OCHOBHBIX KIMHUYECKHUX IIOKA3aTeIel y NeTell ¢ coXpaHsSrouleics B
JUHAMHUKE NOTpeOHOCTH B Tepanuu llpormukeMom M nerei, pa3BUBIIMX CIHOHTAHHYIO PEMHUCCHUIO
BBISIBUJI CTATUCTUYECKU 3HAYMMBbIE OTIMYUA B (PPEKTUBHOM 7103€ MPOrJIMKeMa (B Ipymie ManueHToB
CO CIOHTAaHHOM pemuccuell oOHa Obula 3HAUMMO HMKe). JlocTOBEpHOH pa3HUIBI B BO3pacTe
manudecraruu BI'U, a Takke CKOPOCTH yTUIM3ALMHU TTIFOKO3bl HAMM [TOJy4EHO HE ObUIO.

ITanmenTsl, npoao/kamue nojay4ars Iporankem (n=75)

Cpenusis mpoA0IKUTETHHOCTD HAOIIOICHU 32 9TOM IPyITION MalueHToB cocTaBuia 24 mec [12-
53,5] (1-186), a Bo3pacT Ha MOMEHT MOCIIEAHETr0 00CIea0BaHus B cpeaHeM Obut 3,5 roaa [2-6,25] (0,5-
16). Ananu3 3¢ GheKTHBHOMN 0361 BHISIBIII CYIIECTBEHHOE €€ CHIDKEHHE C BO3PACTOM, YTO TEOPETHUECKU
MOYET OTpakaTh KaK CHM)KEHHE HHTECHBHOCTU CaMOro 3a00JieBaHMsI, TaK M CHUKEHUE 3Hepro3arpar y
nereit crapiero Bo3pacrta (Tab 26).
Tab6auua 26. CpaBHUTEIbHBbIN aHAJIM3 3(PPeKTHUBHBIX /103 B CTAPTE TePANUH M NPH OTAAJIEHHBIX
Ha0J0eHusx (n=75)

gg)ﬂ(})SeE()THBHaH 7103a B CTapTe Tepanuu (MI/Kr/cyr) 7.6£2.97

OddexTuBHAs 1032 HA MOMEHT TIOCJIEIHEr0 O00CJIe0OBaHUS p=0,001
(Mr/kr/cyr) 6,37+2,89

CpxSD

Jnazokcua uMeeT psiag MOOOYHBIX 3(PGEKTOB, KOTOPbIE MOTYT MPOSIBUTHCS HE cpazy. Mbl
MPOAHAIM3UPOBAIIU CHEKTP MOOOUHBIX APPEKTOB OT AIUTEIBHOTO NpUMeHeHus [{ua3okcuaa y Hamx
MAIMEeHTOB, BKJIFOYas T€X, y KOTO OTMEYaIach PEMHUCCHS, @ TAKXKe OIIEHWIH (aKTOPHI, BIUSIONIAE HA X
BO3HUKHOBeHHWE M HHTEeHCHBHOCTh (Tab 27). Hamumume wnm otcyrctBue mnoOouyHOro 3¢¢exra
OLIEHUBAJIOCh HA MOMEHT MOCJIETHEr0 04EPETHOTO BU3HTA.

Tabdauua 27. CnexkTp no604HbIX 3¢ (PeKToB NpPH ATUTEILHOM NpuMeHennn J{uazokcuaa (n=85)

n %
['uneptpuxo3 49/85 57,6
Otexun 44/85 51,7
HNsmenenus BHEIIHOCTH | 38/85 447
(«rpyOBIC» HYEpTHI JIMIIA)
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Jucnerncus (cumxenue | 24/85 28,3
anmeTuTa, PBOThl, aHOPEKCHUS)

Haubonee yacto npu JUIMTEIIEHOM PpUMEHEHHN J{na3oKcuia HaMu ObUIO OTMEYECHO pPa3BUTHE
runeprpuxosa (y 57,6% nauneHnton), Hanuuue oteqHoCcTH (Y 51,7%), a Takke U3MEHEHUs BHEILIHOCTU
(mosiBiIeHUE TPYOBIX uepT Juia). [locieHn CHMIITOM OLIEHUBAJICS CYyOBEKTHBHO U TIOTOMY €T'0 4acTOTa
MOET OBITh OCTaBJICHA M0J] COMHEHHE.

Bbul mpoBenieH CpaBHHTENBHBIN aHAIW3 J03 M MPOJODKUTEIILHOCTH Tpuema Jlnazokcuaa y
MAIMEHTOB C SBJICHUSMU TUIIEPTPUX03a U MAIUEHTOB 0e3 aHHoro moooyHoro 3ddekra. [TomyueHHbie
pe3ysIbTaThl MPOACMOHCTPHPOBAIH JI0303aBHCUMBIN XapaKTep Pa3BUTHS THIIEPTPUX03a: KaK CTAPTOBAs
no3a (puc 6, 7).

[10303aBUCHMbIi XapaKTEP Pa3BUTHA TUNEPTPUXO3a

Mpornukem Ao3a (Mr/kr/cyT). F(1;83) = 5,9792; p = 0,0166;
KW-H(1;85) = 7,1945; p = 0,0073

9,0

o T

8.0

75

W T

6,5

(MriKricyT)

6,0

5,0 o Mean
1 2 [] MeanSE
pynnbi naymeHTos T Meant1.96"SE

OdpeKTuBHan no3a MNpornukema B crapre Tepanim

Pucynok 6. CpaBHMTe/IbHBII aHAIU3 CTAPTOBOI 3(pdekTHBHOI 10361 [INa3okcuaa y aerei ¢
sIBJIEHUAMH runeptpuxo3a (rp 1) u 6e3 Takosoro (rp 2)

posa: F(1,65)=9,4577; p=0,0031;
KW-H(1;67) = 9,6907; p = 0,0019
85

8,0

75

70

_’__

ij

55

feyr)

5,0 o

4,0

bexTiBHan £03a MpPOrnUKema Ha MOMEHT NOCTIEAHEro OCMOTPa (MI/KF

35 o Mean
1 2 [] MeansSE
[pynnbl NauMeHTos T Means1.96"SE

Pucynok 7. CpaBHuTe/bHBIH aHaMu3 3(ppeKTUBHOI 103b1 Hazokcuaa HA MOMEHT MOC/IeIHEr0
0CMOTpa y JeTeil ¢ iBJIeHUusAMHU runeprpuxosa (rp 1) u 6e3 rakosoro (rp 2)

IMauuentsl ¢ JI3/] pe3sncreHTHBIM TeueHueM (N=59).

Cpenu manueHToB, HCXOIHO MOTYYaBIIUX OKTpeoTu ] (n=11), mpu JuHAMHYECKOM HAOIIOACHUN
8 (72,7%) coxpaHSIOT MOTPEOHOCTH B TEPATUH, U3 HUX 4 TIEPEBEICHBI HAa AaHAJIOTH MTPOJIOHTUPOBAHHOTO
neiictBus. JIBoe gereli KOMIEHCHpOBaHBI Ha (hOHE TUETOTEpanuu, Y OJHOro pedeHka B 2 Mec
KOHCTaTHpOBaHa CIIOHTaHHAs peMHCCHs 3a00JI€BaHMUS.

boutn mpoananu3upoBaHbl 1MoOouHbBIe APEeKTh NpuMeHeHus aHaimoro ComartoctaTuHa. B
aHanu3 ObUTM BKIIIOYEHB! 11 TWanueHTOB, JUIMTENbHO monydaronux Tepanuio Oxrpeotumom. Ilo
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pe3yibTaTaM aHalaMu3a HauboJiee 4acTO OTMEUAINCh SBJICHUS AUCHENICUU. 3HAUUMOH 3aIepKKH pocTa y
00CIIeZIOBaHHBIX MAIIMEHTOB BBISBICHO HE OBLIO, OJHAKO, CTOUT OTMETUTH, YTO HA MOMEHT ITOCIICTHETr0
BU3HTA, CKOPOCTh POCTa B cpeaHeM cocTaBmia Munyc 1 SD (Tab 28).

Tab6auua 28. CniekTp no604HbIX 3¢ PeKkToB INTEAbHOI Tepanuu OxkTpeornaom (n=11)

[TponomxkutenbHOCTh Tepanuu OKTpeoTHIOM (Mec) 23 [12-26]

Me [Q1-Q3]

Jlo3a okTpeoruna (Mkr/kr/cyt) Cp£SD 8,32+3,84

SDS pocra Ha MoMeHT nociieanero ocmorpa Me [Q1-Q3] 0,11 [-0,86 - +0,77]
SDS ckopocTr pocta Ha MOMEHT TociaeaHero ocmorpa Me [Q1-Q3] | -1 [-1,35 - +0,25]
3anepxkka pocta (SDS pocra menee 2) 0

Jlucrienicust 6 (54,5%)
Crearoppest 4 (36,3%)
XKenuekameHnHas 601€3Hb 1

Xouecras 0

B xone nunamudeckoro HaOMIOAeHUS 6 MAIMEHTOB OBLIM MEpeBECHBI Ha TEPAHI0 aHAIOTaMU
COMAaTOCTAaTHHA MpoJoHrupoBaHHOro neictBus (Comarynun Aytoxens). B Tpex ciydasx o Havana
nedenuss ComMaTynuHOM OBLIO MPOBEIEHO OMepaTUBHOE JjeueHue (pesekuus 95% mnomkenyqouHoil
xkenesnl y 1 pebenka, pezekius 80% MoHKeTyTI09HOH JKeJe3bl Y 2X JIeTei).

CraproBas no3a CoMaTynnHa y BCeX MAIlMEHTOB, HE3aBUCUMO OT MCXOJHOM J03bl OKTPEOTHAA,
BO3pacTa W Beca, coctaBmwia 30 mr/mec. [lanmpHelmas KOppeKIHs MPOBOIMIACH MO pe3yjbTaTaM
[JIMKEMHYECKOro  Mpoduisi, NpPOBEICHHS KOHTPOJIBHBIX T'OPMOHAIBHBIX TecTOB. (CHOBHBIE
XapaKTEPUCTHKH MAIlIEHTOB, OTYYAIONNX Tepanuio aHaoramMmu CoMaTocTaTiHa MPOJIOHTHPOBAHHOTO
JeHCTBUS IpUBeAeHbI HIbKE B Tabnuiie (Tabauma 29).

Tabauua 29. OcHOBHbIE XAPAKTEPUCTHKU NALNMUEHTOB, MOJYYAIOIIHX TePanui0 aHAJOraMH

ComarocTaTHHa NPOJIOHTMPOBAHHOIO JeiicTBUsA (n=6)
Bospact Ha momeHt Hauana tepanuun ComatyiuaoMm | 9,5 [5-16] (4-54)
(mec) Me [Q1-Q3] (MHHEMYM — MaKCUMYM)
Jlo3a okTpeoTH1a Ha MOMEHT IepeBoja Ha coMaTyiuH, | 8,78+4,52
Mmkr/kr/cytr. CpxSD
D¢ dextuBHas no3za ComaTynuHa, Mr/mec 50+12,24 (30-60)
CpzSD, (MUHUMYM — MaKCUMYM)
[Tpo1o/mKUTENBHOCTL Tepanuu coMaTynuHoM (mec) Me | 13 [6-18] (2-24)

[Q1-Q3] (MUHUMYM — MaKCHMYyM)

SDS pocra /10 Tepanuu coMaTyJInHOM 0,8 [0,16-2,05]

Me [Q1-Q3]

SDS pocra Ha (hoHE Tepanuy COMaTyIMHOM 0,13 [-1,25 - +0,77]
Me [Q1-Q3]

SDS U®PI na done Tepanun CoMaTyaTuHOM 0,1[-0,7 - +1,1]
Me [Q1-Q3]

IIpu cpaBuenun SDS pocTa y manueHTOB O Hayaja Tepaldyd cOMaTyJIMHOM M Ha (oHe ero
NPUMEHEHHS 3HAYMMOM CTATUCTUYECKOM pa3HMIIbI BBIsIBICHO He Obu1o (p=0,34) (PucyHOK )
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SDS pocTa [0 Ha3Ha4YeHWA aHanoros COMaToCTaTMHa NPONOHIMPOBAHHOTO AECTBMA U Ha IOHE UX NPUMEHEHUA

: T p=0,34

o Median
iy [ 25%-75%
SDS Ao comarynuta SDS pocta T Min-Max

Pucynok 8. CpaBuurtenbHblii anaau3 SDS pocra y nanueHToB 10 Hayaja Tepanuu U Ha (oHe
Tepanuu CoMmatyJuHOM (n=6)

IHaumeHnTsl, NepeHecIIne XUPYPruyeckoe jJeyenue no nosoay BI'U.

Bcero xupypruueckoe sieuenue Obuio npoBefeHo 59 nauuentam (27,4%). W3 Hux B rpynmy
OTJIaJICHHbIX HaOmoaeHui BkitoueH 41 peGeHok: M3 HuUX y 24 Obula mpoBeleHa cyOToTajabHas
naHkpeardkToMus (75-98%), y 17 BelnonHEHa 4acTU4HAs PE3EKUUS IOJKENYIO0YHOM >Kele3bl IO
noBoy ¢oxkanbHas dopmbl BI'. Mennana npo1oyKuTeIbHOCTH HAOMIOICHUH 32 MallMeHTaMu 1OCIie
XUpypruveckoro jeueHus cocrtaBmia 17 mec [Q1-Q3 11-48] (mun 2 — make 130), Mmennana Bo3pacra Ha
MOMEHT nocneanero Buzuta - 1,87 ner [Q1-Q3 1,25-3,5] (mun 0,4 — makc 11). Mcxoas! onepanuii
npuBeeHbI Hke B Tabsmie (Tao 30).

Tab6auua 30. Pe3yabTarhl onepaTuBHOrO Jieyenus (n=41)

Cy0OToTtanbHas YactuuHass  pe3ekius
MAHKPEATIKTOMHSI npu GokansHON (opme
n 24 17
[MpomomkuTenbHOCTs Habmomenus (mec), | 29,5 [11,5-59] (2-130) 15 [9-33] (4-70)
Me [Q1-Q3] (min-max)
Bospacr Ha MOMEHT nmocaenuero | 2,45 [1,19-5] (0,4-11) 1,75 [1,25-3,0] (0,75-
oocnenosanwus (1), Me [Q1-Q3] (min-max) 4,58)
[Mepcucrenmus runoriukemuyeckoro | 9 (37,5%) -

cunapoma, N (%)

[MotpebHOCT, B UWHCyaMHOCTaTHYecKoi | 4 (16,6%) -
tepanu, N (%)

Caxapubiii  gmaber, morpebHocth B | 11 (45,83%) -
uHcynuHoTepanuu, N(%)

He wyxnmatorcs B MeaukamenTto3Hoi | 4 (16,6%) 17 (100%)
tepanuu/ muerorepanuu, N(%)
DK30KpUHHAS HEJTOCTATOYHOCTH, N(%0) 24 (100%) 3 (17,65%)

[Tocne mpoBeeHust CyOTOTABHBIX MAHKPEATIKTOMUM B 45,8% 0TMEUanoch pa3BUTHE CaXapHOTO
nuabera (MeauaHa TPOJODKUTENBHOCTH HaOmomeHuit cocraBmwia 13 mec), B 37,5% cinydaeB
COXPAHSUIUChH PEIUANBUPYIOIINE TUIIOTTUKEMUHN (MeIuaHa MPOI0JKUTEIHOCTH HabmoaeHuit 35 mMec).

VY mNainuMeHToB, MEPEHECHIMX YACTUYHBIE PE3EKIUU MOKETYTOYHON Kele3bl IO IMOBOIY
doxanpHbIX GopMm BI'U, periuanBoB rUNOTTMKEMHI WM Pa3BUTUSI HHCYJIMHOBOW HEAOCTATOYHOCTH Ha
MOMEHT TOCJICHETO 0YePEIHOT0 00CICIOBAHUS HE BBISIBIICHO.
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HeBpoJioruyeckue 0c10:KHeHHSA

B xoe oTnanieHHBIX HAOIOIEHUH BCEM JIETSM MPOBOAMIOCH KOMILIEKCHOE HEBPOJIOTUYECKOE
oOcienoBaHue, BKJIIOYABIIEe B ce0si OCMOTP HEBPOJIOra C OIEHKOH CTENEeHU MCUXOMOTOPHOTO H
peueBoro paszsutus (n=153), 29I (n=140), MPT ronoBuoro mo3ra (n=84), ocmoTp odraipmosnora
(n=153). JlonoaHuTenbHO 44 AeTSM W3 JaHHOM IpyIbl OblIa MPOBEICHA JCTATU3UPOBAHHAS OLICHKA
CTEINEHHU Pa3BUTHS MO CTaHapTU3UpoBaHHbIM mikanaM (bainmu-11I mis nereit muamme 2x sner, DP-111
JUISL IETEH cTapiie 2X JIeT).

Jlist aHanuv3a TaHHBIX MCHOJb30BAIUCH PE3YIbTaThl, MOJYYSHHBIC MIPU MOCIETHEM OUYEPEIHOM
ocMoTpe HeBposiora (Mennana Bo3pacTa Ha MOMEHT IMOCIEAHEH KOHCYNbTAallMM cocTaBuia 2,85 ner
[1,25-5], min-max 0,125-16).

3azepkKka MCUXOMOTOPHOI'O Pa3BUTHUSL Pa3HOW CTENEHU TKECTHM oTMedanach y 78 u3 153
nanuenToB (50,9%), nanuuue snunencun y 39 nauueHTos (25,4%), sBIeHUs] ONITUYECKOW HeUponaTuu
y 39 nereit (25,4%), dopmupoBanue cunapoma JLII y 21 pebenka (13,7%), mukpouedanus - 47
nanuentos (30,7%).

[To cTenenu HEBPOIOTHUECKOTO AePUIIUTA AETU C 3aACPKKON pa3BUTHS ObLIM pa3iencHbl Ha 3
TPYIIIBL:

1. nerkas cTeneHb 3aJlepKKH: IMPHU Bo3pacTe oOcieloBaHUs cTapiie 3X JieT - 00yJaroTcs Mo

MacCOBOH IMPOTpaMMe, HO UMEIOT CIIOKHOCTH B O0YUICHHH W/WJIH CHHIPOM TUTICPAKTHBHOCTH
W/WIM TIOKa3aTely pa3BUTHS MO Ikaie baiinu Huxke cpeHero; mpu Bo3pacTe o0Cie10BaHus
Miaame 3X JIeT — UMEIOT TEMIIOBYIO 3aJICP)KKY Pa3BUTHSI W/ TOKA3aTEIM PA3BUTHSI 110
mKane boiinu  Huke cpeaHero; NpH  HAIMYMM  OMHIENCHH — KOMIICHCHPOBAHbI
MEIUKaMEeHTO3HO, He umeroT JLIIT.

2. CpeImHel CTEeNEeHU TSDKECTH: OOYydYaroTCs B KOPPEKIMOHHOM IIKOJIE /WM UMEIOT HHU3KHE
rmokasareiu 1o mkane baiinu n/um umerot 6oitee 1 cocrapistomero (anwercuto, JJLTT wmu
HapyIIeHUEe 3peHus);

3. TsDKelas CTeICHb: UMEIOT 2 M OoJiee COCTaABJIAIOIINX U HU3KHUEC IMOKA3aTCJIN 110 IIKAJIC BBﬁHH,
€CJIM UCCJIICAOBAHUC ITPOBOANIIOCH

OcHOBHbBIE TIOKa3aTeJIM TPYMI MALKUEHTOB C 3aJEpP>KKOW pa3BUTUS IPU PACHPEICICHUU IO
CTETCHU TSDKECTH HEBPOJIOTHUYECKOTo Aeduitnra npuseacHsl Huke (Tab 31).
Taoauma 31. XapakTepucTHKH NAIMEHTOB C 3aJ€P:KKOH Pa3BUTHSI NMPHU pacnpeneeHUu To
CTENEHN THAKECTH HEBPOJIOrH4ecKoro Aedunura (n=78)

I'pynna 1 I'pynmna 2 I'pynmna 3
n 33 20 25
Bospact Ha MOMEHT MOCIIEHETO 2,45 [1,5-5] 4 [1,4-6] 3[1,5-4,9]
oOcnenoBaHus (T) (0,25-11) (0,75-15) (0,5-9)
Me [25-75%] (Min-max)
[TponomkutensHOCTh HAOMIOACHUS (Mec) | 18,5 [8-47] 24 [12-53] 22 [10-48]
Me [25-75%] (Min-max) 2-130 9-186 3-96
Onunencus, N 4/33 11/20 24/25
Cungpom AT, n - 6/20 15/25
Onruueckast HeHponarus, N 3/33 20/20 22/25
Muxkpouedanus, n 12/33 10/20 20/25

AHajm3 (aKTOPOB PHCKA HEBPOJIOTHYECKHUX OCJI0KHeHU y nanueHTos ¢ BI'U.

C 1enbio BBISIBUTH OCHOBHBIE (hPaKTOPBI PUCKA PA3BUTHS HEBPOJIOTHYECKUX OCJIOKHEHUH, ObLIH
MIPOAHAIU3UPOBAHbl OCHOBHBIE AHAMHECTUYECKHE M  KIMHHYECKHE XapaKTePUCTHKU NAIlEHTOB C
3ajepxkKoil pa3BuTus (n=78) U ¢ HOpMabHbIM pazButueM (N=75). [lo pe3ynbTaTaM MPOBEACHHOTO
aHayiM3a ObLIO BBISBJICHO, YTO ()aKTOpaMU, HETaTUBHO BIUSIOUIMMH Ha Pa3BUTHE HEBPOJOTHUYECKHUX
OCJIOXKHEHUH, ABIAIOTCS paHHss MaHupectauus BI'M u Hanuume CUMITOMAaTHYECKOM THITOTIIMKEMHUHU B
nebrore 3aboneBanus (Cy10pord, KoMa, arHo?).
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VYuureiBas TOT (akT, YTO HEOHATaJIbHAsA MaHU(ECTaIUs SBISETCS HE3aBUCUMbBIM (aKTOpOM,
BIIMSIOIIMM Ha Pa3BUTUE HEBPOJOTHUUECKUX OCIOKHEHUM, MbI POAHATU3UPOBAIIN MOTEHIIUATBHBIE
(dakTopsl pucka y nanueHToB ¢ aeorotom BI'M B nepBrie 1uu xu3an (n=92). [1o pe3ynapTaTaM aHaauza
ObLi1a BBISIBJICHA 3HAaUYMMasl pa3HuIla B Bo3pacTte Havasa Tepanuu BI'U (uem mo3sxe, TeM BhIIIE pUCK
HeBpostorudeckoro aeduiura) (Puc 9). Bo3pact moctaHoBkM nuarHosa B rpynie 0e3 0CI0KHEHUH
ObLT HUKE, OJIHAKO, CTATUCTUYCCKU He oTiudancs (Ta6 32).

Taoauna 32. OcHOBHbIE AHAMHECTHYECKHE XaPAKTEPUCTHKH NMANIMEHTOB € 32/1ePKKOIl pa3BUTHS
u 0e3 TaKOBOIi Npu HeoHaTaabHOM Je0Te BI'U.

Hetu ¢ 3apepxkon Jletn 6e3 oTcTaBaHusi B | p
pa3BUTHUSA pa3BUTUU
n=54 n=38
Bospact Ha momenT nocneanero | 2,45 [1,25-5] (0,25-15) 1,08 [0,66-2,9] (0,125- | 0,57
obcnenoBanus (1), Me [Q1-Q3] 7)
(min-max
IepunaransHbiii ctpecc, N (%) | 18 (23,07%) 17 (22,6%) 0,87
Bospacr nocranosku auaruosa | 0,85 [0,5-2] 0,5 [0,25-1] 0,06
BI'U (mec), Me [Q1-Q3]
Bospact Havaia 1,51[0,7-4] 0,75[0,4-1] 0,01
crienupuIecKor Tepanuu (Mec),
Me [Q1-Q3]
MaumreHTbl ¢ HeoHaTanbHon MaHudecTauven BN
10
8
5 6
t
g p=0,01
2
[ o ]
0

i 2 O Median
3a/epkka MCUXOMOTOPHOTO Pa3BUTUSI [0 25%-75%

Pucynok 9. Bozpact Hayana cneuuduyeckoii Tepanum y nanueHToB ¢ 3agepxkoii [IMP (rp 1) u
¢ HOPMAJILHBIM pa3BuTHEM (TP 2)

HpI/I AHAJIN3€ OCHOBHBIX aHAMHECTUUYCCKUX, KIIMHNYCCKUX U TCHECTHYCCKUX XapPaKTECPHUCTUK
MNaluECHTOB C pa3J'II/I‘-IHOI7I CTCIICHBIO HCBPOJIOTUYCCKOT O ,Z[C(I)I/I]_[I/ITa OBLIO OTMCYCHO, YTO B I'pyHIic €
TSKENOH CTEIIEHbBIO 3aACPKKHU pa3BUTUA CYHICCTBEHHO YalllC pEruCTpUPOBAIINCE CUMIITOMAaTUYCCKUEC
THUIIOTJIMKCMHUHA B daHAMHE3EC, B TO BPCMS KaK CyuIGCTBCHHOﬁ pa3HUIbI B TCHOTUIIC BBISABIICHO HC OBLIIO.
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BbIBO/IbI
Bpoxnennelii  runepuncynuHusMm  (BI'M)  xapakTtepusyeTcst  TSKENIbIM — TEUYEHUEM
TUINOTIMKEMHYECKOro cuuapoma. [lo3nHsAs nuarHoCTMKAa M HeaJeKBaTHAas Tepamusi 3TOro
COCTOSIHHS TIPUBOJAT K MHBAJIMIU3ALUM NAaUUEeHTOB. Yucino HOBBIX ciydaeB BI'M HeykiOHHO
pacteT u 1o AaHHBIM 3a 2015-2017 rr. nepBuyHas 3aboneBaemocth BI'M B P® cocraBuia
1:50638 xUBBIX HOBOPOXKACHHBIX.
bonee, yem B nonosune ciydaeB BI'U (61,4%) runornukemMuyeckuii CHHIPOM MaHU(eCTUPOBa
B IIEPBYIO HEJIEIIO KU3HU (MEe/IMaHa BO3pacTa Ha MOMEHT Ae0roTa - 3-u CyTKH )Ku3HuU). [Ipu aToM
MeJMaHa BO3pacTa Ha MOMEHT IOCTaHOBKHU JIMarHo3a cocTaBmwia 1 mec, a MenuaHa BO3pacTa
Hauasia crenn(uyeckoi Tepanus - 2 Mec )KU3HH.
Knunnueckas kaptuna BI'U xapakrepusyercst HecneliupuIHBIMU CHMITOMAMU TUIIOTJIMKEMUH,
TaKUMH Kak BsI0CTh (45%), runopeduiekcust (31,2%), 6eciokorictBo (23,2%), Tpemop (17,2%),
C OBICTPBIM DPa3BUTHUEM TSHKENOM HEMpOTIMKONEHWU B Buae cynopor (68,4%), yrueteHus
cosHanus (41,8%), siBinennii anHod (32,5%) u runoriukemMudeckoit komsl (8,4%).
Heonaranpubiii  nebtor BI'M  xapaktepusyercs  Haubosee  TSKEIbIM — TEUYEHUEM
TUTIOTIMKEMHYECKOTO CHHIpOMa, B 95,5 % ciydaeB oTMedaeTcsi MOTpeOHOCTh B HEMPEPHIBHON
uH(py3un OONBIIMX OOBEMOB BBICOKOKOHIIEHTPUPOBAHHBIX PACTBOPOB IIIIOKO3bI (B CPEeIHEM
CKOPOCTh YTHJIM3AIIMH B/B BBOJUMOW TIIFOKO3bI coctamisier 10,6+4,4 Mr/kr/mMuH). AHemus,
TUIONPOTENHEMUS. U MHPEKIUU SBISIOTCS PACIPOCTPAHEHHBIMU OCIIOKHEHUSMU JJIUTEIBHON
WHQY3MOHHON Teparuu TIIOKO3bl M ObUIM BbIIBIEHBI Yy 93,3%, 56,6% u 50% manueHTOB
COOTBETCTBEHHO.
B 57,5% cnyuyaeB ycraHoBieHa reHeruueckas npuunHa BI'M: naubonee wacto (B 43,7%
ciy4yaeB) ObUTH BBISBJICHBI MyTaluu reHoB Kanuenbix kananoB (KCNJ11, ABCCS8), B 5,6% —
myrtanuu B reHe GLUDL, apyrue renermueckue Bapuantbl (Myrauuu renos GCK, HADH,
HNF4A, cunapomanbHble GOpMbl) BCTpedalnuch kpaiiHe peako (He Oonee 3%). BpisBieHs
TeHOTUI-(PEHOTUITNYECKUE KOPPEISIIMN — MyTallUl T'€HOB KAJIMEBBIX KaHAJIOB aCCOLIMMPOBAHbI
C paHHel MaHudecTanuel u Hanboee TSHKEeNbIM TeYCHHEM TUIIOTIIMKEMUYECKOT0 CHHAPOMA.
Bcero B reHax kaJIueBBIX KaHAJIOB BBISIBJICHO 83 MaTOTe€HHBIX BapuaHTa, 33 U3 KOTOPHIX paHee B
MHUpPOBOI JuTepaType He omnucanbl. (OTMeueHa BbIpa)KEHHas T'€TEPOT€HHOCTh MEXaHHU3MOB
HACJICIOBAHUS MYTAIlUi, ONPEACIAIONINX MOP(OTOTHYECKHUI BapUaHT 3a00JIEBaHUS U TAKTUKY
JICYCHMUS.
O¢dekT oT Tepanuu TUA30KCHIAOM TOCTHUTHYT B 65,4% cinydaeB. BrisiBIeHa q0oCTOBEpHas
pa3HMIIa B KJIMHUYECKUX W TEHETHMYECKUX XapaKTepUCTUKAaX y MAIMEHTOB C JAHA30KCH]I-
YYBCTBUTEIBHBIM U JTUA30KCHI-PE3UCTCHTHBIM TEUEHHWEM. PE3UCTEHTHOCTh K Tepanuu
aCCOIIMMPOBAaHA C PAHHUM J€0I0TOM, BBICOKOW MOTPEOHOCTHIO B MH(Y3UU TIHOKO3bI, BHICOKOH
YacTOTOM MyTallMid B TEHaX KaJIMEBBIX KAHAJOB U XapaKTepHAa MPEUMYIIECTBEHHO IS
¢doxkanpubIX popm BI'U.
ITokazaHa BeIcokas nHpopmatuBHOCTE [TIT/KT ¢ BFJODA: coBnanenye pagronorndeckoro 1
Moponoruueckoro auarno3oB otmedeHo B 100% crnydaeB npu [1DT-kaprune nuddysnoit
dopmel, U B 88,5% ciyuaes npu [19T-kaptune ¢poxanbHoit popmel. Ilo pesynabraram [IDT/KT
¢ BFJODA npu nuasoxcua-pesucTeHTHOM TedeHud BI'M dokanbHble (OpPMbI BHISBICHBI B
57,8% cnyuaes, a nuddysnsie B 42,2%, Toraa Kak Ipu TUA30KCUI-UyBCTBUTEIILHOM TCUCHUU B
100% BeisiBeHa quddysHas Gopma 3aboneBanus. Takum odpazom, npoeaeHue [IIT/KT npu
JTNA30KCUI-YyBCTBUTEILHOM TEUCHHH MOKHO CUUTATh HEIeIeCOOOpa3HBIM.
Cpenu panHuX MOOOYHBIX A((PEKTOB nHUa30KcHaa Hanboee YacTO BBISBISIIUCH JUCIICTICHS
(42,8%) u 3amepxka xuakoctu (32,8%). OCHOBHBIM MOOOYHBIM 3(H(HEKTOM TUTETHEHOTO
NPUMEHEHUs Jua3oKcuaa sBisiercs runeptpuxo3 (57,6%), KOTOpPBIM HOCUT J10303aBHCMBbIN
Xapaxrep.
OddexT oT Tepanuu aHajIoramMu coMaTOCTaTHHA AOCTUTHYT Yy 17% mauuentoB. Ilpumenenuun
peKMMa HENPEepPBIBHON TMOJAKOKHONH HH(Y3MH OKTPEOTHAAa TMO3BOJIWIO 3HAYMNMO CHHU3UTHh
MOTPeOHOCTH BO BHYTPUBEHHOU HH(Y3UH TITFOKO3HI (€ 6,8 10 5.15 Mr/kr/mMuH), a TakkKe 10OUTHCS
yYMEHbIIIEHUsT BapuadenpbHOCTH TiaukeMuu. [lokasana 3¢ (GeKTUBHOCTh MPUMEHEHUS aHAJIOTOB
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coMaToCTaTHHA TpoJioHTHpoBaHHOTO AcicTBUs (ComartynuH Ayrtoxenb) y gereit ¢ BI'U u
OTCYTCTBHE CEPbE3HBIX HEKEJIATECNbHBIX SIBJICHUMH.

11. 'V neteii ¢ pokanpabiMu hopmamu BI'M yacTuvHas pe3eKIys Mo HKeTyI09HOM JKele3bl IPUBEIIa
K MOJIHOMY BbI31opoBiieHuto B 100% ciydaes, Toraa Kak B ciay4asx ¢ JudQy3HbIMH GopMaMu
OpU MPOBEACHUU JaXke CYOTOTanbHbIX pe3ekiuil (95% u Oonee o0bema MOHKENYIOUHOM
ene3bl) B 37% oTMeyanach MEPCUCTEHIMS THUIOTIMKEMUYECKOro cuHapoma, B 46% -
caxapHblii quadet u nuiib B 17% TOCTUTHYTa PEMUCCHUS.

12. 3anep:kka NICHXOMOTOPHOTO Pa3BUTHSA BhIsiBIEeHA B 50,9% cirydaes. Tspkenblil HEBPOJIOTHYECKUN
JneUIUT ¢ MTHBATUAN3alUeH TallueHTOB oTMeueH y 16,3% obOcnenoBaHHbIX AeTeil. OCHOBHBIMU
dakropaMy, BIHSIOIMIMMUA HAa PA3BUTHE HEBPOJIOTUYECKUX  OCIIOKHCHUM,  SIBISIFOTCS
HeoHartaibHas MaHudecranus BI'M, moznnee Hawano crenupuyeckoil Tepanuu U HaIUYUE
MOBTOPHBIX CUMIITOMATHYECKUX TUTIOTIIMKEMUH B 1e00TE 3a00ICBaHUS.

ITPAKTUYECKHUE PEKOMEH/JALIUHN

PexoMeHganuy mo ITMarHoCTHUKE U COMMPOBOKACHUIO MANHCHTOB ¢ HECOHATAJIbHBIM I[eﬁlOTOM
BPOKICHHOI'0 TMIIEPUHCYJIUHUA3MA.

1. HpI/I HAJIMYUU CHMIITOMATHYECKOH HEOHATaJIbHOW T'HITONTIMKEMHMH W/UIA BBICOKOMH CKOpPOCTH
YTWJIM3alUuW I'IFOKO3bI, PEKOMCHAOBAHO IMPOBOJWUTL T'OPMOHAJIBHOC 06CJI€[[OB21HI/I€ Ha OpeaMeT
BPOXKACHHOI'O T'NIICPUHCYIIMHNU3MA.

2. T'opmonanpHOE 00cnenoBaHre HEOOXOIMMO TIPOBOJAUTE Ha (poHE 7a00PATOPHON THITOTIMKEMHUH
(menee 3,0 Mmmob/m).

3. Ilpu BbIBIEHUU BPOKIACHHOIO FMIIEPUHCYINHI3MA PEKOMEHA0BAHO IPOBOIUTH HEIPEPHIBHYIO
MH(QY3MOHHYIO TEpalui0 PacTBOPAMM IUIIOKO3bl B KOHILEHTpAalUU M 00beMe, NMpU KOTOPBIX
yJlaeTcs 10CTUYb CTOMKOM yTrIuKeMuH (BbIIe 3,5 MMOJIB/IT), @ TAaKXKe B MAKCUMAJIbHO KOPOTKHE
CPOKH HHULMUPOBATH CHELMPUUECKYI0 HHCYINHOCTaTUYECKYIO TEpAIHIo.

AJITOPUTM JieYeHH s MAIUEHTOB ¢ BPOKACHHbIM IMIIEPUHCYJIUHAZMOM C Y4€TOM KJIMHHUYECKUX U
reHeTHYeCKHX 0COOEHHOCTEN.

1. Ha nepBom sTame pekoMeHJOBaHO NpoBeAcHHE NMPoObl ¢ Jlmaszokcmaom. CraproBas 1103a
npenapata cocrtaBiger S5 wmr/kr/cyr. Ilpu orcyrctBum sddexta B TedeHue 2-3 gHEH
PEKOMEH/I0BaHO JaJIbHEWIIee MOBBIIEHUE J03bl /0 MaKCHUMallbHOM TepaneBTuuyeckoil (15
mr/kr/cyt). KoHcTaTHpoBaTh pe3UCTEHTHOCTh K JlMa3zokcuay BO3MOXHO TOJIBKO IIOCIE
IIPUMEHEHNs €ro B TedyeHue MuHUMyM 5 nHed. Ilpm mumnmanmm tepanuu Jlnazoxcuaom
PEKOMEHI0BaHO OIHOBPEMEHHOE HazHaueHue [ uapoxiopruasuaa us pacuera 2-5 MI/kr/cyT noj
KOHTpPOJIEM JINYPE3a U JIEKTPOIUTOB KpoBU. [IpoTHBONOKa3aHneM K Ha3HaYeHUIO J(na3okcuaa
ABISAIOTCS OonbIie 00beMbl nH(py3uun (6onee 100 MI/KT/cyT) U HEMEPEHOCUMOCTh Tpernapara.

2. B_cayuyae orcyrcTBusi d(deKTa OT MaKCHMAIBHBIX TepaleBTHYeCKuX 103 [lnaszokcuia,
PEKOMEHIOBAaHO HayaTth Tepanuio OKTPeoTHIOM B CTapTOBOM 03¢ 3 MKI/KI/CYT. MpHU
HEOOXOIMMOCTH 71032 MOKET OBITh yBennueHa 10 30 MKI/Kr/cyT. YUWTHIBas BHICOKUE PUCKH
pa3BUTUS TaxUPUIAKCHH, TPOJOJDKUTEILHOCTh HAOMIOJEHUS 3a TAIlMeHTOM B CIydyae
JToCTIKeHHS 2 (deKTa T0KHA COCTABIATh HE MEHee 5 THeH.

3. Bcem mamumentam ¢ JA3/I-pe3ucTeHTHBIM _TeueHneM BI'M, moka3aHo mnpoBeaeHne
MOJIEKVJISIPHO-TEHETHYECKOT0 00CIe/I0BAHNSA.




37

[Ipu BBISBIECHUW TETEPO3UTOTHBIX ayTOCOMHO-perieccuBHBIX MyTtaruii B reHax KCNJ11l wmm
ABCCS, a takxe B cirydae oTCyTcTBUs MyTanwmii, mokazano rnposenenue IIIT/KT ¢ 18F IODA.

ITpu Hammuum IIOT-npusHakoB ¢okanbHON (GOPMBI, PEKOMEHIOBAHO IPOBEJIECHUE
XMPYPIrUYeCcKOro JieYeHWsl - JIMMUTUPOBAHHOW pesekuun obisactu  «dokyca». B
IIOCJICONIEPALIMOHHOM MEPUOIE HEOOXOIUMO MPOBEICHUE KOHTPOJILHOIO 00C/1e/I0BAHUS IS
HNOATBEPXKIEHUST  KypaOelIbHOCTH  ONEpaTUBHOIO  BMemiarenbcTBa. llpu  orcyrcrBum
NEPCUCTEHIIMM  OPraHMYECKOro  TUMEPUHCYJIMHU3MA, B  JajbHEWIIEM  HaOMIOJICHUH
SHJOKPHHOJIOTa NALUEHT He Hykpaaercd. I[lokazaHo HaOIrOfeHME TacTPO3HTEPOIOra U
HEBPOJIOTa.

ITpu wanmwuuu [I9T-npusnakoB auddy3Hoii GopMbl W/ BBIIBICHHA TOMO3UTOTHBIX WIIN
KOMITAyHJIHBIX TeTepo3uroTHeix Mytanuii B reHax KATP wmu reme GCK, pexkomennoBan
AaJbHEH NI _10100p MHCYJIHHOCTATHYECKOH Tepanmuu _(TmoBbIeHHe 10361 OKTpeoTuia,
nepeBoj Ha JlaHpeoTu 1, BO3MOXHO pacCMOTPETh BOMPOC O HazHauyeHUU HHruOutopoB MTOP).

B cryuae poka3annoii papmaxopesucrentnoctu auddysnoii popmer BI'U, pexomennoBano
MIPOBE/ICHUE ONEPATHBHOTO JICUCHUS — CYOTOTATbHOM MAHKPEATIKTOMHN B 00beMe 70-98%
PE3EKIMH MTOJIKENTYI0UHOM JKeTie3bl. B mocieonepaiinioHHOM nepuojie He00X0IMMO PETYIIsIpHOE
JUHAMUYECKOe HaOJI0JIEHHE S3HJOKPUHOJIOIa /s OLEHKH (YHKIMOHAJIBHOW AaKTMBHOCTHU
MOJKEITYI0YHOM JKeJIe3bl U oA0opa Tepanuu. Takxke oka3aHo Ha3HaueHHE PepMEHTOTEpAIuU
¥ Ha0JII0/IeHHE IacTPO’HTEPOIIOTA.

[Tpu A3/1-uyBcrBUTeabHOM TeuyeHun BI'M mnpoBeneHue MoOJEKyJISpPHO-TEHETUUECKOTO
00cIIeZIoOBaHUST MOKET OBbITh 11€71€CO00pa3HbIM JJIsi KOPPEKIHMU Tepanuu (HU3KONPOTEMHOBAsS
nuera npu Hamuuuu Mmyrtanuii B renax GLUD1, HADH), mporHo3upoBaHusl TeYeHHS
3a0oseBaHus (PUCKU KOHBEPCUU B CaXapHbIil 1MabeT MpH BBISIBICHUH ayTOCOMHO-0MHUHAHTHBIX
myrtanmii B rene ABCC8, HNF4A, TpaHsuTtopHOE TeYeHHME TpU OTCYTCTBHH MYTalldil U

CUHAPOMAJIbHBIX (I)OpMaX), a TaKK€ T'CHCTHYCCKOI'0 KOHCYJIIbTUPOBAHUSA POACTBCHHUKOB (PI/IC
10).

AJITOPUTM IMHAMHUYECKOro HaloaeHns 3a nanuentamu ¢ BI'U.

Junamuueckoe HaOIIOeHUE JOJIKHO TPOBOAUTCS:

o

o

o

He pexe 3 pa3 B roa B nepBble 12 mMecseB KU3HU
He pexe 2 pa3 B rox ot 12 no 36 Mec Ku3HH

He pexe 1 pa3a B 1,5 rona nocne 36 mec Ku3HU

Jlnramuyeckoe o0cae0BaHNE JOKHO BKIIIOYATh B CEOS:

o

Onesky 3¢ (eKTUBHOCTH MPOBOJUMOIO JieueHHs (J103a mpernapara, MepeHOCUMOCTh TeparuH,
HaJIMuue MOOOYHBIX 3PPEKTOB, CIIOHTAHHAS. PEMHCCHS)

OcMOTp HEBPOJIOTa C OLIEHKON IICUXOMOTOPHOI'O Pa3BUTHS

OCMOTp O(I)T&J'ILMO.HOF& Ha IpeaAMCT HAJTUYIHA SIBIICHUM OIITHYECKOM HCprOHElTHPI
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Pucynoxk 10. AnropuTm JiedyeHHs NAIHEHTOB C BPOKIEHHBIM IHNEPHHCYJINHIU3MOM C Y4eTOM
KJINHUYECKUX M FTeHeTHYECKUX 0COOCHHOCTEN.
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CHHUCOK COKPAIIIEHUI

BE-TODA - 8F-dmoopo-JI-muruapokciudeHnIaIaHuH
AJIT — anannHOBas TpaHCaMHHAa3a
ACT — acniaparuHoBasi TpaHCaMHHa3a
AKTT — anpeHOKOpTUKOTPOIHBINA TOPMOH
BI'U — BpOXA€HHBIN T'HIIEPUHCYIUHU3M
I'B — rectauoHHbII BO3pacT
I'T — runepuHCyIMHEMUYECKUE TUIIOTIIMKEMHUH
J3]1 — nnazokcug
JLIT — nerckuit iepeOpanbHBINA Mapainy
NI'X - IMMYHOTMCTOXNMHYECKUE
N3CJl — nHCYTMH3aBUCUMBIN caxapHbIid quader
N®P1 — uncynunonono6usii pakrop pocra 1
MCKT — mysnbpTHCIIMpanbHas KOMIIbIOTEpHAs TOMOTpadus
HC]JI — HyKJ1€0THI-CBSI3BIBAIOIIHIA JOMCH
HH — HaanoyeuyHnKoBas HEAOCTATOYHOCTh
IDK — nokenynodnast xxenesa
IIMP — nncuxoMOTOpHOE pa3BUTHE
[19T — mo3UTPOHHO-3MHUCCUOHHAs TOMOTrpadust
TM/I — TpanHcMeMOpaHHBIN TOMEH
V3U — ynbTpa3ByKOBOE UCCIICIOBAHNE
[THC — ueHTtpasibHas HepBHas CUCTEMA
9XO-KT - sxokapauorpadus
30T - anexrposnuedanorpapus
KATP — AT®-3aBucumble KaaueBbIe KaHAJbI
SDS — ko3¢ urmeHT cTaHIapTHOrO OTKIOHEHHS



42



