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IHAIUEHT C AYTOUMMYHHBIM NNOJIUTJIAHAY JIAPHBIM CUHIAPOMOM 1
THUITA CKBO3b IIPU3MY BPEMEHUN

A.A. Yynposa!-?

I®I'BOY BO «Yurtunckas roCyIapCTBEHHAs MEIULIMHCKAs akaaemusn» Munsapasa Poccuu,
Ywura

Y3 «PXK-Meguuunay», Yura

AyTOMMMYHHBIH TOJIMIVIAHAYJISIPHBIA CHUHAPOM THUMA |1 - pEIKoe MOHOT€HHOE ayTOCOMHO-
pELIECCUBHOE  TSHKEJOE HHIOKPUHHOE 3a00JieBaHME, BBI3BAHHOE MYyTAallMsIMHU B TEHE
ayrouMMyHHOT0 peryisatopa(AIRE) nins koToporo xapakrepHa Kjiaccudeckasi Tpuaia: CiIu3ucTo-
KOXHBIN KaHJU/103, TUIIONapaTupeos3, NEPBUYHAs HAAIOYEUHUKOBAsI HEAOCTATOYHOCTb.

Martepuanbl u MeToabl: [IpencraBneH aHanu3 ciydas 3a00JeBaHUS MAUEHTA, COCTOSIIETO Ha
ydete y sHAokpuHosora B nonukiauHuke Nel UY3 «PXK/[-Menuuunay r.Yura.

PesyabTaThl: B Bo3pacTe 6 MecsleB y manyeHTa ObUl MPUCTYIT HEYKPOTUMOW PBOTHI, AUAPES,
pe3kasi c1aboCTh, MPEATNONIOKEHa MHIEeBasi TOKCUKOMH(EKINS, Janee aHaJOTHYHbIe MPUCTYIIBI
MOBTOPSUIMCH, KyIUPOBAIUCh caMocTosTenbHo. C 4 et npucoeauHunucsk cygoporu. C 7 ser
oOHapyKeH PEIUAUBUPYIOIINA KaHIUI03 B BIIC TOPAKCHHS HOT'TEH, CIIM3UCTOH MOIOCTH pTa. B
8 net Ha (poHe BBIpaKEHHOM CI1a00CTH, OTCYTCTBHS aIleTHTa, Cy0POT, )KEITYA0YHON 1 KUIIEYHOH
JUCHENICUHA TOCHUTAIU3UPOBAH B OTAEICHUE PEAHMMAlLlU, B CBS3M C Pa3BUTUEM KOMBI. B
CTallMOHape OTMEYEHO YCWJIEHUE MUIMEHTALUU KOXKH Ha TOJIEHSX, HAJIMUue KaHIu03a I0J0CTH
pTa. B OnoxumuueckoM aHaiamuse KpoBu: Kajuuid 5.4 MMoub/i1., HaTpuit 108 MMoutb/a1., kanbimii 0.74
MMOJIb/JI. Y CTAQHOBJICH JUAarHO3: ayTOMMMYHHBIH TOJWITIAHAYJIAPHBIA cuHApoM | Tuma.
IlepBuuHas HaAIOYEYHUKOBAsE HEJOCTATOYHOCTH. IlepBHUUHBIM runonaparupeo3. XpoOHUYECKUN
kauauno3. B 2016 rocnurtanu3upoBaH B OTHENEHUE JeTCKOW sHAOKpuHonorun OI'BY
"HanmoHanpHbplii MEIMLMHCKUA MCCIEA0BATENbCKUN LEHTP 3HIOKpHHONOruu" MuH3npasa
Poccun. B crammonape ckoppekTHpoBaHa no3a [‘mapokopruzona ao 20 Mr/cyT. YuuTsiBas
HaJIM4ue NEPBUYHON HAIIOYEYHUKOBOW HEJOCTATOUHOCTH U BBICOKOT'O YPOBHSI IPSIMOTO PEHHUHA
IUIa3Mbl, TOBTOpHO Ha3HadeH @myapokoptuson B po3ze 0,1 wmr/cyr. Ha ¢one mnpuema
Anpgakaneiuaoia B 103¢ 2 MKT B CyTKH OTMEYallaCh THUITOKAJIbIMEeMHus (KalbIUH albOyMHH
CKOPPEKTHPOBaHHBIN. 1,9 MMOJIB/N.), B CBSA3M C 4YeM, J103a IpenapaT yBeJIHueHa J0 3 MKI/CYT.
[IpoBegeHo MonekymsipHo-reHeTHUeckoe uccienoBanue reHa AIRE mertonom monmmepasHoii
LIENHOW peaklliy B peaJbHOM BPEMEHH, BBISBIEHA reTepo3urotHas myrauus p.R257X. ITauuent
HAXOJUTCS Ha TUCIIAHCEPHOM ydeTe B noiuknuHuke ¢ 2022 r. Ilpu oOcnenoBanuu obparaia Ha
ce0si BHIMaHUE BBIPAXKEHHAS TUIIEPKAIBLIEMUS 110 aTbOYMUH CKOPPEKTUPOBAHHOMY KaJIbLIUIO 2.8
MMOJIB/JI., B 3TOM BpeMsl MalMeHT NpuHUMan Ajnbdakansiuaon 3 Mkr/cyT., Kaneius Kap6onar
500 mr+Konekansiudepona 200 ME no 1 tab. yrpo, Beuep. Ha ¢pone nnurenbHoi nepepo3upoBKu
Anbdakanpiiona y MandeHTa BO3HMKIIA HayalbHas KaTapakTa MpaBOro rIJasza, He3peias
OCJIO’)KHEHHAs! KaTapakTa JIEBOT'0 IJ1a3a, MUKPOKAJIBIUHO3 MToueK. [lalMeHT peryisapHo mosy4daer
neyenue B "HauuoHanbHBIM MEIUUIMHCKUN MCCIIEIOBATEIbCKUM LEHTP HSHIOKPUHOIOTUU"
Munsapasa Poccun. lIpoBeneHO onepaTMBHOE JIEUEHHME KaTapakTsl. B HacTosiiee Bpems
nanuenty 24 roga, npuHuMaeT Anbgpakanpuuaona 1 Mkr ytpo, Beuep, Kamsius KapGonat 500
mr+Konekanbsiudepon 200 ME no 1 tab. yrpo, Beuep. @iyapokoptuzon 0.1 mr o 1 tad. yrpom,
I'unpokoptuzon 10 mr mo 1 tab. yrpo, 0,5 Tab. o6en, [Ipegauzomnon 5 mr mo 0,5 Tad. Bedep, Ha
¢doHe Tepanuu camMmo4dyBcTBHE yaoBieTBoputenbHoe, AJl 120/70 mm.pT.cT, Na 146.1 mmouns/n, K
4.25 MMouTb/1. XpOHUYECKUN KaHNI03 B TCUCHUE HECKOJIBKUX JIET BHE 000CTpeHUs. Y MalleHTa
MUKPOKAJIBIIMHO3 TOYEeK MO JaHHbIM Y3W, HO (yHKUIUS IMOYEK COXpaHEHAa, KpeaTHHHH 63
MMOJIb/11, ModeBHHa 7.1 Mmons/in., CKO(CKD-EPI) 133 mu/mun/1.73 m?

BoiBoabl: Hecmorpst Ha nae0roT 3a0oneBaHHMs BO BTOPOM IIOJIYTOJWMHM JKU3HH, Ojaromaps
3aMECTUTENIBHOM TEpAaNuy Ka4eCTBO KM3HU MAllUEHTA OCTAETCS] HA BHICOKOM YPOBHE.
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KJINMHUYECKHNHU CJIYYAN APTUOUIINAJIBHON T'MIOTI JINKEMUH ¥V
NAIIMEHTKH C CAXAPHBIM JJUABETOM 1 TUIIA

J1.C. UaHoBa!
THIL P® ®I'BY «HMUL] sunokpunonorun» Munsapasa Poccun, r. Mocksa.

AptudunmansHas TUNOTIMKeMHs (CHHAPOM MIOHXray3eHa), XapaKTepH3yeTcsl yMBIIIJICHHBIM
CHID)KEHHUEM YPOBHSI IVIFOKO3bl ITyTEM BBEJIEHUS MHCYJIMHA WIA IPUEMOM THUIOTIIMKEMHUYECKHX
npernapatoB  [1]. B ommume OT Apyrux CHMYJISITUBHBIX PacCTPOMCTB, JIHMAarHOCTUKA
MCKYCCTBEHHON THIOTJIMKEMUU TpeOyeT KOMIUIEKCHOTO MOJIXOAa, BKItodaromero anamus C-
MENTH/IA, UCIIOJIb30BAHUE CHCTEM AHAIM3aTOPOB C Pa3HOM UYBCTBUTEJIBHOCTBHIO K TOPMOHY, a
TaKXKe KayeCTBEHHYIO AETEKLHUIO TpernapaTa ¢ MOMOIIbIO BbICOKO3()()EKTUBHOM KHUIKOCTHOM
Xxpomarorpaduu C TaHAEMHOW MAacC-CHEKTPOMETpHEH. AKTHBHOE COTPYIHHUYECTBO MEXIY
KJIMHULIUCTAMA ¥ JTA0OpaTOPHBIMHU CIIEIUATUCTAMU KPUTHYECKH BAXKHO [UIS yCTAHOBIICHHS
IIPaBWJIBHOTO IMarHo3a.

[TanenTka 28 €T ¢ ATUTETHHBIM aHAMHE30M CaXapHOro auadeTa 1 Tuma nocTynuia B OTJAeNICHHE
C ’kajobaMM Ha SIHU30[bl YACThIX THIOTJIUKEMHA Ha 0a3uc-0OJIOCHONW WHCYJIMHOTEpAIuu
(MHCYNUH TIIyJNM3UH U3 pacyera mo yriaesogHomy koagduuuenty 0,5 En/XE nepen npuemamu
numy, uHeyiauH aeremup 3 Ex ytpom). PacnozHaBaHue IMIOINIMKEMMM COXPAHEHO TOJIBKO B
JTHEBHBIC Yachl. TsDKENbIe TUTIOTIMKEMUU C Je30pueHTanueil 6e3 morepu cosHanus ¢ 2021 r.
€KEMECSIYHO C BBI30BOM OpHUrajbl CKOPOM MEAMIMHCKOW MOMOIIM, THIOTTTUKEMHYECKas KOMa
04.01.2022 r. Jlerkue runoriaukeMuy OTMEYAeT €XXeIHEBHO, HECKOJIBKO pa3 B CyTKH. M3 mo3aHux
OCJIOKHEHUH caxapHOro nuadera y MalleHTKU: NpoiaudepaTHBHAS AUadeTHuYecKas peTHHOMATHS,
nnaberndeckas Hedpomarus (ctaaus C3aAx), auabeTudeckas AUCTaIbHAS MOJMHEHPONATUS U
aBTOHOMHas Helponarus (HapylleHHE paclo3HaBaHMs runorivkemui). Ilpu ocmorpe mHaekc
Maccel Tenma 29,7 kr/m? (u30biTouHas macca Tena). [lo JaHHBIM KIMHUKO-TA0OPaTOPHOTO
uccnenoBanus HbA lc 8,6%. MckimoueHna sHaoreHHas CeKpenus HHCYIMHa: 0a3zanbHbli C-nentua
0,01 ur/mn. BeinosHeHb! TOMOTHUATENIBHBIE TOPMOHATIbHBIE HccnenoBanus: UDP-1 85,82 ur/mn
(HM3KOHOpMAaJIbHBIE TIOKa3aTelld, HauOoJjiee BEPOSTHO, OOYCIOBJICHBI HAJIMYMEM CaXapHOTO
nuabeta 1 TUma U CHUO)KEHUEM noyeuHor ¢pyHkuuu [2,3], koptuzon 599,4 HMonb/a (MCKITIOYeHA
HAAMOYeUYHUKOBast HeqocTarouHocTh), TTT 2,21 MME/n (uckmrodueHa quchyHKIUS TIUTOBUIHON
JKEJIE3BI).

B oTznenennn oTMevanuch €XEIHEBHBIE SMU30/bI JIETKOW TUMOrIuKeMun 10 3 pa3 B cyTku. C
LIEJIBIO OTIPEJICNICHUS TeHe3a TUIOTIMKEMHUECKUX SBJICHUHN MpoBeaeHa Mpobda ¢ rojoaHueM Ha
(oHe OTMEHBI HHCYJIMHOTEpAIuH 3a 24 yaca 10 mpoOsl (OceqHIe UHBEKINH HHCYInHA 25.07.23
r.: B 8.00 - uacynun neremup 2 Ex, B 17.30 - uncynun rnynusut 2 En). [Ipo6a nayara 26.07.24
r. B 8.00, 3axonuena B 15.00 npu raukemun 3,7 MMOJIB/JI, B CBS3H C BBIPAKEHHBIM YXY/IICHUEM
CaMOYYBCTBHSI TAIUCHTKH: aJIOObl HAa TPEMOp, CIYTAaHHOCTh CO3HAHMS, 3aTOPMOMKEHHOCTb.
Uccnenosansl C-nenrtup - 0,01 ar/mi, unacynus - 0,02 mxE/Mn (Ha6op Roche), rnroko3a BeHO3HOM
kpoBu - 3,0 MMmonb/i1. B mocnmemyromieM ompeneieH ypOBeHb WHCYJIMHA TECT-CUCTEMOM
ARCHITECT Abbott (aHanoru 4einoBe4ecKOro MHCYJINHA), TOXYUYEH ABAKIBI MOJIO0KHUTEIbHBIN
pesyabrar - 108,7/112,6 MkME/mn. MetogoM TaHIEMHOH Macc-CIIEKTPOMETPUHU TPOBECH
Ka4yeCTBEHHBIN aHAJIN3, B pe3yJIbTaTe KOTOPOT0 ONpEeNICHO HAJMUUE B KPOBU aHAJIOTa HHCYJIMHA
— oOHapyXeH MHCYJIMH JleTeMup. Takum oOpa3oM, KIMHUKO-TabopaTOpHas KapTUHA paclieHeHa
KaK apTU(HUIMAIbHAS TUIIOTJIMKEMUS BCIICICTBIE BBEACHUS UHCYINHA eTeMHp. bonbHoN ObLI1O
pa3bsICHEHO, YTO HEaJEeKBATHOE BBEJCHHWE HMHCYJIMHA MOXKET TMPUBECTH HE TOJIBKO K
THITOTJIMKEMHYECKON KOME, HO U JIETATbHOMY UCXO/1y, PEKOMEHI0BaHA KOHCYJIbTAIUS IICHXUATpa.
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OO0cyxnenune: I'mnorimkeMusi y ManueHToB ¢ auabetoM 1 Tuma yacto BO3HHMKaeT Ha (oHE
IIPOBOAMMON HHCYJMHOTEpAlMM, IPUd YEM YacThleé pPELMAMBBI MOTYT YKa3blBaTb Ha
apTUUIMATIbHYI0 THIOraukemMuo[4,5]. YenoBedeckuii WHCYJIMH HMEET creuupuveckue
MOJIUIETITHAHBIE 1lenH (1erb A U 1ens B), MoguduImpoBaHHbIe Y €ro aHaJIOTOB, YTO 3aTPYIHSET
JMAarHOCTHKY apTU(UIMAILHON THHOTIMKEMUH [6]. B mpencTaBieHHOM KIMHUYECKOM cilydae
IIPU OIPEJEICHUN COJIEP’KaHUsl HHCYJIMHA METOJOM IEKTPOXEMUIIOMUHECIIEHTHOTO aHAJIN3a Ha
aBToMaTHueckoM aHanuzatope Cobas 6000 BbIsiBiIeH HU3KHMN ypoBeHb nHCyHHA 0,02 MKE/m.
Amnanu3 Roche o6nanaeT HU3KOH EepeKPEeCTHON PEaKTUBHOCTHIO C aHAIIOTOM WHCYJIMHA IETEMHUD,
Tak Kak pa3paboTaH ansi OOHAapYyXKEHUsS OHHIOTCHHOTO YEIIOBEUECKOTr0 HWHCYJIMHA ITyTeM
HalleTMBaHMs Ha HETIOBPEXACHHBIA KapOokcukoHen B-nienn [7]. [Ipu moBTOpHOM OmpeeieHIH
KOJIMYECTBEHHOI'O0 COJIEP)KaHUSA HMHCYJIMHA C IOMOIIBI0O HMMMYHOXMMHYECKOIO aHajlu3aropa
ARCHITECT Abbott nosyueH monoxxutenbHblid pesynbrat - 108,7/112,6 MkME/mn. Bpauam
BaXHO YYWUTBIBATH OrPAaHMYCHHs J1a0OPATOPHBIX TECTOB HA WHCYJIMH M IPU TMOAO3PEHHUU HA
UCKYCCTBEHHYIO THMIIOIIMKEMHUIO HCIOJAB30BaTh aHanmu3 C-mentuga U KOJIWYECTBEHHOE
ONpEAC/ICHNE UHCYJIMHA JBYMsS METOJAAMHM C pa3HOM 4YyBCTBUTEIBHOCTBIO, a TaKkKe
BBICOK03()(PEKTUBHYIO JKUIKOCTHYIO XpOMATOTrpauio ¢ TaHAEMHOW Macc-CIIEKTPOMETpUEH IS
obOHapyxeHust npenaparta [4]. [IporHo3 s MaUMeHTOB C CHUMYJISTHBHBIMU PAacCTPOMCTBAMU
OOBIYHO HEONMAronpusATHHIN[8]; W3 HCCleIOBaHUS JECATH MAIMEHTOB C HCKYyCCTBEHHOU
TUIIOTJIMKEMHEH J1BOe COBEpIIMIM caMoyOuiicTBo[9]. Jleuenue TpeGyeT cpOYHOro KyNmUpOBaHHS
TUITOTJIMKEMHH U I0JITOCPOYHOTO NMCUX0(apMaKOIOTHYECKOTO TOAX0/1a, XOTS MHOTHE MAI[HeHTHI
OTKa3bIBAIOTCS OT IICUXUATPUUECKOM momoutu. [9]

3akmouenne: OcBeTOMICHHOCTh 00 apTU(HUIMATIBHON TUIOTTUKEMHH U 3HAHHE BO3MOXHBIX
OrpaHUYEHUIl  7a0OpaTOPHBIX METONOB ONPEACTCHHS HK30T€HHOIO HMHCYJIMHA MOTYT
CIOCOOCTBOBaTh 0Oosiee paHHEH AMArHOCTHKE M BMEMIATENBCTBY CO CTOPOHBI MEAUIUHCKHX
paboTHHKOB. BaxkHast poiib OTBOAUTCS MEXIUCIUIUTMHAPHON KOMaHE sl JICYCHUS pa3InYHbIX
IIPOSIBIICHUH CUHApOoMa MIoHXray3eHa.
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OCOBEHHOCTHU PA3BUTHUS DHIAOKPUHHBIX HAPYIIEHUH NPU HAJIMYUH
KHNCTbI KAPMAHA PATKE Y HAHIMEHTKHN HA ®OHE BEPEMEHHOCTH

M.JI. CamconoBa!
'THILL P® ®I'BY «HMMULI sugokpunoiorun» Munsapasa Poccun, Mocksa.

AKTYyaJIbHOCTH

Kucra kapmana Parke (KKP) sBusercs 1goOpokauecTBEHHBIM  HOBOOOPA30BAHHEM,
MPOUCXOJAIIUM M3 3MOPHOHANBHBIX OCTaTKOB KapMaHa PaTtke. CoBpeMEHHbIE HCCIEIO0BaHHS
HEIOCTaTOYHO OCBELIAIOT BOMPOCH! TAKTUKU IUIAHUPOBAHUSA OEPEMEHHOCTH M PUCKOB Pa3BUTHSA
THIIONUTYUTAapU3Ma Yy TMAlUMEHTOK C 3TUM 3aloneBaHueM. B maHHO pabore paccMOTpeH
KIMHUYECKUH ciryyail Mmonooi eHmuHbl ¢ KKP, y koTopoii mocnie HacTynuBIiel 0epeMeHHOCTH
U TOCIEAYIOUIMX POAOB Pa3BUIMCh BTOPUYHBIM TMIIOTUPEO3, BTOPUYHBINA TMIOTOHAIU3M U
BTOpHUYHAs HAJIIOYEYHUKOBAsI HEOCTATOYHOCTD.

Onucanne KJIHHHYECKOI0 cay4dasi

[Tanmentka X., 26 neT, MOCTYNWIa B 3HIOKPUHOJOTMUYECKUI CTAlMOHap C >XKajoOaMu Ha
peryJisipHble 3MU30/bl MHTEHCHUBHON TOJOBHOW OOJM M BBIACICHHUS M3 MOJOYHBIX jkene3. U3
aHaMHe3a M3BECTHO, YTO B X0JI¢ 00CIEeIOBaHUS M3-3a YAaCTBIX TOJOBHBIX 0OJei Mo pe3yipTaraMm
MPT ronoBHOro Mo3ra, BHISIBIIEHO HOBOOOpa3oBaHue B NMpoeKuuu kapmana Patke pazmepom 0,9
x 1,7 x 1,1 cM, ypoBenb nponaktuHa coctaBui 634 MME/n (90-500), Tepanust He Ha3HAaYaNaCh.
Uepes ro 3aperucTpUpOBaHO MOBHIIICHUE YPOBHS OMOAKTUBHOTO npojaktuHa 10 1038 MME/7,
Ha3HayeH npueMm kabepronmmua B gosze 0,125 mr omuH pa3 B HEAENIO, MOCJIE Yero YpPOBEHb
IIpOJaKTUHA HOpMalu3oBaics. B mocimenyromiem, IBaasl B roj MPOBOAWIOCH TUHAMUYECKOE
HaOJI0IeHNE, B X0ZIe KOTOPOTO pa3Mep 00pa30oBaHUs HE U3MEHSIICS.

Yepes 3 rona oT Havana 3a00J€BaHMs Y MAIUCHTKH HACTYINIIA CAMOCTOSITETIbHA O€pEeMEHHOCTh,
Tepanusi kaOeproiaumHoMm Obuta mpekpamieHa. Ha 17-if Hemene OepeMEHHOCTH OTMETHIIOCH
YCUJICHME WHTCHCUBHOCTH TOJIOBHOM Oousin, BbImonHeHO MPT romoBHOro mosra, pasmep
obvemMHOro obpazoBanus coctaBmst 1,8 x 1,6 x 1,1 cMm, Xwa3manbHas 30HAa HMHTaKTHA.
bepemeHHOCTH 3aBepliaack CPOYHBIMM POJAMM IIyTE€M KecapeBa cedeHus. JIakTauuOHHBIN
IepHoA cocTaBui 1,5 MecsIia, MEHCTpYalIbHBIN LUK HE BoccTaHOBMIICA. Uepes 1Ba Mecsina rmociie
ponoB o nanasiM MPT BeIsiBIIeH pocT oOpazoBanwmst 10 2,0 x 2,1 x 1,1 cM, KOMIIpeccHs Xua3Mhl,
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YCYT'yOMJIHCh KaI00bl Ha TOJIOBHYIO 00JIb, MOSIBIIIMCH BhIpa)K€HHAs! CIa00CTh, TOITHOTA U PBOTA
1o yrpaM. /luarHocTupoBaHa BTOpUYHAS HAIIOYCUHUKOBASI HEOCTATOUYHOCTh (KOPTH30J KPOBH
ytpoM - 52 mmons/n, AKTI — 8,9 nr/mn) u Bropuunsiii runotupeos3 (TTT — 0,5 MME/n, T4
cBOOOAHBIH — 11 TMOJB/TT), MHUIMMPOBAHA Tepamnus THAPOKOPTU30HOM M JIEBOTUPOKCHHOM
HaTpHsl.

C yderoMm pocta 00pa3oBaHHs, CUMITOMOB THUIONUTYHUTApU3Ma, LEPAITHUYECKOTO CHHIPOMA,
rOCHUTAIN3UPOBaHa B CTallMOHap. ['opMOHanbHBIN aHAIW3 KPOBU ITOKA3ajl IOBBIINIEHUE YPOBHS
nposiaktuHa 110 3573 MEn/n u Bnepseie BhIsgBIeHHOE cHUkeHue ypoBHeit JII' no 0,2 En/a (2,6-
12,1) u ©CT 10 2,9 Ex/n (1,9-11,7). MPT ronoBHOT0O MO3ra ¢ KOHTPACTHBIM YCHUIICHHEM BBISIBUIIO
HAJINYME HEOJAHOPOIHOTO 00BEMHOT0 00pa30BaHuUs B MOJIOCTH TYPELKOTO celyia pa3mMepamu 2,3 X
2,0 x 1,3 cm, cMemaroniero xuasmy. PeKoMeH10BaHO XUPYpPruyecKoe jJeueHre. bolia BeInoNHEHa
TpaHCHa3aJbHasl TpaHCCPEHOUAATIbHAS OMepalys M0 yJAICHUIO YHI0-CyNpa-uHPPaCEIIPHOTO
o0beMHOro oOpa3oBaHus. ['McTONOrHMUECKOE M MMMYHOTHCTOXMMHYECKOE HCCIECOBAHUE Ha
anturena CAMS.2, BRAF noarsepanno KKP. B nocneonepannoHHOM nepuojae NanueHTKa
IIPOJOJDKMIIA TIOJYy4YaTh 3aMECTUTENIBHYIO TEPAIINIO0 TMAPOKOPTU30HOM U JIEBOTUPOKCHHOM, MpU
MIOTIBITKE OTMEHBI OTMEYAIIUCh ’KaJ00bl Ha BBIPAXKEHHYIO CIa00CTh U TOIIHOTY. PekomeHioBana
OLIEHKAa TOPMOHAJBHBIX TOKa3aTeliell B AMHAMUKE JJISi YTOUHEHHsS] BOCCTAHOBJICHUS (YHKIIMU
runogusa 1noj KOHTPOJIEM SHAOKPUHOIIOTA.

BeiBoasbl: JKennmnel pernpoaykruHoro Bo3pacta ¢ KKP Gonbiiux pasmepos, MIaHUPYIOLIHE
0epeMEeHHOCTh, HAXOISATCS B IPYTIIE BHICOKOTO PUCKA B OTHOIICHUH Pa3BUTHS TUIIONIUTYUTAapU3Ma
Kak BO BpeMs TIeCTallud, TaK U B IOCIEPOJAOBOM IE€pHOJE, M TPEOYIOT TIIATEIHLHOTO
JUHAMHYECKOTO KOHTPOJIS.

KJIUMHUYECKHUU CJOIYYAR AIPEHOJIEMKOJJUCTPODUHN
T.M. JlepeBsiHuenko!

!®enepanbHoe  rocymapcTBeHHOE  OIOKETHOE  OOPA30BATENBHOE  YUPEXKICHUE  BBICIIETO
obpazoBanust  "FOKHO-YpanbCKUil ~ TOCYJapCTBEHHBIM  MEAMUMHCKUN  yHHBepcHTET"
MunucrepcTBa 3apaBooxpanenus Poccuiickoit @eneparuu, . YensaOnHck

Anpenoneiikoguctpopuss (AJIJl) - HacieacTBeHHoe 3a0oieBaHMe C  X-  CIEMJICHHBIM
pELIECCUBHBIM THUIIOM HACJIEOBAaHUS, OTHOCAILIEECS K TpYIIe MEePOKCUCOMHBIX OOJe3Hel H
MIPOSIBIISTIONIEECS TPEUMYIIECTBEHHO MOpaKEHUEM 0esloro BEeIIecTBAa HEPBHOM CUCTEMBI U KOPBI
HaAMO4e4YHUKOB. OCHOBHBIM IIyCKOBBIM Me€XaHM3MOM pa3ButTus AJIJ[ sBisercs HapylieHue
pacileieHusl B IEPOKCUCOMaX OYEHb JUIMHHOLENOYeuHbIX *)UpHbIX kuciaoT (OALDKK) c ux
HAKOIUIEHHEM B KJIETKaX HEpPBHOW cuctembl U Kopbl HagnoueyHuko. OJIIDKK axTuBupyror
KJIETKH MUMMYHHOM CHCTEMBI, LIUTOKMHOBBIM KackKaJ, YTO B MTOI€ NPUBOAUT K BBIPAXKEHHOMU
JeMUEIMHU3AUN M JECTpyKIMH KieTtok. Yacrora Berpewaemoctu 3aboneBanus 1:17000
KUBOPOXKIEHHBIX MAJIbYMKOB.

[Ton HammMm HaOIIOAEHUEM HAXOIWICS MAIbYMK A. B Bo3pacTe 7 JeT, ¢ xajlo0aMH Ha TOLIHOTY,
PBOTY, ClIa00CTh, CHIDKEHHBIN anmeTuT. PeOeHok ObUT TocTaBieH B MHGEKIIMOHHBIN CTAIlHOHAD C
muarHozoMm: Kumeunas ungexuus. Ilpu npoBenenun nadboparopHoro oOcienoBaHusi ObLia
BBISIBJICHA TUIIOTJIMKEMHS, YTO SBWJIOCH IOBOJOM ISl KOHCYJIbTAllMM 3HJOKpuHOjora. [lpu
ocMOTpe OblIa OTMEUYEHA BBIPAXKEHHAs THIIepIUIrMeHTaIus Koxu. [1o pe3ynpraram obcieoBanus
Obula JMAarHOCTHPOBAaHA XpOHHWYECKash HaJamoyeuHukoBas HexoctarouHocTh (XHH). Pebenok
Hayajl TOJy4aTh TOPMOHAJIBHYIO  3aMECTUTENIbHYIO  TEpamnuio TUIAPOKOPTH30HOM  H
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(b1yApOKOPTHU30HOM, OblIa AOCTHTHYTa MEIMKaMEHTO3HAas KOMIIeHcalus. MallbuuK Y4Huics B
mKoJje Ha oTIM4HO. Co CTOPOHBI MaTepy peOeHKa ObUT OTATOIECHHBII reHealOTHIeCKUil aHAMHE3:
5 ee ponubix OpatbeB umenu XHH c neranbHbIM MCXOIOM, y MaTepu JAEMHUEIUHU3UPYIOIIEE
3a00JeBaHUE CO CIACTUYECKUM HIKHHMM I1apamnape3oM, YTO MOXET OBbITh NPOsIBICHUEM
rerepo3urotTHoro HocurenbecTBa X-AJIJ[. B 8 ner peGeHky ObLIO BBIMOTHEHO MapajlielbHOE
CEeKBEHHPOBAHUE I'€HOMA, 10 pe3yJbTaTaM KOTOPOTro ObLI yCTAHOBJEH JAMArHo3 X-CIETJIeHHas
aZipeHosedKkoAuCTpoust, JneTckas ¢opma, OOyCIIOBIEHHAas TETEpO3UTOTHON MyTaluen
428C>T:P143L B rene ABCDI1. Pa3 B 6 MecsdueB IpOBOAMIACHE MAarHUTHO-PE30HAHCHAs
tomorpadust (MPT) ronoBaoro mo3ra. [Taronoruu He BeIABISIOCE. B 10 neT BiepBbie MOsBUIACH
HEBPOJIOTUYECKAsE CUMIITOMATHKA: CIa00CTb, BSUIOCTh, OTCYTCTBUE aNIETUTa, HEBHATHOCTh PEUH
Ha (OHE CWIBHOrO cTpecca. bbll Ha3HaueH TUAPOKCH3MH, OTMEYalach HE3HAYUTEIbHAS
MOJIOKUTEIbHAS AUHAMUKA. Yepe3 2 Hepean 0T MaHU(ECTalluy MEePBBIX MPU3HAKOB MOPAKECHHS
HEPBHOM CHCTEMBl pa3BUJINCh TUIOMUMUS, JU3apTpUsi, OpaJUKUHE3Ms, KOTHUTHUBHBIC
HapyIICHUs: CHIKCHHbIE WHTEpEC, MOTHMBALUSA, NaMATh, OSMOIMOHAJIbHAS JIAOMIBHOCTD.
CyxoxunbHble pedIeKchl CTald CUMMETPUYHO BbICOKUMH. [losBuics cumnrom babuHckoro
cieBa. Mor mnepeaBuratbCs TOJIBKO € NOJIEPKKON 3a OAHY pyKy. CHMNOTOMBI aKTHBHO
nporpeccupoBanu: 3a 1,5 Mecsima pa3BUIICS CIACTHUECKUH TeTpamape3 (peOeHOK yTpaTui
CIOCOOHOCTh K X0zab0e), OynbOapHBIA-TICEBI00YIB0ApHBIN CHHAPOM, BO3HUKIIO HapylICeHHE
(YHKIMU Ta30BBIX OPraHoOB, JAEMEHIMs, CHUHAPOM SMOLIMOHAJIBHO-BOJEBBIX HapymieHui. Ilo
pesyabraraM MPT ¢ KOHTpacTHBIM YCWJIEHHEM OBUIM OIpEesieHbl NPU3HAKUW AKTHBHOTO
JIeTEHepaTUBHOTO Tpoliecca B O€JIOM BellecTBe OOJBIINX MOJYILIAPHH, JIYYUCTHIX BEHIIOB,
BHYTPEHHUX KaIlCyJl, TAJIAMYCOB, HOKEK MO3ra, IUpaMuJ, IPOJI0JIrOBATOr0 MO3ra, a TAKXKE BCEX
OT/ENIOB MO30JUCTOro Tena. CocyAuCTOe YCUIICHUE B o4arax nopaxenus. Pacmmpenue 60KOBBIX
KEITyJ0UKOB.

B Hacrodmmii MOMEHT WAET aKTUBHBIM NMOUCK HIAEHTUYHOI'O JIOHOpA IO CHCTEME IJIABHOIO
KoMIuiekca ructocoBmectumoctd (HLA) ¢ menpio TpaHCIUTAHTAllMM  T€MOTOITHYECKHX
CTBOJIOBBIX KJIETOK B OJiKaiiliee Bpemsl.

IToka YTO pebOEHOK HAXOIUTCS Ha JIe4eOHOM NHMTAaHUM C HU3KOXKUPOBOM JHETOl ¢
ucronb3oBanueM — Maciao  Jlopenuumo.  IlosydaeT — rOpMOHalIbHO-3aMECTUTEIBHYK) U
CUMIITOMAaTHYECKYIO Tepaluio, MEJUIMHCKYI0 peabunuranuio. Ha ¢one mpoBoaumoii Tepanun
OTMEYACTCs IIOJIOXKUTENIbHAS JUHAMUKA B BHUJAC CHWXKCHUS MBIIICYHOIO TOHYCa HMKHHUX
KOHEYHOCTEM.

BbiBoAbI: AnpeHONEHKOAUCTPOPHS — ITO XPOHUYECKOE, MPOrpeccupyroiiee, HHKypadenbHoe
3abosneBaHue. B Hacrosiiee Bpemsl TpaHCIUIAHTAIMSI TEMOIMOSTHUYECKUX CTBOJIOBBIX KIIETOK
SBIISICTCS. OCHOBHBIM METOJIOM JICUCHHUsI Ha PaHHUX cTanusax nepedpanbubeix Gopm AJI. IMocre
NPOBEJCHHOTO JIEYCHHUsST BO3MOXHA CTaOWIM3alusi WM perpecc paHHEee BbISBICHHBIX
KIIMHUYECKMX CUMIOTOMOB uepe3 6-12 mecsneB. [loaToMy odeHb BaXHO BO BCEX CIlydasx
BbisiBIcHHOM XHH y ManpuvkoB IpoBeNEHUE [ETAIBHOIO KIMHUKO-TEHEAJIOTHYeCKOro H
MOJIEKYJISIPHO-TeHETHUeCKoro uccienoBanus Ha AJIJl. DTo MO3BOIUT OLEHUTh T€HETUYECKU
pPUCK JUIS CEMbHM TMAIMEeHTa, IPOrHO3 JAaHHOTO 3a00JeBaHUs, CBOEBPEMEHHO HauyaTh
NATOreHETHYECKYIO TEPAIUIO U 3aMEIUTh IPOrPECCUPOBAHUE 3a00JI€BaHUS, YIYUILIHB Ka4eCTBO
KHU3HHU peOeHKa.
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FLASH-MOHUTOPHHI' YPOBHA I''IIOKO3bI U ET'O POJIb B
METABOJIMYECKOM KOHTPOJIE CAXAPHOI'O IMABETA

M.A. Teneruna!
THIL P® ®I'BY «HMUL] sunokpunoiaorun» Munsapasa Poccun, r. Mocksa.

Heas uccaenoBanus. Onpenenuts ¢ nomombio HMIT ypoBeHb KOHTpoNsi M BapuaOeIbHOCTD
riukemuu (BT') y manuentoB ¢ C/{1 tuna u C/12 tumna.

Martepunansl u Metoasbl. [IpoananusupoBana peTpoCcEKTUBHO JaHHbIE 61 ManMeHToB, U3 HUX
CHl tuna 22 uenoBeka u CJ[2 Tuna 39 denoBek. AHaIU3 TIUKEMHUYECKOTO KOHTPOJIS
pou3BoAMIICA ¢ moMolIbio JaHHbIX cucteMbl HMI FreeStyle Libre. [Taunentst ¢ C/[1 Tuna 6pu1m
pasfesieHbl Ha JB€ TPyNmbl: 1-i rpynmna BBOAWIA MHCYJIMH C MOMOIIBIO IIIPHUI-PYYEK, 2-1 —
MHCYJIMHOBOW MOMITbI. AHAJIOTUYHBIM 00pa3zoMm, nanuenTtsl ¢ CJ12 tumna Obun pas3zieneHbl Ha TpH
rpynmel: 1-s rpynma - manueHTsl KoTopble mnomydanu [ICCII+6a3anpHblii MHCYNWH, 2- S -
noiyyana 0Oa3zuc-00MOCHBIH pexkuM HHCynuHoTepanuu U 3-1 - Toiabko IICCII. Ouenka BIT
MPOBOAMIIACKH C TTOMOIIBIO mokazareneii: MAGE (cpenusis ammntyaa konebanuid rmukemun), LI
(manexc nmabwneHOocTH Timkemun), HBGI (unaekc pucka runornukemun), MODD (paznuuue
CYTOUHBIX cpeaHux konebanuii riukemuii), CONGA (MHAEKC JIUTENHHOTO TMOBBIMICHUS
[JIMKEMUN).

Pesyabrarsl. Y nauuentos ¢ C/I1, Haxoasmuxcs Ha TOMIIOBOM MHCYJIMHOTEPAIINH, IIOKa3aTeNn
rimukemuu Haromak (I'H) (7,67+1,65) (p<0,03) u rinukemun yepes 2 yaca nocie enabl (8,66+2,43)
(p<0,04), HbAlc (7,82+1,65) (p<0,01) okazamuch Huxke, yeM y manueHTtoB CJ/[1 Ha mmpwil-
pyukax. ITokazarenu MAGE (5,1 [1,07-9,4] & 5,7 [1,14-9,32] (p<0,37)), CONGA (6,44[4,55-
8,59] & 6,47 [4,28-8,2] (p<0,12)) y manmeHTOB Ha WINPUL-pyYKaX OKA3aJIUCh HMIXKE, YEM Yy
MAIMEHTOB HA IOMIIOBOI MHCYJIMHOTEPAIINH, OJHAKO CTATUCTUYECKOM JTOCTOBEPHOU pa3HUIIbI HE
orMmevanocsk. Ilokazarenm LI (22,72[4,66-37,57] & 15,80 [4,94-33,76] (p<0,038)), HBGI
(10,82[3,44-19,54] & 9,03 [1,25-14,54] (p<0,04)), CONGA (6,44 [5,24-8,59] & 6,47 [4,28-8,2]
(p<0,02)) Obutn Hmwke B 2-rpymme. Ilokasarens MODD He mokasan JAOCTOBEPHBIX Pa3Iu4uid
Mexnay rpynnamu. Y naunumentoB CJ12, maxopsmmxcs Ha [ICCII, nokazarenu I'H (6,80+2,41)
(p<0,01) m gepe3 2 waca mocie eanl (9,70+3,23) (p<0,03), HbAlc (8,30+1,50) (p<0,03) okazanuce
HWXKE, YEM y MAalMEHTOB BO 2-U u 3-i rpynne. [Ipu ananuze unaexcos BI', y nanuentos B 1-it
rpynne orMevanach Hu3Kas BI' no cpaBHenuto ¢ rpynnamu cpaBHenusi: MAGE (3,3 [3,6-55,80]
& 4,6 [37,46-55,80] & 3.4 [3,4-81,57] (p<0,01)), LI (3,86[0,90-9,08] & 5,90 [3,10-9,08] & 4,0
[0,92-20,29] (p<0,05)), HBGI (1,91 [0,45-3,72] & 4,16 [2,46-7,17] & 2,40 [0,45-9,55] (p<0,024),
CONGA (5,1 [3,93-5,94] & 5,72 [4,67-7,58] & 5,21 [3,30-6,99] (p<0,037)). ITokazarens MODD
(1,52 [0,73-2,54] & 2,37 [1,65-3,09] & 1,43 [2,78-0,74] & (p<0,056)) ObL1 caMbIM HU3KUM B 3-i
rpymnre.

BoiBoabl. Ha ocHoBanum gamapix HMIT  FreeStyle Libre, mnamueHTsl Ha [OMIOBOM
MHCYJIMHOTEpANuu UMenu Jy4yinil koHTpoib raukemun (KI') mo cpaBHeHUIO ¢ manueHTaMu Ha
HINPHI-pYYKax, OJHaKO B oTHouieHnu BI' noctoBepHoii pazHuib! noiaydeHo He Obuio. B rpynme
C2 tuna KI' mo nokazatensm ['H, mocrnpannuanpaoit riukemun, HbAlc okazancs mydrie y
nauuentoB Ha [ICCII, ognako, mpu JeTanbHOM aHanu3e uMHAekcoB BI', B rpymmne maiueHToB,
nonydaromux [ICCII+WHCcynuH, CyTouHbIe KoeOaHUs TIIMKeMHUH ObUIM HIDKE, YeM B TpyIMIax
CpPaBHEHHS, XOTS CpeJHHE CyTOYHBbIE KoyieOaHUS TJIHKEeMUW ObUIM HIKEe B 3-i
rpyIre.

KiroueBble cjioBa: caxapHblil 1uabeT, HHCYTUHOTEpAnus, ITIMKHPOBAHHBIN reMorIo0nH
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TUIIOMETUJIMPOBAHHBINA 'EH RUNX2 — HOBBIV TIOTEHIIUAJIbHBINA
BUOMAPKEP IEPBUYHOI'O OCTEOIIOPO3A Y MY’ KYUH U )KEHIIINH

B.W. flnaes!, P.1. Xycaunosa'

1JIaGopaTopI/I;I renoMHoi Meauuuubl [ HI[ PO OI'BY «HMUL sHpoxkpunomorun» Mun3apasa
Poccumn, r. Mockaa.

Beeaenne. Ocreonopo3 (OIl) — o1HO U3 pacpoCTpaHEHHBIX METa0OINYEeCKUX 3a00IeBaHNUH,
IIPUBOJALIEE K XPYIIKOCTH KOCTEN M HU3KOTpaBMaTHUUHBIM IiepesiomaM. beccuMnromMHoe TeueHne
Ha pPAaHHUX OJTalnax pa3BUTHS HE TO3BOJSET CBOEBpEMEHHO jauarHoctupoBats OIl u
IIPEIOTBPALLATh HU3KOTpaBMaTUUYHBIE HEPETIOMBI. [Ipennonaraercs, 4TO
BO3pacTaccouuupoBaHHoe u3MeHeHue JIHK-MerunupoBaHMs B KIIIOYEBBIX TI€HaX KOCTHOIO
MeTaboIu3Ma — 3TO MOTEHIMATIBHBIN MPEAUKTOP PHCKA MEPEIOMOB M CHUIKECHUS MUHEPAIbHOM
mwiotHocTH KocTHOM Tkanu (MIIKT), a Taxke mepcrneKkTUBHAs MOJIEKYJISIpHas MHUILIEHb IS
TapreTHOM Tepanuu. B HacTosIee BpeMsi HET OJHO3HAYHOI'O OTBETA O XapakTepe abeppaHTHOTO
JHK-metunupoBanust y jun ¢ OIl, k ToMy ke, MoryT ObITh pasnuumsa cratyca JIHK-
METWJIMPOBAHMSI B 3aBUCUMOCTH OT F€HAEPHOM U 3THUYECKOU CTPYKTYpPbl U3y4aeMOU KOTOPTHI.
HccnenoBanust cratyca JHK-merunupoBaHusi T€HOB KOCTHOTO MeTabOiIM3Ma MAIEHTOB C
OCTEOIOPO30M — 3TO OTIpaBHAsA TOYKA JUIS PACKPBITHS SHUTEHETHYECKOro JaHamadra
OCTEOIOpO3a, a TaKXKe OCHOBa JJs Pa3pabOTKH METOAOB JICUCHHsS M paHHEW IUarHOCTUKU
3a00J1eBaHMUS.

Ienb MccaenoBaHusi: TIOUCK acCOLMALMM CTaTyca METHWJIMPOBAHUS T'€HOB, BOBJICYEHHBIX B
natoreHe3 OIl — RANKL, DKKI n RUNX2 y XeHIIUH U My>KYUH C IIEPEIOMaMHU NP HU3KOM
YPOBHE MUHEPAIBHOM IJIOTHOCTH KOCTHOW TKaHH.

MarepuaJjbl 1 METOABI

B nccnenoBanuu 1o TUIy «Cily4ai-KOHTpoIb» NpuHsan yyactue 100 xenmuH (61.95+7.94) n
100 myxuun (62+10.8) pycckoil STHHUECKOW MPUHAATIECKHOCTH. B BEIOOPKY BOILIN MAIIUEHTHI,
npolueamue peHTreHoBekyto aeHcutomeTpuio (Hologic). KontponpHast rpynma — numa 0e3
nepesioMoB U HopMalibHbIM ypoBHeM MIIKT (+2.5 1o -0.9 crannaptubix otkinonenuit (SD) mo T-
KpUTEpHIO), cocTaBmiia 45% u3 o0miei BHIOOPKH MY>KUHH U XKeHIUH. «Citydaid» BKIIOYAI JIHIL C
Hu3kuM ypoBHeM MIIKT (amxe -2.5 SD no T-kputepuio) u ¢ nepeaoMamMu. AHAIN3 MPOGUIIs
metunupoBanus JIHK, BeigeneHHoit u3 KIeTOKk nepudepudeckoil KpOBH, NPOBEIEH C
UCTIOJIb30BaHUEM OHCYNIb()UTHON KOHBEPTALMM M TEXHOJIOTUHU MupocekBeHupoBaHus (Pyromark
Q24). [uzaiin npaiimepoB, (pIaHKUPYIOMKX HCCIeIyeMble YYaCTKH T'€HOB C METUIMPOBAHHBIMU
CpG-caiitamu, ckoncrpyuposan B BeO-mmatpopme GeneGlobe (QIAGEN®). Jlns moucka
CTaTUCTUYECKM 3HAYUMBIX pa3nuuuil ypoBHell wmetwiupoBanus JHK wmexny rpynnamun
CpaBHEHHMs TpUMEHEH KpuTepun ManHa-YutHu (nporpamma RStudio).

PesyabTaTsl

beun npoananuzuposans! npodunn JHK-metunuposanus B 3 CpG-caiitax renHoB RANKL u
RUNX2, a takxxke B 5 CpG-caiitax reHa DKKI. B rene RUNX? BBISIBIEHO CTaTUCTUYECKH
3HAYMMOE TUITOMETHIINpOBaHue Bo Bcex Tpex CpG-caittax y myxkunH (U=746.5, p=0.004; U=784,
p=0.01; U=788.5, p=0.01, coorBercTBeHHO) U B ogHOM CpG-caifre y xenmun (U=537, p=0.03) c
MEPBUYHBIM OCTEOIIOPO30M IIPH CPABHEHUH C KOHTPOJIBHOM BBIOOpKOH (puc. 1-2).
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Pucynok 1 — IIpumep nuporpammsl npoduist metminpoBanust B CpG-caiitax rena RUNX2 (B %).
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Pucynok 2 — I'padux pacmpenencnust ypoBHed (craryca) merunupoBaHus CpG-caiita reHa
RUNX? B rpynnax cpaBHeHHs (yKa3aHbl CpEITHUE 3HAUCHUSI U IOBEPUTEIIbHBIE HHTEPBAJIBI).

Oobcyxnenne

RUNX2 — xmoueBod (pakTop TpaHCKPUIIHMH, WHAYLHUPYIOIIUH CO3peBaHHE OCTEO0JIACTOB,
SABIISICTCS TIOJOXKUTENBHBIM PEryIsaTopoM (OpPMHpPOBaHUS KOCTHOW TkaHu. MccrnemoBaHue
BBISIBUJIO, YTO PETYJSATOPHBIM YYaCTOK I€Ha TUIIOMETWIMPOBAH Y MYXYHMH M JKCHIIUH C
OCTEONOpPO30M IO  CPaBHEHHIO C  KOHTpoJdpHOM  rpymmoi.  W3BectHo, RUNX2
CBEPX3KCIIPECCUPOBAH MPHU 0CTEOOIACTOreHE3€e, TOITOMY THIIOMETHIMPOBAHUE MOXKET MPUBECTU
K HapyIIEHUIO CO3PEBAHMS KOCTHBIX KIETOK [1-2]. Pe3ymbraThl 001adar0T BBICOKON HAyIHOMH
HOBM3HOMH, TpeOyeTcs BaJIualusl Ha He3aBUCHMBIX BBIOOPKaX.

BriBOaBI

Takum oOpazom, BHEpBbIE YCTaHOBJIEHO, uTO TeH RUNX2 TUNOMETHIMpPOBaH Y
noctMeHonay3anbHbIX xkeHuuH ¢ OIl B onnom CpG-caiite, a y myxuun crapuie 50 net ¢ OIl
TUIIOMETHWIIMPOBaHbl Bce TpU u3yueHHbIX CpG-caiiTa, 4TO CBUIETENBCTBYET O 3HAYMMOW pOJIU
abeppantHoro /JIHK-metunuposanus rena RUNX2 B pazsutuu Ol
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HEKJIACCUYECKASI ®OPMA UHCYJUH3ABUCUMOI'O CAXAPHOI'O
JTUABETA

K.A. Tonmauesa!
I®I'BOY BO «Tynbckuil roCy1apCTBEHHBIM YHUBEPCUTET», MEIUIMHCKUN HHCTUTYT, T. Tya

BBenenne. JIaTeHTHBI ayTOMMMYHHBIH AMAa0eT y B3pOCIBIX - MEJIEHHO IMPOrPECCUPYIOLIHNE
3a00JeBaHNe, BBI3BAHHOE AyTOMMMYHHBIM MOBPEXKJIECHHEM KIETOK OCTPOBKOBOIO armrmapara
MO/DKETTYJOYHOM Kelne3bl, MPUBOJIIEe K dHIOTCHHOMY nedunuty uHcynuHa. Ilpencrasiser
WHTEpPEC HOBBIM MOJIXO]] K KIacCH(PUKAIUU caxapHoro aunadera 1 tuna — s3upotun 1 u sHA0THT 2.
Oupotun 3aboneBaHuss — cyOTUn OOJE3HHM, XapaKTepPU3YIOUIMHICA YHUKAIbHBIM  WIH
OTJIMYUTEIBHBIM (YHKIMOHATIBHBIM, WM MaTO(PU3UOIOTMYECKUM MEXaHM3MOM, Ha KOTOPBIN
MO>KHO BO3JIEHCTBOBaTh TepameBTHUeckd. OHpotun 1 - CI1 Tuma, XapakTepusyromuics
OOIIMPHBIM paHHUM pa3pylIeHUEM [-KIETOK, arpeCCUBHBIM MHCYIUTOM ¢ obunneMm CDS+T- u
CD20+B-knerok. Oupotun 2 - C/[1 Tuna, TMarHoCTUPYIOUIUICS B IOAPOCTKOBOM MJIM B3POCIOM
BO3pacTe, U XapaKTEPU3YIOLINICSI COXPAHEHUEM MHOXECTBA OCTATOYHBIX MHCYJIMHCOJEPKAIINX
OCTPOBKOB U OTCYTCTBMEM HHCYJIMTA, aCCOLMMPOBAHHBIM C ayTOMMMYHHBIM THPEOMIUTOM U
resoMm HLA DR3-DQ2. Jlanablii 1oaxoa JaeT BO3MOXXHOCTb IPOBEACHHS 3TUOTPOIHOIO
NEPCOHATM3UPOBAHHOTO JICUCHHS MHCYJIMH3aBHCUMOTO CaXapHOro auabera.

Kiunnuvecknii cayyqaii. Ilanuentka b. 61 rog rocnuranuzupoBaHa B 3HIOKPHUHOJIOTMYECKOE
otrnenenne TOKDB Ne2 um. JI.H. Toncroro ¢ quarnozom: Bnepsblie BolsiBiaeHHbIH CJl 2 Tuna. 13
aHaMmHe3a: B OkTs0pe 2023 roma mpu npoduiaakTHuecKoM OOCIIEeJOBaHWH BBISBICHA TIIIOKO32
mia3Mel 16,7 MMOJIb/1 HaTOIaK. B 001eM aHanu3e MOYH IIH0K03a =56 MMOJIB/JI, KEeTOHOBBIE TEjla
1,0 mmoub/n. 3a mocnennue 4 mecsua noxyaena Ha 6 kr. Ilpu riaokomerpun - rirokosa 10 21
mmonb/i1. [lpu nocrymnennn riukemus 12,4 mmons/n. O6wexktuBHO: MHaekc maccel Tena 24,7
kr/M2. OObem Tamuum — 88 cm. IlanmeHTke mnpoBeneHBI OO0CIENOBaHMA: KIMHUYECKHM,
OMOXMMHUYECKUI aHAIM3bl KPOBH, OOIIMI aHAIN3 MOYH, CyTO4YHbIH aHanu3 moun, OKI, Y3U. B
TEUYEHHUE BCErO BpeMEeHH NPeObIBaHUS OOJIBHOM B CTAIIMOHAPE MPOBOIMIN KOHTPOJIb YTIIEBOAHOTO
oomena. Mcxons W3 TONyYeHHBIX JAHHBIX, OBUIO TPUHATO pELICHHE O Ha3HAYCHUE
WHCYJIMHOTEpAH B pekuMe 0a3uc-0oitoc ManbiMu o3amu. C 1eipio Bepudukanmy uarnosa
MalMeHTKa cJaja aHaliu3bl Ha Hajmuuyue ayrtoaHturen. Pesymerar ot  31.10.23 «k
riytamataekapookcunaze GADA — 0.33 ME/mn (0-5); xk octpoBkoBbeIM kiteTkam ICA — 256
En/mn (<4), k uacymuny TAA — 0.05 RU/ml (0.00-10.00). C-nentun 321 nmons/n (298-2350).
Tupoxcun (T4) cBoboaubIii 16.2 mmonb/n (10.80-22.00). AHTHTENAa K THPEOTIEpOKCHIa3e (aHTU-
TIIO) 219.00 ME/mn (0.00-34.00). Antutena k tupeornoOymuny 36.50 ME/mm (0.00-115).
Tupeorponustit ropmos (TTT) 1.710 MmxkME/mi (0.270-4.200). ITo pe3ynbpTatam o0cie1oBaHui, ¢
ydeToM Ae0roTa 3a00JIeBaHMs, BO3pacTa MALMEHTKH U HAJIMYKS MOBBIIIEHHOT'O YPOBHS aHTHUTEN K
OCTPOBKOBBIM KJIETKaM ITOJKEITYI0YHOM >Kesle3bl, YCTaHOBJIeH auarHo3: Caxapuelii nuabet 1
tumna, Brepseie BbisaBIeHHBIM (LADA (2-ii sugorun?). LlemeBoit ypoBenr HbAlc <7,0%.
JIOCTUTHYTHI IIeJIeBbIE IOKa3aTenu TiIukeMuu. Yepe3 mecsl amMOyIaTOpHOrO HaOIIOACHHS
OTMEYaJIOCh CHIDKEHUE TIOTPEOHOCTH B MHCYJIMHOTEPAINU U MEPHOANYECKasi OTMEHA KOPOTKOTO
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MHCYJIMHA C COXPAHEHHEM IIEJIEBBIX IOKa3aTesIel INIMKEMHUHM U IOJIOKUTEIbHBIM KIMHUYECKUM
s dexrom. 15.02.24 IIposeneno tunupoBanue reroB HLA Il kmacca— DQA1, DQB1, DRBI, ans
BBISIBJICHUS TIPEIPACIIONOKEHHOCTH K WHCYJIMH3aBHCHMOMY caxapHomy nuabery (M3C/). B
pe3yibTaTe NpoBeAeHHOTo uccnenoBanus BeisiBiaeHb! auieau HLA I DQA1 05:01, DQB1 rpynmna
amnenei 02 (Bkmrouaromass aymnens 02:01), DRBI1 rpynna amneneit 03 (Bkirodaromasi ajuieib
03:01), accomuupoBaHHBIE C MPEAPACIONOKEHHOCThI0O K pasBututo W3CJH. Amnenei,
npenoxpanstomux ot pasputus M3CJl, He oOHapykeHO. YUHUThIBas BEpOATHOCTH dHA0THIA-2 CJI
1 Tuma, CBOEBPEMEHHO Ha3HAYCHHBIE MaJble JJO3bI MHCYJIMHA IMO3BOJISAT COXPAHHUTH OOJBIIYIO
4acTh [-KJIETOK M TOIBITaThCS BO3ICHCTBOBATh Ha ayTOMMMYHHBIM Ipoliecc, MPUBEALINNA K
pa3BUTHIO 3a00JIEBAHUIO, C TIOMOIIBIO AHTUTCH-CHEUU(UUYECKOH, pEreHepaTuBHOW H
UMMYyHOMoOAYyIMpytomen Tepanuu (Hanpumep GAD-kBaciipl).

BeiBoa. J[anHOE KIIMHUYECKOE HAOIIOICHUE MPEACTABIISAET COOON HETHUITMYHBINA CITydai pa3BUTHUS
caxapHoro nuabera ¢ Mo3JHIUM ayTOMMMYHHBIM Ha4aJioM y B3POCIBIX, KOTOPBIN I€MOHCTPUPYET
HEO0OXOUMOCTh WHAMBUAYAIBHOTO TIOAXOJa K TMAalMEeHTy W CBOCBPEMEHHOTO Ha3HAYCHUS
WHCYJIMHOTEPAIHNH JIJIsl COXpAaHEHUSI COOCTBEHHOW MAacChI B-KJIETOK.

KiaroueBble cjioBa: caxapHblii guaber 1-ro Tuma, ayTOaHTUTENa, OSHIOTHUII, JIATCHTHBIN
ayTOMMMYHHBIH Tuaber.

KJIWHUYECKUN CTYUYAN: HAPYIIEHUSA ®OCP®OPHO-KAJBIIMEBOI' O
OBMEHA U TSKEJIbIF OCTEOIOPO3 Y MAIIMEHTKH C
HEWMPO®PUBPOMATO30M 1 TUIIA

E.B. Kosnoxkonosa!
THIL P® ®I'BY «HMUL] sunokpunoiorun» Munsapasa Poccun, r. Mocksa.

KawueBble cioBa: HeiipopubOpomaro3 | Tuma, mepBHYHBIA THUIIEPIIAPATUPEO3, OCTEONOPO3,
runodocharemMus

AKTYyaJIbHOCTB:

Hetipopubpomaros 1-ro tuna (HD-1) — peakoe ayTocOMHO-IOMUHAHTHOE 3a00JIEBAaHUE,
o0ycioBiIeHHOe MyTanusMu reHa NF'I, OTBETCTBEHHOrO 3a CHMHTe3 Oenka HeilpoguOpomuHa.
Heduuut HelipohubOpomMuHa BEAET K CHUKEHUIO CYyNPecCU Mponrdepannu KIeTOK U Pa3BUTHIO
OMmyXoJiecll, B TOM 4HCJIE€ SHIOKPHHHON cucTeMbl ((EOoXpOMOIUTOMA, TEPBUYHBIN
runepnaparupeo3 (III'TIT), Helipo’HIOKPUHHBIE OMYXOJIM MOHKEIIYAOYHOM Kelle3bl, aJ€HOMBI
runoduza). Kpome toro, ms nanuentoB ¢ HO-1 xapakrepHo pa3BUTHE KOCTHBIX AedopManuii, a
TaKXe B JINTEpaType OMHCAHBI CIyyau pa3BUTHUs TUnodochareMuu U OCTEOMANALUU HESICHOTO
reHesa.

Kiannnyecknii ciayyaii:

[ManmenTka 56 ner oOpaTmiack ¢ xKalobaMu Ha HECIOCOOHOCTh K CaMOCTOSITEIILHOMY
NEPEBIKEHUIO, MBIIICYHYIO clabocTh, 60yb B MOACHUYHOM obOnactu. B Bo3pacte 50-53 ner
MHOXXECTBEHHBIE HH3KOTpaBMAaTUYECKHE TMEpeloMbl pebep, 3aTeM HHU3KOTpaBMaTHYECKHMA
NepeioM IIEHKH MpaBod OElIpeHHON KOCTH C MOCIEAYIOIIMM 3HIONpoTe3upoBanueM. [lpu
OCMOTpE OTMEYAJIOCh HAIMYHE MHOXXECTBEHHBIX IOAKOXHBIX 00pa3oBaHuil no tumy Gudpom u
BbIpa)KeHHas! KUPOCKOIMOTHYECKast eopMalus TO3BOHOYHHKA.
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C 56 nmer — pe3koe YXyAIICHHWE COCTOSIHHS, HApacTaHUE MBIIMIEYHOW C1aboCTH,
NepeBKEHNE B Kpecie-kataike. B xoxe rocnuranuszanuu noarsepxkacH [IITIT: BeraBieHb
TUIIEPKAJIBIIUEMHS, TOBBILIICHUE MAapaTUPEOHIHOTO TOPMOHA, BbIpaKeHHas runodochaTeMus
(0,48 mmonw/m), oOpa3oBaHue BEpXHEW JeBOW OKoIOMUTOBUAHON sxene3bl (OLK). Brisren
TSKENBIA OCTEONOPO3 C MHOXKECTBEHHBIMU KOMIIPECCMOHHBIMM IIE€pPEIOMaMH U JIBYCTOPOHHMM
HepponutHas. IlpoBeneHo xupypruueckoe Jedenue c passutueMm pemuccun [ITIT, mo
pe3ysibTaTaM rMCTOJIOTMYECKOro UcciieJoBaHus noareepskaeHa aneHoma OK. beina HazHaueHa
Tepamnus anbpakaibUUI0IOM 2 MKT U npenapatamu Kaiabius 1000 Mr/cyTku.

3a mepuox HAOMIONEHHS TO MECTY JKHTEIbCTBA OTMEYAJIOCh IPOTPECCHPOBAHUE
OCTEOIIOpO3a ¢ Pa3BUTHEM HOBBIX HU3KOTPABMATHYECKUX MEPETOMOB (JIEBOM IJICUE€BOI KOCTH B
57 ner u HUXKHEH TPETH JIeBOH OeapeHHON KOCTH B 58 JIeT), B CBSI3U C 4eM Oblila HHUIIUMPOBAHA
Tepamnus 1eHOCyMaOoM.

[Ipu noBTOpHOM OOpamieHnu nanueHTKH udepe3 4 roma (60 ner) mo pesyiapTaram
obcnenoBanus O6buta noareepxkaecHa pemuccus [II'TIT, ognako, Ha poHe Tepanuu 1eHOCYyMaOOM
orMeuanock pasButue runopocdaremun (0,57 mMmonn/m). C ydeToM TSKEIOro OCTEONnopos3a,
BBIPQ)KEHHOTO CHMKCHHS MHUHEPAJIbHOM IUIOTHOCTH KOCTHOM TKaHM PEKOMEHJIOBaHA
KOMOWHUpPOBaHHAs Tepausi JEHOCYMaOOM M TEpUIAPaTHIOM.

UYepe3z rox, Hecmorps Ha pemuccuto III'TIT u npumeHenHne KOMOMHHPOBAHHOM
AHTHOCTEONOPOTUYECKON TEpaniK B COYETAHUH C ajb(PaKalibIIUI0JIOM, KOJICKAIbIHU(PEepOoIoM U
npenaparamu Kajiblys, 110 JaHHBIM MPT BBISBICHBI HOBBIE KOMIIPECCUOHHBIE NIEPEIIOMBL. bbL10
PEKOMEHZIOBAHO MPOAOIDKEHHE Ha3HaueHHOW Tepanuu. Ha ¢one panHOW Tepanuu Oblia
3adukcupoBana runopocharemust (0,6 m 0,71 MMONB/T), CHUKECHHE HHICKCA TYOYISIpHON
peabcopbimu docdaroB (TRP) 82,3% (85-95). [To pesynbpTaraM reHETHUECKOTO MCCIIEIOBAHUS
BBISIBJIEHA TE€TEPO3UTOTHAS MyTALlUs CO CIIBUTOM paMKH cUMThIBaHUA B TeHe NF/ ¢.1541 1542del
(p.GIn514fs), uyro mnoATBEpAMIO HaNW4YMEe Y MAIUEHTKH HeipopubpomaToza 1 Tuma.
l'unodocdaremusi, B JTaHHOM ciiyyae, Obljla paclieHeHa Kak MposBieHHE HelpopudbpomaTosa ¢
ycyryonenrnem Ha ¢one [II'TIT u BBeneHus: 1eHocyMadom

B nanpHeiiem namueHTKa 3aBepllnia JEYEHUE TEPUIIAPATHIOM 10 UCTEUYEHUU 2 JIET U
MIPOIOIDKHIIIA TEPANUIO AEHOCYMaOoM, anb(paKkalblUA0JIOM U IpenapaTaMu Kaublus. Pa3Butus
HOBBIX HU3KOTPAaBMAaTUYECKUX IIEPEIIOMOB HE OTMEYAIIOCH.

BeiBOALI:

B mpencraBieHHOM KIMHMYECKOM ciyyae y nauumeHTku ¢ H®-1 ormedeHo pasButue
TSDKEJIOTO  OCTEOINOpPO03a, COYETAHHOrO, IO BCEM BUIAMMOCTH, € ocreoMaisanuen, IIITIT u
runodocaTeMun.

MI'TIT sBnsercs peaxum nposisinenneM HD-1 (B nmureparype onrcano menee 40 ciayuaes),
IIPU 3TOM THCTOJIOTUYECKU OIEPALMOHHBIA MaTeprai Haubosee 4acTo MPEACTaBICH aJleHOMOM,
peKe BCTpPEUaroTCs THUIEpIUIa3Ms, aTUNM4YHas ajJeHoma wiM kapuuHoma OIDK, wuyto
COOTBETCTBYET CTaTUCTUKE B OOIIEH MOMYJISIHH.

I'enes pasButusa runogpocharemun npu HD-1, nHambonee BeposSTHO, CBs3aH C
runeprnpoaykuuei gaxkropa pocra ¢GuOpo61acToB 23 MHOXKECTBEHHBIMU (PHOpOMamMH, HOCHUT
JI0OpOKauYECTBEHHBIN XapakTep U KynupyeTcs alb(akaabIuI0I0M
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CEMEMHBIA CJIYYAU TPAH3UTOPHOI'O BPOKJIEHHOI'O THIIOTHPEO3A,
ACCOIIMMPOBAHHOTI'O C JTE®EKTOM I'EHA DUOX2

A.A. Cemenosa!, T.A. Baguna', T .JO. Illupsesa!, O.b. Besnenkuna!
THIL P® ®I'BY «HMUL] sunokpunoiorun» Munsapasa Poccun, r. Mocksa.
Beenenune

Tpanzutopuslii runotupeos (TI') - cocrosiHue BpeMEHHOHM THITIOTUPOKCUHEMHH, 00YCIIOBIEHHOE
B OOJIBIIIMHCTBE CITy4aeB (PyHKIMOHATBHON HE3PEIOCThIO TUIOTaTaMO-TUIIO()U3apHON CUCTEMBI B
MIOCTHATAJIBLHOM Tepuojae, NePUIMTOM Ho/Aa, BIMSHHUEM OJOKHPYIOIIUX ayTOAHTUTEN MaTepH.
Pexe TI' BO3HMKaeT 1O NMPUYMHE MOJIEKYJIIPHO-TeHeTHYeCKuX HapyueHui B rene DUOX2. I'en
DUOX2 aktuBHpyeT OEIKM CUCTEMbl T'€HEpalUd MEPEeKUCH BOAOPOJAA JIBOMHON OKCHIA3bI,
KOTOpPBIE B TUPOIMTAX yYacTBYIOT B MpoLEccax OpraHu(UKaluy Hojja COBMECTHO ¢ (hepMeHTOM
Tupeonepokcuio3oil. Ilo naHHBIM JsMTEpaTypbl maTtoreHHble BapuaHThl TreHa DUOX2 B
TOMO3UTOTHOM ¥ KOMIIAyHJI T€TEPO3UTOTHOM COCTOSIHUHU BBI3BIBAIOT Pa3BUTHUE BPOKAEHHOTO TT'.
B GonbmimHCTBE CllyyaeB MAMEeHThl B paHHEM BO3pAcTe HYKJAIOTCS B TEPAMU JIEBOTUPOKCHHOM
Hatpusd (L-T4), HO BIOCIEICTBUN NIEPEXOJAT B 3YTUPEOUTHOE COCTOSIHUE ITPU OTMEHE JICUEHUS U
HE MOJIy4aroT €ro Ha MPOTSHKEHNHU BCeU AanbHenmen xku3Hu. OHaKo TaKue MalueHThl HaXOATCs
B TPYIIIE PUCKA 110 PAa3BUTUIO MHOTOY3JI0OBOTO 300a.

OCOOEHHOCTBIO JAaHHOTO CeMEHHOro ciaydas BpoxkaeHHoro TI', ¢ moaTBepx aeHHBIM 1e(eKToM B
rene DOUX2, sBusercs (opMupoBaHHE y OIHOTO M3 J€Te B IOAPOCTKOBOM IEPHOIC
HETOKCHYECKOTO MHOTOY3JI0BOro 300a. M3BecTHO, 4TO IeTH OT OJM3KOPOJCTBEHHOro Opaka
(poxuTenu TpOIOPOJHBIE OpaT U cecTpa).

Kiannuveckuii cayyai

[Tanment 1, neBouka (ponHas cectpa), 15 ner, Habmronaercst B @I'bY HMUL DunokpruHOIOTHH
¢ 14 ner. JlaHHbIE HEOHATAJILHOTO CKPUHUHIA HE U3BECTHBL, C 2 10 6 JIET MalMeHTKa [ojlyJasa
tepanuio L-T4. Ilpu tekymem obOcnenoBaHud Ha (OHE SYTUPEO3a U TOBBIIICHHOTO YpPOBHS
tupeoriodynmuHa ceiBopotku KpoBu (TI' 109 ur/ma mpu HOopme 3,5-77) y J1€BOYKH OTMEUEHO
yBenuueHue oomiero oorema muroBugHOH xkene3sl (LK) mo 19 cm3 ¢ y3noBeiMu 00pa3oBaHUSIMH
B 00eux pomax DK “ry6uatoit” crpykrypsl (EU-TIRADS 2), 6e3 oTpuniarenbHON TUHAMUAKH 1O
o0beMy U pazmepam 00pa3oBaHUil.

[TanenT 2, Manbuuk (pomHO# Opat), 6 JeT, BpOKICHHBII TUIIOTHPEO3 BBISBICH B PE3yJIbTaTe
HEOHATAJILHOTO CKpuHHUHTA (ToBbimeHHe ypoBHs TTI xamusuisspHoit kpoBu a0 188 ME/Min) u
noaTBepxeH perectupoBanreM (yposenb TTIN kanumnspraoit kposu 449 ME/mi). C 3-ii nenenu
XKU3HU 110 5,5 met mosydan tepanuio L-T4, ¢ atoro Bo3pacta Habmomaercs B8 ®I'bBY HMUIL]
OupokpuHosioruu. [lpu Texyniem obcneroBanuy Ha (POHE OTMEHBI JIeueHUs B TeueHue 14 mecsien
npu HopManbHbIX ypoBHX TI, TTT u T4cB He ormeueHo HapacTanue oobvema 11K mo nanHbIM
VY31, pa3mepbl COOTBETCTBOBAJIM HOPMAJIBHBIM 3HAYEHMSIM, HE BBIABISUINCH CTPYKTYpHbBIE
M3MEHEHMS U TIPU3HAKOB YCHIICHUS KPOBOTOKA HE Obu10. C y4eTOM BCeX KIMHUYECKUX JAHHBIX U
ocoOeHHOCTe  ceMeiiHOro aHaMHe3a JETAM MPOBEACHO  MOJIEKYJISIPHO-TEHETHYECKOe
HCCIIEIOBAaHUE KpPOBM METOJIOM MAaccOBOrO MHapamienbHoro cekBeHupoBaHus (NGS).
I'erepo3urornsie Bapuanthl B reHe DUOX2 BrIsiBiIeHbI y cecTpsl B 16 3x30He ¢.1873C>T (HG38,
chr15:45106600G>A; omucaH; maroreHHeli) W B 6 »9k3oHe c.618dup (HG3S,
chr15:45111481dupC; BeposTHO MaTOreHHBIN). Y Opara BBISBICH aHAJIOTHMYHBIA BapuaHT B 16
9K30HE H Apyroil B B 5 sk30He ¢.385C>T (HG38, chrl15:45111896G>A; onucaH; maToreHHBIH).
Ponutenu oOcnenoBaHbl Ha BBISIBICHHE U3BECTHBIX BapuanTtoB Yyuactka JIHK. Opun
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reTepO3UTOTHBIN MMATOT€HHBIN BapuaHT B 16 3K30HE BHISABIEH y MaTepu, KOTOPBII OHA Iepeaaia
obouM neTsiM. J[Ba TeTepO3UTOTHHIX BapuaHTa 6 5K30HE BEPOSITHO MATOICHHBIA M B 5 3K30HE
[IATOTE€HHBIN UMENNCH y OTLa, KOTOPBIE OH Mepeaal B 6 SK30HE JEBOUYKE U B 5 SK30HE MAJIbUUKY.

BuiBOaBI

BelpaxkeHHass TIeTEpOreHHOCTh  KIMHUYECKOM  KAapTUHBI  TPAH3UTOPHOTO  BPOXKIECHHOI'O
TMIIOTHPEO3a B JaHHOM CEMEHHOM ciydyae oOOyClOBI€Ha pa3IMYHBIMH COYETAHUSIMH
rerepo3uroTHeIx Mytauuii rena DUOX2. PazButue MHOTOY3JI0BOTO 3YTHPEOMIHOTO 300a y
naneHTku ¢ gedgekrom reHa DUOX2 B moapoCTKOBOM BO3pacTe CBUAETENBCTBYET O
HEOOXOMMOCTH KAaTaMHECTHYECKOTO HAOMIONEHUs 3a NalMeHTaMH C TOATBEPKICHHBIM
JUArHO30M.

KiarwueBble cjioBa: MUTOBHIHAS XKeJie3a, TPAH3UTOPHBIN BPOXKICHHBINA THIIOTUPEO3, TCH
DUOX?2, HeTOKCHYeCK1i1 MHOTOY3JI0BOI 300

IMMINEBOE NOBEJAEHUE KAK ®AKTOP PUCKA PA3ZBUTUA O KUPEHUSA U ET'O
BJIMAAHUE HA KOMITIO3UIIMOHHBIN COCTAB TEJIA Y JIETEA

T.J. Bauamze'

I®I'BOY BO Cubupckuii ['ocynapcTBennbiii Meauuuuckuit Yausepcurer Munsapasa Poccu,
Tomck

Beenenne: OxupeHue cpeau IETCKOTO HaceleHHsl 1o JaHHbIM BceemupHoit Opranuzauuu
3paBOOXpaHEHHs] — 3TO COCTOSIHHE, KOTOPOE W3 MpH3HAKa 3/10pOBbS M OOraTcTBa MEperuio B
00Je3Hb, CTaB OJIHOM M3 CaMBIX cepbe3HbIX mpoOiieM XXI Beka, KOTopasi MPOTPECCHPYET C
KakaeiM TogoM [1]. KommuecTBo cimydaeB M30BITOYHOTO Beca B MEAHMATPUYECCKON MPAKTHKE
YBEJIMYMIIOCH B JECATh pPa3 3a TOCIETHHE YEThIpe JEeCATWICTUS, C OOIIUM YHUCIOM
3aperucTpupoBaHHbIX 0osee 100 MIUJUTMOHOB CiIy4aeB 0)KUPEHHUsSI CPEeIH JAeTeil M MOAPOCTKOB O
BceMy wmupy [2-3]. Ha oxupeHue BIMSIOT T'€HETHYECKHE, IOBEIEHUYECKHE M (DaKTOPHI
OKpY’Kalollled cpenapl, Takhue Kak HepalMoHAJbHOE IHUTAaHHE M OTCYTCTBUE (pusnyeckon
aKTUBHOCTH. J[0Ka3aHO, YTO MUTaHHE UTPAET OCHOBHYIO POJIb KaK B (DOPMUPOBAHUU OXKHPECHHS,
TaK M B PEIICHUM JaHHOW MPOOJIEMBI, BCIEACTBUE YEro, M3YUYEHHE BOMIPOCA O HAPYIICHUSX
nuieBoro noseaeHus (I111) y nereit 1 moApocTKOB € OKUPEHUEM OYeHb BaxHO [4-5]. IlockobKy
muera u III1 sBrstorcs MoauduuupyemMbiMu ¢daktopamu pucka, ananus I[1I1 cpeau nerckoro
HACEJIEHUS C OKUPEHUEM [T03BOJISIET BBIIBUTH OTKJIOHEHHU S, KOTOPbIE BO3MOKHO CKOPPEKTUPOBATH
IUIL AOCTHDKEHHS JYYILEro MeTa0OIMYECKOro 3/I0POBbS CPEIu MEeIUaTPHUUECKUX MAI[EHTOB C
OKUPEHHUEM.

Hean: N3yunTth B3aMMOCBS3b MEXKIY HAPYIICHUSIMU MUILIEBOTO MOBEACHUS U KOMIIO3UIIMOHHBIM
COCTaBOM TeJia cpeu jerer B Bo3pacte oT 10 et 0 mecsiues 10 17 et 12 mecses.

Matepuanbl u MeToabl: VccrienoBanue ObLIO MPOBEACHO B COOTBETCTBHM C XEJIbCHHKCKOM
JeKIapanueii, 0100peHo JOKaIbHBIM dTHYeCKUM KomuTeToM Cubl' MY Ne9425/1 27.03.2023r.
JleTy ¥ OJIPOCTKH € PA3IMYHONU Maccoil Tena (n=69) ObUIM BKIIOYEHBI B OTKPHITOE KOTOPTHOE
CPaBHUTHJIBHOE MCCIIEJJOBAHUE, KOTOpOE MpPOBOIWIOCH Ha KiuHMuyeckod Oaze PI'BOY BO
CubI'MY Munzapasa Poccun (Cu6I'MY) kadenpbl meauaTpuu ¢ KypcoM 3HIOKPUHOJIOTHH.
O6cnenoBanbl 69 nereit r. Tomcka B Bo3zpacte Bo3pactoM oT 10 et 0 mecsimeB go 17 ner 12
MmecsneB. OcHOBHyI0 rpynmy coctaBuiu 51 pebGeHok (49% wmanpunkoB, 51% neBouek) c
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M30BITOYHON Maccoil 1 OXKUpPEHHUEM, TPYIITY cpaBHEHUs — 18 310poBbIX neteit (50% ManbyuKoB,
50% neBouek). BeceM geTsM uM3MeEpsIM aHTPONOMETPUUYECKHE IOKazaTenu ¢ pacuerom SDS
unaekca maccel Tena (WHO Anthro Plus), onieHuBanu KOMIO3UIIMOHHBIA COCTaB Tella METOJA0M
onoumnenancometpun (InBody 770). IlumeBoe moBeneHHEe HCCIEAOBAIU C MCIOJIB30BAHUEM
BaJIMAU3UPOBAaHHOrO onpocHuka (I'ommanackuii ompocHuk nuiueBoro noseneHus, DEBQ).
[TaneHTHl MPOXOAWIM MpOLenypy cOOpa aHamMHe3a XU3HH M 3a00JeBaHUs IJISl BBIABICHHS
¢akTopoB pucka. CtaTucTHUecKyro 00padOTKY BBIOIHSIN C TIOMOIIbI0 porpammsel IBM SPSS
Statistics 19.0.0 pycckas Bepcust (CLLA).

PesyabTaTsl: bouin 00HapYyKeHbI CTATUCTUUECKU 3HAYMMBIE PA3IM4Us B CPABHEHUH C TPYTIION
KOHTPOJIS TIPU aHAJIM3€ HAPYUICHUH MHUILEBOTO MOBEICHUS Y JAeTel U MOAPOCTKOB C M30BITOUHOM
Maccoil Teia U OXKHpPEHHEM 10 3MoIroHansHoMY Tuny (p=0,036). Ilanuentam, nepedoneBuIM
KOPOHOBUPYCHON HMH(pEKIHeH ¢ M30BITOYHON Maccoil Teina M O0XXHUPEHHEM, BEpUPHIIMPOBAIH
IIPEUMYIIECTBEHHO 3KCTEPHAIbHBIN TUIl HAPYIIEHUS, a SMOLMOIEHHBIM TUI HapyLICHMs dalle
BcTpeuasicss B rpymme neBouek (p = 0,05). Bcem ydacTHukam Oblla MpoOBEICHA OIEHKA
KOMIIO3UIIMOHHOTO ~ COCTaBa TeNa, JUId HCCIEAOBaHUS ObTM  OTOOpaHBl IMapaMeTphl,
XapaKkTepU3yIoIIKe TOLIYI0 U )KUPOBYIO Maccy Tena. CTaTUCTHYECKH 3HAUMMBbIE Pa3iInyus ObLIH
BBISIBJIEHBI JJIs1 TAKUX MOKa3aTesel, Kak xxupoBas macca tena (p=0,02), miomaas BUCIIEpaIbHOIO
xupa (p=0,007), macca ckenerHoil myckynarypa (p=0,047), macca munepanos (p=0,04), macca
oenkoB(p=0,05).

BoiBoabl: Takum 00pa3oM, JaHHbIE CBUAETEIBCTBYIOT O TOM, YTO MPOOJIEMbI C IMUIIEBBIMH
paccTpocTBaMU MOTYT BO3HMKAThb YK€ B JIETCKOM U IOJPOCTKOBOM BO3pPacTe€ U CBS3aHBI C
PUCKOM pa3BUTHUS 0KUPEHHUs], HE3aBUCUMO OT UCXOJHOI'0 BE€Ca U KOMIIO3UIIMOHHOI'O COCTaB TeJa.
BaxHO IIpOBOAUTH PAHHIOK JUArHOCTUKY TAaKMX COCTOSHMM M IIpealaraTb COOTBETCTBYIOILHE
MEPBI JJIS UX JICYSHHS ¥ TPOPUIAKTUKU. BaXKHO OTMETUTB, UTO KaX/Iblii peOCHOK MHMBH Iy aJICH,
Y IPUYUHBI Pa3BUTHSI PACCTPOICTB MUIIIEBOTO MOBEACHUS MOTYT ObITh pa3HbIMU. [103TOMY BaskHO
NPOBOJUTh WHAWBUIYAIbHBIH TOAXOA K KaXIOMY pPEOCHKY M YUYUTBHIBaTh BCE BO3MOXKHBIC
(akTOpBI, KOTOPBIE MOTYT CIIOCOOCTBOBATh Pa3BUTHIO 3TUX PACCTPOICTB

KuroueBble cj1oBa: 1eTH, 0)KUPEHHE, TULIEBOE [TOBEAECHUE, TIOJPOCTKU
Cnucok JimreparTypbl:

1. World Obesity Federation . Taking action on childhood obesity. World Health
Organization, 2018. www.worldobesity.org

2. Marcus C, Danielsson P, Hagman E. Pediatric obesity-Long-term consequences and effect
of weight loss. J Intern Med. 2022 Dec;292(6):870-891. doi: 10.1111/joim.13547

3. GBDREF Collaborators . Global, regional, and national comparative risk assessment of 79
behavioural, environmental and occupational, and metabolic risks or clusters of risks, 1990-2015:
a systematic analysis for the Global Burden of Disease Study 2015. Lancet. 2016;388:1659-724.

4, Cawmoiinosa 1O.I'., MarBeesa M.B., Bauamze T./., Tonmmauer WM.B., 3axapuyk IL.H.
[efimudukanyst kKak MeToJ MPoPUIAKTHKH OXupeHus y aereit. [Ipopunakrudyeckas MeauLuHA.
2022;25(9):117 122.

Samoilova YG, Matveeva MV, Vachadze TD, Tolmachev 1V, Zakharchuk PI. Gamification as a
method of preventing childhood obesity. Profilakticheskaya Meditsina. 2022;25(9):117 122. (In
Russ.)
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https://doi.org/10.17116/profmed202225091117

5. Oo0i DSQ, Toh JY, Ng LYB, Peng Z, Yang S, Rashid NSBSA, Sng AA, Chan YH, Chong
MF, Lee YS. Dietary Intakes and Eating Behavior between Metabolically Healthy and Unhealthy
Obesity Phenotypes in Asian Children and Adolescents. Nutrients. 2022 Nov 12;14(22):4796. doi:
10.3390/nu14224796.

CAXAPHBIV TUABET, UHIYIIUPOBAHHBIN NHT'UBUTOPAMUA UMMYHHBIX
KOHTPOJIBHBIX TOYEK

E.N. Kanernuk!
'THILL P® ®I'BY «HMMULI sugokpunoiorun» Munsapasa Poccun, Mocksa.

BBenenne: VHrHOUTOPHI MMMYHHBIX KOHTPOJBHBIX TOYEK («UEKIMOWHT-MHTHOUTOPB», aajee
NKW) — 0THOCUTENTHHO HOBBIM NEPCIEKTUBHBIHN MOXO0/T K TEPAMK OHKOJIOTHUECKUX 3a00IeBaHHHA
Onmarozapst CBOei JOKa3aHHOM MPOTHBOOMYX0yeBOi 3¢ dexkTuBHOCTH, oxHako Teparnus WKU
aCCOIIMMPYETCSl C BBICOKUM MpoduieM TOKCHYHOCTH. OJHUM U3 TSDKENbIX SHIOKPHUHHBIX
ocnoxuenuit Tepannu UKW sBnsieTcs caxapHblii AuabeT BCIeACTBUE HEOOPATUMOTO HAPYIICHUS
(GyHKIMU P-KJIETOK, YTO TPH HECBOEBPEMEHHOM BBIABICHHM W/WIU TO3AHEH HHUIUAINN
MHCYJIMHOTEpANUU MPUBOJUT K OCTPOM JAEKOMIEHCAlMH yrieBogHoro oomena. Ilpencrasisiem
Bamemy BHuManuio onmcanue aByx ciaydaeB VKW-uHIynupoBaHHOro caxapHoro auadera
(MKHN-CH).

Kunnuveckuii cxyyaii Nel

[MaruenTka O., 34 net, ¢ caxapabiM quaberom, HHAYyIHpoBaHHBIM KU, AMUTENBHOCTHIO MEHEE
roga, nocrynuina B HMUILL sunokpunonorun B mapre 2020 r. B COCTOSHUU AEKOMIIEHCALUU
yraesoanoro oomena (HbAlc — 8.2%).

B urone 2018 r. 3ameTHia Ha KOXe JIEBOM MATKUA YepHOE 00pa3oBaHUE, C KPOBOTOUMBOCTHIO Ha
€ro MOBEPXHOCTH, B TIOCJIEIYIOLIEM OTMEUEH pOoCcT 0Opa3zoBanus 3k30(¢uTHO. B 2019 r. BeImoIHEHA
TOTaJbHAsE OMOICHS M THUCTOJIOTMYECKH MOATBepkieHa Menanoma. 21.08.2019 r. — pesexuus
MOCTICONEePAIMOHHON paHbl Ha KOXeE JIEBOH CTOMBI C KOMOMHMPOBAHHOM IJIACTUKOHN JedexTa.
Taxoke BbIABIEH MeTacTa3 B 1 ¥ 3 curHayibHble JTUM(OY3IIBI 3T0KAYECTBEHHOM OeCIMTMEHTHOU
SMUTETMONIHON MEJTaHOMBI C BBHICOKOM MHTOTHYECKOW aKTMBHOCTBIO, O€3 BBIXOJA 3a IMpPEeIibl
karcynsl. Kpome toro, BeisaBiena myranus BRAF V60OE ot 09.08.2019 r. beuto nposeneno 3
ceanca tepanuu neMoponau3zymadom 16.10.2019 r. (150 mu), 06.11.2019 1. (200 mm), 14.11.2019.
(200 mm). Ha done mpoBoAMMOM Tepamnuu MOSBIIUCH TOIIHOTA, BRIPAXKEHHAS CIIa00CTh, XKaX/a,
cyxocTb BO pTy. IIpm caMOCTOSATENBHOM H3MEpPEHUM TIJIMKEMUHU TJIIOKO3a IIJIa3Mbl HATOIIAK
coctaBuia 15.3 mMmone/n. CregyeT OTMETHTh, YTO HACIEACTBEHHBIN aHAMHE3 110 CaXapHOMY
nuabeTy y OOJNBbHOM HE OTATOINEH, paHee SMU30/bl MOBBIIMICHUS YPOBHS TJIIOKO3BI KPOBH HE
HaOmomanuch. llanuMeHTka TrOCHUTAIM3UpOBaHA B CTAlMOHAP IO MECTy JKHUTEIbCTBA, TC
JMarHOCTHPOBAH caxapHbIi [ualeT 1 TuIa u MHUIMUPOBaHa Oa3UC-00IIOCHAS MHCYTUHOTEPATTHSL.

B HMMUL] supokpunonoruu mo nadoparopusiM nanHbM: C-nentup 0.01 ar/mi (1.1-4.4), AT x 1p.
uaka 8- 10 En/mn (0-15), AT x GAD — 700 En/mn (0-10), AT IA2 — 1 Eng/min (0-10), AT ICA —
15 En/mn (0-1).

Kiannuveckuii cxygaii Ne2
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[Maruent /1., 38 neT, ¢ caxapHbiM quadberom, uaayiupoBanabiM UKW, mmurensHOCTRIO 6 MecALIeB,
noctynwi B HMUL suioxkpunonoruu B utoHe 2023 1. B COCTOSHUM JEKOMIIEHCALIUN YTIJIEBOJHOIO
obmena (HbAlc —9,6%).

B nexabpe 2018 r. ormeTnn mosBieHHE 00pa30BaHKME YEPHOTO IIBETA HA KOXKE JIEBOW TOJICHH,
JMarHOCTHPOBAaHA MEJTaHOMA KOXKM C METacTa3aMd B HAJIKIIOUWYHbIC JIUM(PATHUECKUE Y3IIBI,
neyeHb, moukd. 11.12.2018 r. BeImoiHeHO HcceueHue MejaHoMbl. 04.05.2021 r. BBINIOJIHEHA
noambiieyHas auMmdanenskromust cmpasa. 05.05.2021 r. — pesekuuss J€BOW MOYKH H
IO IMBIIIIEYHO-TIOITIONIATOYHO-TIOAKTFOYNYHas JuMdaieHd KTomMusl cripaBa. B HosiOpe 2022 1. —
HKCIIM3UOHHAsT OMOTICHS MOAMBIIIECYHOr0 JTUM(pATHYECKOTO y3ja clpaBa M Ouorcus neyeHu. B
nexabpe 2022 r. ”HUIMUPOBAaHA UMMYHOTEepanus (MOIUIUMyMad, HUBOIyMa0, npoironumad). B
sauBape 2023 r. Ha ¢oHE MPOBOJUMON Tepanuy MAIMEHT CTaj OTMEUYaTh BBIPAKCHHYIO JKaXy,
c1aboCTh, yUalleHHoe MoueHrciyckanue. [Ipyu caMoCcTosATeIbHOM U3MEPEHNH TIIMKEMHH TIIF0K032
wia3Mbl — 40,9 Mmonb/n. [laneHT rocnuTaau3upoBal B peaHUMAI[MOHHOE OT/IEJIEHUE IO MECTY
JKUTEJIBCTBA C IMarHO30M: KETOALNI03 CMEIIAHHOT O F€HE3a, OTEK F0JIOBHOIO Mo3ra. B ornenennn
MHUIMAPOBaHa 0a3uc-00I0CHAsT MHCYJTMHOTEPATIHsL.

[To naboparopubm ganabiM: C-ientua 7.0 mmouns/1 (100 — 1100), AT k uncynuny 3.4 ME/mn (0-
10), AT x GAD 0.1 En/mn (0-10). AT k Oera-knerkam momkenyaounoit sxemnesst 0.35 (0-1).

BoiBoabi: UKN-CJl MoxeT BO3HHMKATh Ha JIFOOOM 3Tare Tepanuy YeKIMOWHT-MHTHOUTOpaMH H
HEpEeIKO MaHU(PECTUPYET C OCTPOH JEKOMIIGHCAIIUH YIJIEBOJHOTO OOMEHa ¢ OBICTPBIM
caiwkenneM C-nentuzaa. [Ipu 3TOM, HalnMYMe ayTOAHTUTEN K KJIETKAM IO/KENTyIOUYHON JKeJe3bl
BBISIBIIsIETCSI HE Bcerja. lIpuBefeHHbIe KIMHUYECKHUE CIy4Yau JEMOHCTPUPYIOT HEOOXOAMMOCTb
KOHIICHTPALlM! BHUMAHUS OHKOJIOTOB M 3HJOKPHUHOJIOIOB HAa PaHHEH TUarHOCTUKE CaxapHOTO
nuabeta B ucxoje tepanuu MKU. ITanneHTs! U UX CeMbU JOJKHBI OBITH POUH(GOPMHPOBAHBI O
BaXHOCTH PETYJISIPHOTO KOHTPOJIS TIIOKO3bI BO Bpems Tepanuu MKU, a Takke o cuMnromax u
MPU3HAKAX TUIEPTIUKEMHUH U T1A0ETHYECKOTO KeTOaIN/103a.

KiroueBble cioBa: caxapHblii auabeT; MHIMOUTOPHI KOHTPOJBHBIX TOYEK HMMMyHuTera; C-
MIENTHL.

KJIMHUYECKHUU CJOYUYAN COUETAHUSI TUPEOTOKCHUKO3A U
SHJIOKPUHHOMN OPBUTONATHU C OTPUIIATEJIBHBIM YPOBHEM AHTHUTEJI
K PEHEIITOPAM

A.C. Babenko!
I®I'BOY BO «MocCKOBCKHii TOCy1apCTBEHHbIN yHUBEpCUTET MM, M.B. JloMoHOCOBa»

BBenenne. DHIOKpHHHAS 0PTATBMOIIATHS — ayTOUMMYHHOE 3a00JIeBaHUE, XapaKTepHU3YIOLIeecs
OTEKOM U JUMQOUUTApHOW MHPHUIBTpAIel, a B JanbHeimeM (UOPO3ZHBIMU W3MEHEHHUSIMU
peTpoOynp0apHOil  KJIeT4yaTKM HM  HapyXHBIX MbImn a3,  OpOutonatust I'peiiBca -
SKCTpaTHpPEOUIHOE MposiBeHue Oone3nu ['peiiBca n Hanboee yacTast IPUIMHOMN SK30(TaIbMAa.
KnuHnyeckn manueHTsl ¢ CHMMETPHYHBIM U JIBYCTOPOHHUM 3K30()TaIbBMOM HE NPEICTaBIISAIOT
0COOBIX IMArHOCTHYECKUX TpyAHOCTeH. OAHaKO, KOrJa OJHOCTOPOHHHME U aCHMMETPHUYHBIC
o(ranbMOCKONIMYECKHE HAXOAKH BO3HUKAIOT NPU HOPMAJbHBIX MJIM CJErKa aHOMaJbHbIX
71a00paTOPHBIX JAHHBIX, CBA3AHHBIX C HapylleHHeM (YHKIMH IUTOBUIHOW >xenes3nl (LK),
CIIEyeT TaKXe HCKaTh albTepPHATHUBHYIO >THoJOrHIO. [Io cratuctuke okono 5% MAIMEeHTOB C
opOuTonaTieii MOryT ObITh C OTPULATEIBHBIMH AHTHUTEIAMH K PELENTOpaM THPEOTPOIHOTO
ropmoHa (ATpTTI). B atom ciyyae HEOOXOAMMO MPOBOAUTH TIIATEIbHBIM JAUATHOCTHYECKHMA
TIOUCK.
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KitoueBsie cioBa: nu¢dy3Hbi TOKCHYECKUN 300, SHAOKPHHHAS OpOUTONATHS, THPEOTOKCHKO3,
anturena k peuenropy TTI

Knunuueckuii _cayuau. Ilaumentka JI. 76 ner, mocTtynwia B 3HIOKPHUHOJIOTMYECKOE
otraenenne MHOLL MI'Y um. M.B.JIoMOHOCOBA € BbIpaXXEHHBIM JIBYCTOPOHHUM aCCUMETPUYHBIM
9K30(TATBMOM, )KaJ00aMU Ha MHBEIIUPOBAHHOCTD CKJIEp, CIIOHTaHHYIO peTpoOyIb0apHyI0 00Ib,
CHIDKEHHE 3PEHHUS, OTEKH BEK.

W3 anamHe3a U3BECTHO, UTO MPH JTUHAMUYECKOM HAOIIOIEHUH B CBA3H C IEPEHECEHHBIMU
OCTPBIM HapyIIEHHEM MO3TOBOTO KpoBooOpalieHuss U KapauanbHoi matonorueit (OHMK B
Oacceitne seBoil cpenneil mosroBoit aprepun B 2020 r., moctosHHas (opma GUOPHILIINN
npencepaunii ¢ 2009 r.) BecHoit 2022 roaa BIEpBbIE BBIBIEHO CHUKEHHUE YPOBHS TUPEOTPOITHOTO
ropmona (TTT'). DunokpuHOIOroM AuarHocTuposana 6onesns ['peiiBca. B nebrore 3a0oneBanus
ouenka ypoHeit ATpTTI u cuunturpadus LK He nmpoBoamnuck. Haznauen tupozon 5 mr/c,
KOTOpBIM MallMEHTKa MPUHUMAala B TEYEHHE 3 MECALEB, 3aT€M CaMOCTOSITEIbHO OTMEHWIa. B
nanpHeimem ypoBau TTI, cBoOGomuoro tpuitontuponuHa (cBT3) u cBOOOJHOTO THUPOKCHHA
(c8T4) B mpenenax pedepeHcHbIX 3HaueHUi. Hacrosimee yxymmenue ¢ ocenn 2023r., xoraa
OTMETHJIa BO3HMKHOBEHHE W HapacTaHUE BBILIETIEpEYUCICHHBIX kanol. IIpu maboparopHOM
HCCIIEIOBAaHUM BbIABIEH peuuauB Tupeotokcukosa, ATpTTI orpunarensusie. B mapre 2024 r.
TOCIUTAIM3UPOBAHA B BHJOKpuHOsoruueckoe otaenenne MHOL[ MI'Y, rae no paHHbIM
oOciieoBaHus (OCMOTP 3HIOKpPUHOJIOra, ocMoTp odTambmornora, MCKT opOur) ycraHoBieHa
aktuBHas (Qaza (CAS7) odranbmomatuu, KOMIIPECCHOHHAs oNTuYeckas Heipomarus. Ilpu
naboparopaom ob6cnmenoBanuu ypoBau TTIT < 0,0083 ME/n (cumxken), cBT4 22,19 nmons/n
nosbIteH), cBT3 5,03 nmons/n (Hopma), ATpTTD 1,3 ME/n (Hopma). Hasnadena mynbc-Tepanus
METHJINPEAHU30JIOHOM B cymmapHoit 1o3e 3000 mr/c u tnamazon 10 mr/c ¢ moIOKUTETHHBIM
spdpextom (CAS2). HampaBnena Kk XUpypry-oTaJbMOJIOTY JJsi pEIIeHHs BOIpOca O
JEKOMITPECCUU OPOUT.

B cBs3u ¢ orpunarenssiMu ATpTTI, xoTopble SBISIFOTCS MAaTOTHOMOHMYHBIMH IS
Oone3nn [I'peiiBca W SHIOKPHUHHON opOuTomaruu, Obla mpoBeneHa auddepeHunanbHas
JMAarHOCTHKA C IIeNIbI0 MCKIIIOYEHHs capkouao3a, u IgG4-acconmmupoBaHHBIX 3a00JIeBaHUM,
3JI0KaYE€CTBEHHBIX 00pa3oBaHUi opoOUT, TUMPOoIponndepaTuBHBIX 3a00JIeBaHUIA.

[IpoBeneno: MCKT opraHoB TrpyaHOW KIETKHM (TUNEpIUIa3us BHYTPUTPYAHBIX
nuMboy31oB He BbisiBieHa); MPT romoBHOro Mo3ra (04aroBbIX H3MEHEHHH B 3pUTEIIBHBIX HEPBaX,
JOTIOJTHUTEIBHBIX 00pa3oBaHUil B peTpoOyIbOapHON KIIETYAaTKE HE OMpPEIeIseTCs), OLCHEHBI
ypoBau Ig G4 — 045 r/n (0,1-1,35 r/m), anturen k nuromnasme HedTpodmino (AHIIA)
konmuecTBeHHOe omnpenenenue IgG — 0,0 xoaddumment nmozutuBHoctu (1o 1,0) anTHTEN K
nporeunase-3 (antu-I1P-3) — 0,3 RU/ml (mo 20), antuTten k muenonepokcuaase (antu-MI10) —
0,1 RU/ml (o 20).

BobiBoabl. CoueTanne THPEOTOKCUKO3a H OpOUTONATHH, KaK MPaBUIIO, CBUIETEIBCTBYET B
noJb3y Auartosa nug¢ys3Hbil Tokcmueckuii 300. Bmecre ¢ teMm, ommcano okono 5% ciydaes
CepoHEeraTuBHON Oone3Hu ['peiiBca, 4YTO, OJHAKO, HE TIO3BOJISET HCKIIOYUTh COYECTAHUE
TUPEOTOKCUKO3a HE AayTOMMMYHHOH S3THOJIOTMM W OpOUTONATHH KakK TMPOSIBICHHUS HEKOETo
cHCTEeMHOTro 3a0ojeBaHus. B ciaydae Hamiel manueHTKy mocie npoBeaeHus 1uddepeHnantbHONn
JIMAarHOCTHKH TOJATBEPXJAEH JuarHo3 Ooje3Hu ['peiiBca, SHAOKPHMHHOM opOHUTOMATHH.
PexomMeHI0BaHO  paauKaibHOE JIeUCHHE THPEOTOKCHKO3a U  KOHCYJbTAallUs  XUpypra-
o(ranbMoIora s pereHus BOmpoca 0 JeKOMIIPECCUU OpOuT.
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AMWJIOUTHBIN 30B: TPYJTHOCTHU JU®PEPEHIIUMAJIBHON TUATHOCTHUKN,
BbIBOP TAKTUKHU JIEYEHU A

C.M. Jleynexena!, M.A. Ilepenenosa', SI.B. JIpopsausunxos!, T.B. Congarosa', E.A. Iluraposa’,
A.A. Muxeenkos!, E.B. Bonzgapenko!, A.FO. A6pocumos!, JL.K. [[3epanosal

'THIL P® ®I'BY «HMMULI sugokpunoiorun» Munsapasa Poccun, Mocksa.

Awmunounaenii 300 nuroBuaHOM xenesbl (ILDK) — penkoe 3aboneBanue, XxapakTepu3yromieecs
HAKOIJICHUEM aMHJIOUTHBIX OCJIKOB B MEXKIECTOYHOM TpocTpaHcTBe mapeHxumbl K.
OTno)XeHue MaToJIOrHIeCcKOro aMIJIONTHOT'O KOMIIOHEHTa IIPUBOIUT K yBeInueHHI0 00béma LK
u Hapymenuto e€ ¢ynkuuu. [Ipumumnamm ammionnoza ILIDK morytr ObITh Kak NEpBHYHOE
JIOKQJIN30BAHHOE OTJIOKEHUE, TaK W BTOPUYHOE OTJIOKEHUE aMWIOUAA 1O OTHOLIEHHIO K
XPOHUYECKOMY BOCTIAJIUTEIHHOMY 3a00JI€BAHUIO.

Heab: mpencraBuTh KIMHUYECKMM Cilydaldl aMMIIOMAO3a LK Yy IMalUeHTa C HEepUOJMYECKOU
0011€3HBIO0 (CPETU3EMHOMOPCKOM TUXOPAIKON).

Martepuansl u MeTopl: MyskuuHa 36 JIeT ¢ mepuoandeckoit 0one3npro (MyTanus B rene MEFV),
AA-aMmion030M € MPEUMYUIECTBEHHBIM TMOPAXEHUEM IOYEK, IMOCJE aUIOTPaHCIUIAHTAIIUU
MOYKH IO MMOBOY TEPMUHAIBHON CTaIUU XPOHUYIECKOW OOJIE3HU TIOYEK B aHAMHE3€e, 00paTHiics B
KIIMHUKY C jKajJo0aMu Ha 3aTpyAHEHUE JIbIXaHus U TIoTanus. [Ipu ocMoTpe obnactu men ObLIo
ormeueno ysenmuenue IIDK B pasmepax. Cneuncuueckue usmenenus LK mo manubIM
yIIbTpa3ByKoBoro uccienaoBanus (Y3M) mo3Bonmiu MpeanoioKUTh aMUJIOUIHBIA TeHe3 300a,
00w 00beM NIUTOBUIHOMN sKese3bl 126.5 cm>. TIo maHHBIM TOPMOHAIBHOTO 00CIIEI0BAHUS -
sytupeos. [lo pesyapraram nuronoruueckoro uccnemaoBanus ouoncuu LDK: npu oxpammBanun
Konro kpacHelM B Ma3Kax >KHUIKOCTHOW IIUTOJIOTHH OOHAPYXKEHBI OKpAIIEHHBIC KpPacHO-
KOPHYHEBBIM [[BETOM BHEKJIETOUHBIE ACTIO3UTHI IUIOTHOTO OECCTPYKTYPHOTO BElIeCcTBa, Hanboiee
COOTBETCTBYIOIIIME OTIOXKEHUIO ammwionga. [lanueHTy OBLJIO PEeKOMEHIIOBAaHO HAOIOJIEHUE B
nuHamuke. Yepe3 MIeCTh MecsAleB BHIMONHEHO moBTopHoe Y3U MK, nHaGmromaercs
OTpMIATENbHAs JUHAMUKA — yBEIUYeHus o0beMa 10 142.9 cM?, B CBA3U ¢ 4eM PEKOMEHOBAHO
MIPOBEACHHUE MIAHOBOT'O ONEPATUBHOTO JICUCHHUS.

BbiBoabI: AMUITONTHBIN 300 HEOOXOAMMO UCKIIOUATh Y BCEX MALIMEHTOB C MIPOrPECCUPYIOLIIM,
ObICTppIM U 0e3005Ie3HEHHBIM JABYCTOpOHHMM yBenudenueM IIDK, koropoe mposBisercs
nucdarueid, ObIIIKON WM OXPUILIOCTHIO TOJI0CA, I TPOTEKAeT OECCUMIITOMHO. AMUIIOUIHBIN
300 MOKET HE OKa3bIBaTh CYIIECTBEHHOT0 BiMsHUS Ha ¢yHkuuio 11K naxe npu 3HaunTeIbHOM
3aMEILEHUN aMUWIOUI0M HOPMAJIbHOM NapeHXUMBI, OJJHAKO BO3MOYKHO pa3BUTHE THIIOTHPEO3a, B
CBSI3W C YeM HeoOxonuma perynspHas onenka Qynkuuii IIDK y manueHTOB ¢ CHCTEMHBIM
amwiton030M. C 1e/bl0 BU3YyaIn3allud MOYKHO HCIO0JIb30BaTh ¥Y3W, MarHUTHO-pE30HAHCHYIO U
KomIbioTepHyto ToMorpaduio [IDK. B 3aBucuMoctu oT KonudecTBa MpUCYTCTBYIONIEH KUPOBOMA
TKaHU O OTHOUICHHIO K aMWJIOHMIY MAaTTEpHBI BU3YyaJIH3allMU NPH aMHUIOUIHOM 300€ MOTYT
BapbUpOBaThCs. B nuTeparype UMEIOTCS MPOTHBOPEYMBBIC COOOIICHHS OTHOCUTEIBLHO
3¢ (HEeKTUBHOCTH TOHKOUTONBHOW acmupannoHHoii Owoncuu (TADB) kak IHAarHOCTHYECKOTO
METOa NPEeOoNePaMOHHON TUarHOCTUKH aMHIIOUTHOTO 3004, TaK KaK reTepOreHHOe OpaykeHHe
IIUTOBUJHOW JK€JI€3bl C KHUCTO3HBIMM HM3MEHEHUSMH MOXKET IIOCIYXUTh MPUYMHON
HejocTaTouyHOU MHpopmaTtuBHOCTH HccaenoBanus. B 10-40% ciyuaeB TAB npu amunonnnom
300€ BBISBISIET aTUMHYHBbIC (DOJUTMKYJISIPHBIE KIETKH, MPU ATOM HPU3HAKU MUKPOOTIIOKEHHM
amwionna HaOmonatorcs Oonmee uyem B 80% ciywaeB MenyiusipHoro paka LK.
JuddeperunanbHblii [MarHo3 U epBOHaYaIbHbBIE UCCIIEI0BAHUS IOJIKHBI ObITh HAaIIPABJICHbI HA
UCKJIIOUYEHHE  3JI0KaYeCTBEHHOTO  HOBOOOpa3oBaHUS  (MeNyJUIApHBIA  paK, KapLUHOMBI,
ME3EHXHUMAJIbHBIE OITyXOJIM, CapKOMbI, JuM@ombl). B 3aBucuMocTH OT (YHKIHMOHAIBHBIX
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HapymieHnd W crtemenu yBenudeHus [IDK BapuaHThl JeueHHMs BKIIOYAOT HaOIIOIEHHE,
3aMecTHTeNbHYI0 Tepanuio ropmoHamu DK wu  xupypruueckyro pesekumioo. ToTanbHas
TUPEOHUIPKTOMUS ABISETCS METOIOM BBIOOpa /IS JICUYCHHUS aMUJIOMIAHOTO 3002 y MAIMEHTOB C
CUMIITOMaMH KOMIIPECCHMH COCEJHUX OpraHoB (OXpHUIUIOCTh Trojioca WM jaucharus) u
MOJIO3PEHHEM Ha  3JIOKAYeCTBEHHOCTb 00pa3oBaHUs. [ MCTOXMMHMYECKOE OKpalluBaHHE
peserpoBanHoii TkaHu IIDK HeoOXoauMo Ui MOCTAaHOBKM OKOHYATENBHOI'O AMAarHo3a, a
MMMYHOTUCTOXMMHUYECKHE METOJbl MOTYT MOMOYb Au(p(depeHIUupoBaTh pPA3TUYHBIC THIIBI
amminonga. OTIIOXKEHUsT aMWiIouaa OyAyT IOJIOKUTENBHO OKpalMBaThesi Kpacutenem Konro
KpPacHbIM W TMPHUBOAMTH K NMAaTOTHOMOHUYHOMY JJIsI aMWJIOHJA SOJIOYHO-3€JICHOMY JBOHHOMY
JTYYenpeIOMICHUIO TP MPOCMOTPE B MOJSAPU30BAHHOM CBETE. THMHMYHAs THUCTOJIOTHYECKAs
KapTHHA TpEACTaBICHA OOIIMPHOM WMHOWIbTpaLUel BHEKIECTOYHON TKaHU 303MHO(DUIBHBIMU
aMOpP(QHBIMH  OTJIOKEHMSIMM C TpPU3HAKaMu  (OJUIMKYJISIpHOW AeopManu Hu  KUPOBOU
MeTaria3um.

AKIEHTHpYsI BHUMaHUE Ha MPUYUHY OTJIOXKEHUS aMMIIOMIHOro Oenka u oOumii 06vém 11K
MOKHO CIPOTHO3MPOBATh JalibHEHIee TedeHne 3a00JIeBaHUs, MCXOJ KOTOPOrO dalle BCETo
ONmaronpusSTHHIH.

KiroueBble c¢ji0Ba: aMHIIONI03; aMWJIOWIHBINA 300; THUPEOUIIKTOMHUS; XpOHUYECKas OOJE3Hb
MOYEK; TOHKOUTOJIbHAS ACTTUPALIMOHHAS] OUOTICHS.

SHAOKPUHHBIE ®AKTOPBI PAZBUTUA IIPUBBIYHOI'O HEBBIHAIIIMBAHU A
BEPEMEHHOCTH

C.C. Canpuesna!
'TamkenTCKui IeAMaTPUYECKUI METUIMHCKMI HHCTUTYT, Tamkent, Y36eKucran

BBenenne. IlpuBbiuHoe HeBbiHamuBaHue OepemenHoctd (ITHB) — monmdTHONOTHUYECKHE
OCJIOKHEHHE OEpEMEHHOCTH, B OCHOBE KOTOPOTO JIeXKAT HapyIIeHUs! (PyHKIIUH PerpoayKTUBHON
CHCTEMBl. OHJOKPUHHBIE (DAKTOPhl OEPEMEHHOCTH HrpalOT OOJNBLIYI0O POJb B STHOJIOTHU
CaMONPOM3BOJIBHOTO  MpephiBaHus.  YacToTa  SHIOKPUHHBIX  (AKTOPOB  MPUBBIYHOTO
HEBBIHAIIMBAHUS B cpefHeM cocrtanisieT 17%. Haubonee yacTbiMu (pakTopaMu TOPMOHAIBHBIX
HapyIICHUH, NPUBOAAIIMX K MPUBBIYHOMY HEBHIHAIIUBAHUIO OCPEMEHHOCTH, SBISIOTCS
TUNOQYHKIUS SUYHUKOB, THIIEPAHIPOTCHUU DPA3IUYHOTO TeHe3a, TMIOPYHKUIUS LIIUTOBUIHOM
’KEeJe3bl, TUIIEPIIPOTAKTUHEMHUS, TATOJIOTUSI IIUTOBUTHOH JKEJIE3Hl.

Karwuessie cioBa. [IHB, runepnponaktTiuaeMusi, ”HTHOUH A, CyOKIMHUYECKUN THIIOTUPEO3.

Kannuyeckuii cayuaii. B suBape 2023 roga 28- neTHsS )KEHITMHA 00paTUIach K S3HIOKPUHOJIOTY
JUISL BBISIBIICHUS. BO3MOXHBIX SHAOKpHUHHBIX npuuuH ITHB. M3 anamHe3a: MeHCTpyanbHBIM LIUKII
HeperyssipHblii (25-37 nHelt); y skeHIIMHBI Obuto 4 OepeMeHHOCTH (TepBasi OepeMEHHOCTb
3aKOHYMJIACh MPEXIEBPEeMEHHBIMU poaaMu Ha 30 Henmene OepeMEHHOCTH W3-3a IUIAlCHTApHOM
HE/IOCTaTOYHOCTH, a OCTaJbHble OEPEMEHHOCTH 3aKOHYMIIHCH CaMOIIPOU3BOJIbHBIMHU
BeIKUAbIIaMH Ha 9, 10 m 8 Henmensax), pomoB He Obuto. JKamoObI: YTOMIIIEMOCTD,
pa3ApaKuTENbHOCTh, 3MOIMOHANbHAS  JAOWJIBHOCTb, TOJOBHBIE O0OJMM W  HapylIeHHE
MEHCTPYaJIbHOTO ILMKJIA.  bBBIJIO pPEKOMEHJOBAaHO MNPOMTH TOPMOHAIbHBIE MCCIEAOBAHUA.
Pe3ynbTaThl aHAIN30B, NOJyYEHHBIE YEPE3 JI€HD II0CIIE NIPUEMA, [TOKA3aIu MOBBIIIEHUE YPOBHS
nponaktuHa (63,5 ur/mn), TTT (8MEl/mn), a T4 u T3 Obutn B ipeenax HopMel. [lociie aToro
nmanueHTke ObuTo pexomennoBaHo MPT ronoBHOro mo3ra Ajisi MCKIIIOUEHHUS MPOJIAKTHHOMBI.
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[Tocne Bcex oOciemoBaHUil ObLT MOCTaBJIEH AMArHO3 HWIHMOMATHYECKas TUIEPIPOIAKTUHEMHUS,
CYOKIMHUYECKUH THUIMOTHPEO3 M ObUIM HAa3HAYEeHbl aroHUCTHl Jo(aMHUHA U 3aMECTHTENbHas
ropMoHanbpHas Tepanus. Uepe3 4 mecsdna HacTynuia OepeMEHHOCTb, U OBUIM OTMEHEHBI BCE
mpenaparel, OJHAKO Ha § Hejaele TNOSBWINCH TPU3HAKK yrpoxaromero abopra. [lpu
MCCIIEZIOBAaHIH TOPMOHOB BBISIBJICHO, UTO MOBBIIIEHBI YpoBHU nponakTiHa (200 ur/mmn) u TTL (6
MEJl/mi), a uarnbun A cuusmics (420 nr/mi), B CBS3M C 3TUM OBUIO pEHICHO BO30OHOBUTH
nedyeHue. bepeMeHHass Ha TPOTSHKEHMHM BCell OepeMeHHOCTH ObUTa TOJ HAONIOJACHHUEM, H
NEPUOIMYECKU ONPEACISUINCH KOHIIeHTpauuu nposaktuHa, TTI u narubuna A. B 3aBucumocTn
OT YPOBHSI TOPMOHOB KOPPEKTHpOBanoch ledeHue. 2024 roay OepeMEHHOCTh 3aKOHYHIIACH
CBOCBPEMMEHBIMH pojiaMu Ha 39 Hefene 6e3 OCIOKHEHUH.

BobiBoa. IIpu noBeimennn ypoBHeit nponaktuHa U TTI cHuxaercss ypoBeHb MHTHOMHA A, UTO
TOBOPUT O PHUCKE IpepbIBaHUs OepeMeHHOCTH. THrHOMH A MOKHO MCTIOJIb30BaTh, KaK MPEAUKTOP
pa3BUTH ¢ SHAOKpUHHBIME (pakropamu [THB (mpu runeprnpoirakTHHEMUH U TUIIOTHPEO3E).

I'MCTOHNATOJIOTHYECKHE OCOBEHHOCTH OEOXPOMOIIMUTOMBI:
HEPCIHIEKTUBBI KOPPEJAIMU C T'EHETUYECKUMHW MW3MEHEHUAMU H
IOIUTOKUHOBBIM ITPO®UJIEM

D.9. lopyb6aesa'2, H.B. [Tauyamsumu', T.B. Boiiko?, E.O. I'ybepuaroposa’, M.C. [lpyuxas’, JI.T.
Benbuesua!, JI.C. Vpycosa!

THILL P® ®I'BY «HMMULI sHnokpunonorun» Munsapasa Poccun
2OIr'b0Y BO «MTI'Y um. M.B. JIoMoHOCOBa»
3OI'BYH UMB um. B.A. Durensrapara PAH

BBenenne. Omnyxonu  HAANOYEYHHWKA  OTIMYAIOTCS  3HAYUTENBHBIM  pa3sHOOOpasueM
MOp(}oTOrHUecKUX U3MEHEHUH, YTO, 110 MTOCIEIHIM JaHHBIM, SIBIISIETCSI OCHOBOI BapnabeIbHOCTH
MPOTHO3a IS MAIlMeHTa U MOXKET CIIY>)KHTh OCHOBAaHUEM [IJIsl BHIOOpA OMPEEIEHHOTO METOo/1a
nedeHus. Bmecte ¢ TeM, TUCTOMATOIOTUYECKUE OCOOCHHOCTH (PEOXPOMOIIUTOMBI, B TOM YHCIIE
ACCOLMMPOBAHHBIE C OMPEAECIEHHBIMA T€HETUYECKUMU U3MEHEHUSMU, IPAKTUYECKH HE OMKUCAHBI
JeTanbHO. boiee TOro, MHOrME acleKThl, JICKAIlUe B OCHOBE OHMOJOTHMYECKOTO ITOBEICHUS
OITyXOJIe MO3TOBOTO BEIIECTBA HAIMOUYCYHHUKA, HE U3YUYEHBI, YTO 00YCIIOBICHO UX OTHOCUTEIHHO
PEAKoii pacpoCTpaHeHHOCThIO. OCOOEHHBIN MHTEPEC MPECTABISIECT KOMILIEKCHOE UCCIICIOBAHHE
[IMTOKUHOB: UX POJb B MaToreHe3e (PeoXpOMOIUTOMBI, TUATHOCTUYECKAs, TPOTHOCTUYECKAs U
MPEIMKTUBHAS IEHHOCTD, & TAK)KE M3yUYEHUE B3aUMOCBSI3U MOP(OIOTUIECKUX XaPAKTEPUCTHK C
[IUTOKUHOBBIM TIPODUIEM.

Ieab. XapakTeprcTUKa TUCTONATOJIOTHYECKUX 0COOEHHOCTEH (heOXPOMOIIUTOMBI B 3aBUCIMOCTH
OT TEHETHYECKOTO U IIUTOKUHOBOTO MPOQHUIISL.

Marepunansl 1 Meroabl. Ha nepBoM asrane ucciieoBaHMsI B aHAJIW3 BKJIIOYEHBI 15 ciydaeB
onmyxosied HaanoueyHuka (n=5 axapeHokopTukaibHoro paka (AKP), aapeHokopTukanbHON
aneHombl (AKA) u ¢deoxpomountomsr). IlpoBenen 3abop onepanMOHHOTO MaTepuana s
XpaHEeHHUs B JKUAKOM a30Te, KOTOPBIA B MOCIEAYIOMIEM ObLI MCIIOJIB30BaH JJIS MPUTOTOBICHHS
JM3aTOB OIyXoJiel HaarnodeyHuka. [locie rucTonoruuyeckoro M MMMYHOTMCTOXUMHYECKOIO
MOATBEPKJICHUS AUArHO3a JAJI KaXKJ0ro ciydas MOJrOTOBIEHO MO 5 anukBOT (Maccou ot 8,1 ao
124,0 mr); oOpa3usl B kuAKOM a3zoTe noctaBisuiuck B IMBb PAH, rae ocymiecTBisiiach

L |2 3HO0CHEPA




ELalc KOHKYPC MOJ10A4bIX YHEHbIX 2024

npoOONOAroTOBKAa Marepuaiga Ui IMTOKMHOBOTO MPOQWIMPOBAHUS C HCIOJIB30BaHUEM
MYJbTHIUIEKCHOM TexHonmoruu Luminex XxMAP wu nabopa MILLIPLEX MAP Human
Cytokine/Chemokine Magnetic Bead Panel Kit B cooTBeTCTBUM €O CTaHAAPTHBIM MPOTOKOJIOM
npousogutens (Merck, Rahway, NJ, USA).

PesyabraTsl. Kaxaplii U3 TUIIOB OMyXoJiel HAAIOYEYHHKA XApAKTEPU30BAJICSA OIPENEICHHBIM
npodumiieM MUTOKHHOB. Peoxpomorroma 1octoBepHo oTiindanach oT AKA u AKP cHmkennem
dakropoB muddepenmupoku T-knetok (IL-2 u IL-7), cynpeccueii Th2-otera (IL-4 u IL-13) u
MOBBIIIEHHBIM co/iepKaHueM (akTopa npusnedenus Hentpodpunos (IL-8). s AKA ormeuanoch
MIOBBIIIEHUE YPOBHS UMMYyHOCynpeccuBHOro rutoknHa I1L-10, akruBamus Thl-otera (IL-101 u
IFN[) u yBenuuenue coaepxanus Gpaxtopa, npusiekatoniero Mmonouuts! (CCL2). Kak miis AKA,
tak 1 an1 AKP Obuta xapakrepHa BbIcOKas mponaykius npoBocnanutensHbix TNF, IL-17A; a
Takxe (pakropa, npusiekatoniero Makpodaru u NK knerku (CCL4).

OO0cyxnenne. Ha muioTHOM 3Tare ucciaeI0BaHus MMOATBEPKICHA TUIIOTE3a O HATMYUH PA3IUIUn
IUTOKWHOBOTO  MPOQWIS MEXIy OINyXOJNsSIMH HaJIlNOYeUHUKA, OTIMYAIOIIUMHUCS  Kak
THCTOTEHE30M, TaK M 3JI0KAYECTBEHHBIM NMOTEHUIMAIOM. Hackoibko HaM M3BECTHO, 3TO IEPBOE
UCclieIoBaHNe NpOoQMIs IUTOKMHOB B JIM3aTaxX OMyXojel HaamoyeuHukoB. Ha mampHeimmx
JTanax pealn3alud MPOeKTa IUIAHUPYETCS YBEJIMYEHUE YHMCICHHOCTH BBIOOPKH OIMyXOJeH
MO3TOBOI'O CJIOSl HaJAMOYEYHUKA i Oosiee JeTaJbHOr0 HM3Yy4YeHHs pa3IMYhil LHUTOKHHOBOTO
npoduis B 3aBUCUMOCTH OT THCTOINATOJIOTMYECKUX OCOOCHHOCTEH. L{eHTpanbHBIM IpeaMeToM
UCCIICZIOBAHMUSI CTAHET JETaJbHAs XapaKTepUCTHKA IaTOMOP(OIOTHYECKUX OCOOEHHOCTEH
(eOoXpOMOIITOM, a TAaKXKe aHAIN3 B3aUMOCBS3U MEXy MOP(OIIOTHUECKUMHU XapaKTePUCTUKAMU
Y TeHEeTUYECKUM MPOopHUIIeM.

BeiBoabl. Onyxoiu MO3rOBOrO CJIOSl HAAIOYEUHUKA OTJINYAKOTCS ONPEAEIEHHBIM IUTOKUHOBBIM
npodpmieM. HM3ydeHne 0COOEHHOCTEH NHUTOKMHOBOTO MpOQWIs OMyXoJed HaAlouYeYHUKa
HEo0XoauMo i 6osiee riTyO0OKOro MOHUMAaHHS MATOTeHETUYECKUX ACTIEKTOB UX BOSHUKHOBEHHS
U Pa3BUTHUS, YTO B MEPCIIEKTUBE TOMOXKET BBISIBUTh HOBBIE TUArHOCTUYECKHE, IPOTHOCTUUECKUE
MapKepbl, IPEAUKTOPBI OTBETA HA TEPAIIUIO U MOTEHIUAIBHBIE MUILIEHU IS TEPANIEBTUYECKOIO
BO3/CHCTBUS, B TOM YHKCIIE U B (heoxpomoruToMe. B HacTosee BpeMsi HEU3BECTHO, CYIIECTBYIOT
JIM aCCOLMAITIH MEXITYy MOP(OIOrHYecKOrd KapTUHOM U OCOOCHHOCTSAMHU CEKPELH [IUTOKHHOB, a
TaKKe TEHETHUYECKUMH HU3MEHEeHHsAMH B  (eoxpomouutome. JletanbHOoe  ONMHCaHHE
naToMOp(OJIOTrHUECKUX OCOOCHHOCTEH (PEOXpOMOLIUTOM B MEPCHEKTHBE MOIJIO ObI OMOYb MO
MEHBILIEH Mepe yCOBEpIIEHCTBOBATh MOP(OJIIOTHUECKYIO JUArHOCTUKY 3TUX omyxosel. boree
TOro, MOp(OreHeTUYECKHE ACCOLMALNH, TIPU UX HAJTMYUHU, MOTIIH OBl CIIY’KUTh OPUEHTHPOM IIPH
IIPUHSTHU PELLIEHUS O JAIbHENUIIEM I'€HETUYECKOM TECTUPOBAHUM U KOHCYJIbTUPOBAHUU.

KiawueBble ciaoBa: (PeoXxpoMOLUTOMa, THUCTONATOJOTHA, NATOMOPQOJIOTHs, LIUTOKHUHBI,
npopuIMpoBaHHE.
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HE3ABEPIHIEHHBIN OCTEOTIEHE3: KIMHUYECKUE U TEHETUYECKHUE
OCOBEHHOCTH Y TIAIIMEHTOB U3 PECIIYBJIMKU BAIIKOPTOCTAH

3apunosa A.P.!, Xycaunosa P.11!-2,
"Mucruryr 6uoxumun u reserukun Y OUL] PAH, r. Yoa;

THI] P® OT'BY «HMMUL] snnoxkpunonorun» Munsnpasa Poccun, r. Mocksa

Opa MaccoBOTO MapajuIeIbHOIO CEKBEHUPOBAHUS OTKPBUIA A(P(PEKTUBHBI MHCTPYMEHT
JUId TIOMCKa IaTOT€HHBIX M3MEHEHMM HyKIeoTuaAHOM mnocnenosBatensHocty JIHK npu
TCHETHYECKU TeTEPOTreHHBIX HACIIECTBEHHBIX 3a00JIEBaHUAX COCTUHUTEIBHON TKaHU, TAKUX KaK
He3aBeplleHHbI (HecoBepiieHHbll) octeorene3 (HO, MKB10:Q78). Ha cerogusiinuii ieHb,
MoneKkysipHbIi anamapT HO 10 KoHIa He pacKphIT, MyTaluy B 0oJiee 4eM 25 reHax BOBIICUEHBI
B pazsutue HO. 3a0oneBaHne XxapakTepu3yeTcsl BHIPAKEHHON KIMHUYECKON BapuaOeIbHOCTHIO,
MOJKET MpOTeKaTh Kak B jerkoil ¢opme (I, V THm), Tak ¥ NPUBOIUTH K MHBATUAUZUPYIOLUIIM
nocaencteusM (111, IV, V tun HO), HaGmroatoTcst roayOble CKIIephbl, MHOKECTBEHHBIE ITEPETOMBI
CO CKEJICTHBIMU Jle(OpMalMsiIMU, B HEKOTOPBIX CIIydasiX y MAIMeHTOB HAOIOJAI0TCS aHOMAIUU
JIEHTHHA U HapylIEHUE ClIyXa.

Ieab paGoThl - ONIpPENETUTh TEHETUYECKYIO APXUTEKTYPY HECOBEPILIEHHOIO OCTEOTreHE3a
y nanueHToB u3 PecnyOmuku Bamkoprocran (PB), mpoBectn aHanu3 reHo-(h)eHOTUIHYECKUX
Koppemsiuii ¢ nenbio ontumusanuu JJHK-nuarnoctuku 3a0oneBanus.

Martepuanbl ucciaenoBanusi - 114 mnanMeHToB C  KIMHUYECKUM  JUArHO30M
«HECOBEPILIEHHBINH ocTeorenes» u3 100 HepoICTBEHHBIX CEMEIL.

Mertoapbl. Micnions3oBana coocTBeHHas TapreTHass NGS maHemnb, COCTOSIIAs U3 IBYX T€HOB
komnarena | Tuma (COLIAI v COL1A2), cekBenupoBanu Ha npubope MiSeq (Illumina). B cyqae
OTCYTCTBHSI NMAaTOT€HHBIX M3MEHEHUU NpPH aHajdu3e T'eHOB KoJulareHa | Tuma, cexBeHUpoBalu
o0pa3ilel Ha pacHIUPEHHON MaHenu «3a00JIeBaHUs COCTMHUTEIILHON TKaHW», cocTosmas u3 644
reroB (I'enomen), Ha mpudope DNBSEQ-T7 (MGI).

buonndopmaTtrueckas 00paboTKa pe3ysibTaTOB MpOBeIeHa MPH MOMOIIM IPOTrpaMM JJist
aHaJM3a ChIphIX NaHHBIX ¢ aTdopmsel [llumina: [llumina Basespace, Varifind, NGS Wizard; 6a3
nanabix - ClinVar, dbSNP, Varsome, LOVD, GnomAD (v.4.0.0) etc., mporpaMM naTOT€HHOCTH -
SIFT, PolyPhen, SpliceAl, etc.

PesyiabTarhl

BrisBneno 43 myrauuu B JByX reHax kosuiareHa | tuna y 60 nanueHToB u3 48 cemeil u3
PB, Ob110, 3 HUX 32 myTanwii B rene COLIAI, a 11 mytanmii - B rene COLIA2.

VYV 24 naumentoB u3 20 cemeil HailijeHbl 19 maTOreHHBIX W3MEHEHUN HYKJICOTHIHOU
nocienoBarenbHOCTU B TeHe COLIA I, mpuBOASIIIE K Pa3BUTHIO JIETKOTO TeUEHHs 3a00JeBaHMs,
I'tun HO. V 13 nauuenrtos u3 11 cemeii 7 myTtanuii rena COL 1A npuBOJAT K pa3BUTHIO TSXKEION
(dbopMBbI, TpUBOIAIICH K MHBaNuAM3auu manuenta, [ tuna HO. ¥V 6 nanuentoB u3 6 cemeit 5
MyTalMi IPUBOJAT K pa3BuTuio ymepeHnHoro [V tuma HO.
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VY 7 nmauuenToB u3 6 cemeil 5 mytauuii rena COLIA2 npuBojaT K passututo | tuma
3abosneBanus. Y 6 manueHtoB u3 4 cemeil 3 myrtauuu npuBoAT K pazsutuio Il tuma HO. V 4
MAIMEHTOB U3 2 ceMel 2 MaTOreHHbIX MyTallUK IPUBEIN K pa3BuTuio ymepenHoro IV tuna HO.

Ob6HnapyxeH MonekyspHelid aedekr c.-14C>T rena IFITMS5 y Tpex HEpOJCTBEHHBIX
npo6annoB ¢ V tunoMm HO. Y GonbHBIX HAaOMOAAI0TCA KalbIU(UKALUS MEKKOCTHBIX MEeMOpaH
W/WIIM TUNIEPTPO(PUUECKHE MO30JIM, UMEETCS BBIBUX TOJIOBKH JIy4€BOH KOCTH.

VY opHOro mamMeHTa HaiiieHsl nBa maroreHHbIX BapuaHta c.1051G>T (p.Glu351*) u
c.1948G>A (p.Gly650Arg) B rene P3HI, npuBenmux k passutuio I tuma HO ¢ ayrocomHo-
PELIECCUBHBIM THIIOM HACJEIOBAHUS C TSDKEIBIM TEYCHHEM OOJIe3HH - C MHOXKECTBEHHBIMH
nepeoMaMHt, CKEJIETHBIMU J1e(hopMaIUsIMU U TOTYyOBIMHU CKIIEPAMHU.

Bcero 6 martorennsix w3menenuii B reHe COLIAI (¢.331G>T, ¢.375dupC,
c.1098 1099insA, c.1211 1216dup, c.2150del, ¢.3792delG) u 1 wmyramus B rene P3HI
(c.1948G>A) nnenTHGHUIMPOBAHBI BIIEPBHIE U paHee He ObUIM OMUCAHBI B JTUTEpATYypE.

18 myramuit B rene COLIAI n 5 mytamuu B rene COLIA2 Obputn eguHUYHBIMA, a 11
myTtauui reda COLIAI u 6 myrtauuii rena COLIA2 BcTpedanuch B 23 HEPOJICTBEHHBIX CEMbSIX.

BriBoabI

VYuuTtsiBas BEICOKYIO 4aCTOTY MyTalMil B ABYX reHax kosareHa 1 tuna (93%) u mupokuii
CIEKTp MyTaluid B OTHUX TeHax, pexkomeHayercs nposoauts JHK-muarnoctuky ¢
HCIIOJIb30BaHUEM TapreTHOM mnaHenu, coctosiuyro U3 reHoB COLIAI m COLIA2, xortopas
MoKa3aJia BhICOKYIO 3(p(EKTUBHOCTh U SKOHOMHUYECKYIO L1EI1eCO00pa3HOCTb.

BECCUMIITOMHAS THIIO®OCPATA3UA: KTIMHUYECKHAN CIIYYA
Acanosa A.A'l, llpauyk E.C.!, TTuraposa E.A.!, JIsepanoa JL.K.!
THL P® ®I'BY «HMMULI sunokpunonorun» Munsapasa Poccun, Mocksa

Beenenue: I[unodocdarazuss — peaxkoe HACIEACTBEHHOE METa00NIMYeCcKoe 3a00seBaHMUE,
BbI3BaHHOE AeduuuToM mienoyHon ¢ocdarassl (ILID) B pesynbrare mytanuu B reue ALPL, uto
COITPOBO’KIAETCS HApYILIEHHEM MUHEPATIH3aUK KOCTEH U CKeJIETHO-MbIILICYHBIMU NPOSBICHUSAMU
B BUie JeopManus KOCTEH, YaCThIX EPEIOMOB, BINAZeHUs 3y00B, 00J€il B KOCTSIX U MBIIILAX,
CHIDKEHHSI MBILIIEUYHON CHJIBL. 3a00JIeBaHNE MOXKET MaHU(ECTUPOBATH BHYTPUYTPOOHO, B IETCTBE
WJIN BO B3pOCJIOM Bo3pacre. PanHuii Bo3pacT 1e0r0Ta 0OBIYHO acCOLMUPOBAH ¢ 00JIee TSKEIbIM,
a TO3IHUI — C JIETKUM TeueHueM 3aboneBaHusi. CpaBHMTENIBHO Mall0 UMEETCS TaHHBIX O
PacrpoCTpaHEHHOCTH U KIMHUYECKUX 0COOCHHOCTAX runodocdarazuu y B3pOCibIX.

Martepuanbl u meToasl: [Tarmentka 18 net (Bec 56 xr, poct 160 cm, UMT 21,9) ¢ sxanobamu Ha
00111y10 C1a00CTh M TOJIOBOKPYKEHHE, OO B HOTaX M CycTaBaX, NEpPUOIUYECKOE TIOTEMHEHUE B
ria3ax, 3yJ KOCTSIIEK naiblieB. Pa3BuTue B 1ETCKOM M MOJPOCTKOBOM BO3pacTe MpoTeKao 0e3
Kakux-ubo ocobenHnocreil. Cunraer cedst 601bHOM ¢ 16 5eT, Koraa nosBUIach MPUIYXJIOCTh U
0O0JIE3HEHHOCTh JIEBBIX TOJICHOCTONHBIX M KOJEHHBIX CYCTAaBOB 0€3 PpPEHTTeHOJIOIMYECKHX
u3MeHeHUi. B 310 ke Bpems y 00JbHOM ObUI JUArHOCTHPOBAH MH(EKLIMOHHBI MOHOHYKJICO3,
[ocje 4Yero OHa OTMETWJIAa HapacTaHue oOmeil cinabocTu, NepHOAMYECKOE TMOBBIIICHHE
TeMIIepaTypbl Tena o yrpam u Beuepam 110 37,2 0C, cHIKeHHe anneTuTa, ToJIOBOKpYKEHHE, 001
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B KocTsix u cyctaBax. [Ipu uccnenosanuu CPb, ACJIO, P® — orpunarensHbie; OHOXMMHUYECKHE
MoKa3aTejal, a TaKKe IMOKa3aTel KOCTHOTrO M KaiblLui-pochopHOro obOMeHa B HOpME, 3a
UCKITI0YeHHeM BbIsiBIsieMoro cHkeHus [1d no 13-15 EJI/n (40-150) u BeipaxkenHoro aedummra
ButamuHa 25 (OH) D — 9 ur/mi (30-100). Inarno3 runodocdara3zuul MOATBEPKACH TCHETUYECKU
— BBIABICH MAaTOTCHHBIM HYKICOTHIHBIA BapuaHT chrl:21563115C>A B reTepo3UroTHOM
cocrosinuu B rene ALPL. ITo nanubm pertrenaencuromerpun Beero tena MIIK ¢ yuerom uepena
COOTBETCTBYET Bo3pacTHoU HopMme: -0,5 SD (mo Z-kputeputo); MuHepanbHas IIIOTHOCTh KOCTEH
0e3 ydera ueperna COOTBETCTBYeT Bo3pacTHoil Hopme: -0,7 SD (mo Z-xputeputo). [lo naHHBIM
JateparbHONH MOP(HOMETPHH TaHHBIX O 1e(hOpMAIIHSIX TO3BOHKOB M KOMIIPECCHOHHBIX MEpeIoMax
MOJIy4eHO He O6b110. 3yObl, BOJIOCH, HOI'TH — 6€3 ocobenHocTei. [Ipu netansHoM cOope ceMeHOro
aHaMHe3a BBIABIICHBI CXOHBIE CUMIITOMBI 00JIel B cycTaBax y Marepu co cHikeHueM LD mo 20

EJUn (35-105).

BoiBoabl: HecMOTpss Ha HU3KYI0 AKTUBHOCTh INEIOYHOH ¢ocdartaspl, y MNalUEHTKH HE
HaOII0AaeTCsl TUMMYHBIX KIMHUYECKUX MpPU3HAKOB rumnodocdarazum (yerkas ¢opma), o 4em
CBHUJIETEJILCTBYET OTCYTCTBUE XapaKTEPHBIX MPOsBICHUH 1 y Matepu. HabmogaeMbie CHMITOMBI
TaKKe MOTYT SBISTBCS CIEACTBUEM MOHOHYKJEO3a. BimsHMe JApyrux TeHEeTHYEeCKHX,
SMHUICHETUYECKUX MM HETCHETUYECKUX (PaKTOPOB Ha TEUCHHE 3a00JIEBAHUS MOXKET OOBSCHHUTDH
Cllyyad, B KOTOPBIX BO3HHMKAET TPYAHOCTb B YCTAHOBJICHHM CBSI3M MEXIY TIE€HOTHUIIOM U
(EeHOTHIIOM TaHHOM MAaTOJIOTHH.

KaroueBble cioBa: runodocdarasus, menodnas Gocgaraza, "HPEKIMOHHBI MOHOHYKIIE03

AYTOUMMYHHUTET TP CAXAPHOM JIMABETE 1 TUIIA C JJIATEJBHOCTBIO
JOTOJA Y JETEM.

H.A6yn!, E.A. Ceuxo!, M.II. Konrakosa', JI.H. Jlanres!
THILL P® ®I'BY «HMMULI sHnokpunonorun» Munsapasa Poccun

BBenenne. Caxapusiit quabder 1 tuma (CJ{1) - 3a6oneBanue, 00yCIOBICHHOE ayTOMMMYHHBIM
IPOIIECCOM, TMOPAKAIOUIMM OeTa-KIeTKH MOJUKEIYyJOYHONH JKeJae3bl W TNPUBOIAIIUM K
XPOHUYECKOMY, aOCOMIOTHOMY NE(PHUIMTY WHCYJIMHA y T€HETUYECKU MPEAPACIION0KECHHBIX JIUIL.
ITo MupoBbIM JaHHBIM Y 2,5-25% nanuenToB ¢ C/[1 ayTOMMMYHHOTIO MapKephl HE BBISBISIOTCS
(ummonatuueckuit C/01). Y mauuentoB ¢ CI{1 ormMeuaercs 60s1ee BHICOKHIA pUCK Pa3BUTHSI APYTHX
ayTOMMMYHHBIX 3a00JIeBaHUi, HAPUMEP, XPOHUUECKOT0 ayTOUMMYHHOT0 THpeouanta (XAUT),
LEJIMAKUHU, TUPPY3HOTO TOKCHUECKOro 300a W T.7. YacToTa BBISBICHHUS MOBBIIICHHOTO TUTpPA
ayroanturen (AT) k TKaHAM MUTOBUAHOM *ene3bl mpu Manudectanuu CI1 cocrasiser 1o 20%.
Pacnpoctpanennocts nenuakuun y gereit ¢ CI1 cocrasnsier ot 1,1% mo0 16,6%. [lo manabiM
mutepatypsl y 1% ManueHToB Leianakus AuarHocTupyercs yxe B aebiore C/[1, a B TeueHue
MOCIEAYIOIUX 5 JIET 4acTOTa €€ BhISIBICHUS yBEIUUUBaeTCs 10 5%.

Heab. M3yunTh 4acTOTYy BBISBICHUSI CEPOJIOTHYECKUX MApKEPOB ayTOUMMYHHOI'O CaXapHOIO
nnabera, nenuakuu, XAUT y nereit ¢ C/I1 npu anmuTenbHOCTH 3a001€BaHMs 10 TO/IA.

Matepuanasl u Mmetoasl. B THL[ ®BI'Y «HMULI sunokpunonorun» M3 PO B nepuost ¢ oKTa0ps
2023 no ¢espans 2024 roxa obcnenosano 52 nanuenta ¢ auarsozom CJI1 B Bospacre a0 18 ner,
¢ amutensHocThio C/[1 o 1 rona. Beem manpenTam npoBeieHO HCCIeI0BaHNe CHEM(pUISCKIX
octpoBKOBBIX AT (K riyramataekapOokcuiase, THpo3uH(pocdarase, HHCYJINHY, OCTPOBKOBBIM
KJIETKaM ¥ LIHUHKOBOMY TpaHcroprepy); antutupeouansix AT (x tupeonepokcunase (AT-TIIO) n
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tupeornodymuny (AT-TT)), ceponoruueckue wmapkepsl unenuakuu (IgA &k  TkaHeBOUM
tpa"criayramuHase (ATTT), IgA k rmuaguny (ATlJI)), ypoBens C-nientupa.

JlanHbIe TIpe/ICTaBICHBI B BUI€ MEAMAaHbl 3HAYEHUsI U UHTEPKBaHTWIbHOTO pazMaxa (Me [25; 75
MEePUEHTUIIB | ).

PesyasbTatsl. [Ipu 00cinenoBannu Bo3pacT nanueHToB coctaBuia 9 ner [5; 11], mmrensHocts C/1
- 9 mec [5,75;11]. C-nentug — 0,2 ur/mia [0,1;0,27].

VY 88,5% mnarnuentoB (n=46) BeisiBiieHo 1 mnm Oonee crneuuguueckoe octpoBkoBoe AT, B ToM
yucie y 1,9% (n=1) BoisiBieno 4 AT, y 11,5% (n=6) — 3 AT, y 36,5% (n=19) — 2 AT, y 38,4%
(n=20) — 1 AT.

V¥ 13,5% (n=7) BbIABJIEH MOJOXUTEABHBIA TUTP TUpeouaHbIX AT, B ToM uucie y 4 nanueHToB
orMevasioch nosbiieHne AT-TIIO u AT-TT, y nByx nauuenroB —nosbienue AT-TT', y onnoro
nanuenTa — AT-TIIO. ¥V Bcex nannueHToB ¢ MOJIOKUTEIbHBIM TUTPOM THpeouHbIX AT oTmeuancs
3YTUPEO3.

3,8% mnanueHToB (n=2) UMEIH MOJOKHUTEIbHbBIE CEPOJIOTUUECKHE MAapKEPhl LEINAKUH: B OJHOM
ciyyae Habmomanock noseimieHne ATTT u ATI'JI, BO BTOpOM - H30JIMPOBAHHOE TOBBILICHHUE
ATTI'. Knuanueckue CHMITOMBI LIEIMAKUHU HE OTMEYAIINCh.

Oo6cy:xnenne. Ilo pesynpratam oOcnenoBanus y aereid ¢ CJI1 mpu AMUTENBHOCTH 3a00eBaHUS
no 1 romga B 88,5% moarBepkaeH ayTOMMMYHHBIN rene3 caxapHoro aumabera (CJ). B 11,5%
cneunpuyeckue OcTpoBKOBble AT OTCYTCTBOBaJIHM, 4YTO MOXET OBITh 0OYyCIOBICHO
cepokonBepcueid, T.K. AT uccrnenoBansl depe3 9 mecsneB ot aedroTa 3aboneBanus. OmHaKo,
JaHHAs TPYIIA MalMEeHTOB NPECTaBIseT HHTEpEC IS Morcka MOHOTeHHBIX ¢opm CJI, mosTomy
CIIEZyeT PacCMOTPETh BOIPOC O BepU(PHUKAIMY TeHETHYECKOW MpUUnHBI auadera. IlomydeHHbie
pe3yabTaThl TOATBEPXKIAIOT MHUPOBBIC JaHHbIE O OOJbIIEM pHCKE HaIU4YUs JIPyroro
ayrouMMyHHOro 3aboneBanust npu CI1 - naxke npu HeOonbimoil amutensHocTH C/1 y nereit
orpenenstorcs ceponornueckue Mmapkepbl XAWUT u nenuakun 6€3 KIMHUYECKOW CUMITOMATHKH.
30/10TOM CTaHAAPT IOUATHOCTUKU LEJIHAKHMM - OHOICUS TOHKOIO KHUIIEYHHKA C TIOMCKOM
XapaKkTepHbIX MOP(HOIOTHUECKUX U3MEHEHUH. BBIsIBIIEHNE CEPOIOTHYECKUX MAPKEPOB MO3BOJISET
CBOEBPEMEHHO 3aI0/1I03pUTh 3a00JIeBaHUE U HAPABUTh MAIIMEHTOB Ha JJaHHOE 00CIIeZIOBaHUE.

BreiBoawl. Y 88,5% nereit ¢ CII1 ¢ mJMTeIbHOCTHIO 3a00/IeBaHMs MeHee | roja BBISBIISIIOTCS
cneunpuueckue ocrpoBkoBbie AT. V 13,5% nereit ¢ C/I1 BeisiBneHs! anTutTUpeonnnsie AT, y
3,8% - ceponormdeckue MapKepbl LEIMAKUH, YTO MO3BOJIMJIO 3aN0J03PUTh CONYTCTBYIOLIYIO
ayTOMMMYHHYIO TAaTOJIOTHIO U HAlpaBUTh MAIUEHTOB JJIS JOMOJIHUTEIBHOrO obcienoBanus. B
CBSI3M C YEM Ba)KHO IIPOBOJAUTH CKPUHMHT JPYI'MX ayTOUMMYHHBIX COCTOSIHUH y nanueHToB ¢ CJ1[1
ISl UX paHHEH TUarHOCTHKH.
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CPABHEHME PE3YJIBTATOB TECTOB C 1 U 2 MI' JEKCAMETA30HA B
JUATHOCTHUKE 3HIOI'EHHOI'O 'NIIEPKOPTULIU3MA

JLIL. Bopucosa'
'®I'BY «HMMUII um. B. A. Anmasosa» Munsapasa Poccun

Beenenne. CornacHo KIMHHUYECKUM DPEKOMEHIAIMAM, [UIS BEpUPHUKAIMHU SHAOT€HHOTO
THIIEPKOPTHLIM3MA CPEIN POUUX JTa00PATOPHBIX METOIOB PEKOMEHA0BAHO POBEIEHUE MTPOOHI €
1 mnu 2 mr pexkcamera3oHa. M, TMOCKOJBKY, BBIMOJIHEHHE MpOObI ¢ 2 MI JeKcaMmeTa3oHa
TEXHUUYECKH CJIOKHEE U HAMHOI'O PEXE BCTPEYAETCS B PYTMHHON MPAKTHUKE, BCTAET BOIIPOC O
11eJ1ec000pa3HOCTH €€ MPOBEICHHS MIPH MOI03PEHUH HA HOTCHHBIH THIIEPKOPTHILIU3M.

Heawb. [Ipoananm3upoBarh pe3ynbTathl mpod ¢ 1 m 2 Mr aekcaMera3oHa y MAlHUEHTOB C
MOJI03PEHUEM Ha SHAOTCHHBIN TUIIEPKOPTUIIU3M U OIICHUTh HEOOXOIUMOCTh MPOBEICHHUS TECTA C
2 MT JeKcaMeTa3oHa.

Matepuanbl U MeToabl. IIpoBeneHO pPETPOCHEKTHBHOE KOTOPTHOE  OJHOIICHTPOBOE
HCClIeI0OBaHKe, BKIItoUaBliee 87 nanueHToB, rocnuranusupoadiieix B HMULL um.B.A.AnmazoBa
¢ 2018 o 2023 rox ¢ mofo3peHUEM Ha 3HJOTE€HHBIM TMIIEPKOPTULIN3M, KOTOPBIM ITPOBOAMIIUCH
npoOsI ¢ 1 u 2 Mr gekcamera3oHa. Jluarnoctuyeckuii mopor npod coctasisit S0 HMOJIB/.

PesyabTaTsl. 3 87 nanuenTos, y 13 oTMeyanuch TUCKOPIaHTHBIC PE3YIbTAThI MPOO: OTCYTCTBUE
CYTNIpEeCcCHH KOPTHU30Jia B Ipode ¢ 1 Mr u mojaBieHue B mpode ¢ 2 Mr aekcamerazoHa. Cpeau HEX,
y IBYX MalMEHTOB Mpoba ¢ 2 Mr ObUIa JOKHOOTPHUIIATEIHHON: IO COBOKYITHOCTH KIIMHUYECKUX
JAHHBIX U PE3yJIbTaTOB APYTHX JTaOOpaTOPHBIX HCCIEAOBaHMN Oblla yCTaHOBIEHA OOJE3Hb
Nuenko-Kymnnra,  BOOCIEACTBUM  JAMArHO3  TMOATBEPKAEH  TUCTOJIOTMYECKHM  TOCIE
aZICHOMAKTOMUH.

VY 11 nmanueHToB 6€3 Cynpeccuu KOpTHU3oia B pode ¢ | Mr mpou301uIo aJjeKBaTHOE MOaBlICHHE
B npobe ¢ 2 Mr, cpeau HUX: 4 mamueHta ¢ oOpa3oBaHueM runodusza, 7 — ¢ o0Opa3oBaHHEM
Ha/IMTOYCYHUKOB.

VY Bcex ManueHToB ¢ 00pa3oBaHueM THITO(H3a ¥ OJaBIEHUEM B IPo0Oe ¢ 2 MT pe3yJIbTaThl PyTuX
71a00paTOPHBIX TECTOB (KOPTHU30JI KPOBH U CIIIOHBI BEUEPOM, KOPTU30JI CYTOUHOW MOYH) TaKxKe
ObuIM OTpULATENbHBIMU. JIaHHBIM MaIMeHTaM OBLIM IIOCTABJCHBI CJEIYIOIIUE TUArHO3bI:
nposiakTuHOMa (1 uenoBek), ropMOHAIbHO-HEaKTUBHOE 0Opa3oBaHue runodusa (3 yemoBeka).

VY OonBHBIX ¢ 00pa30BaHUEM HA/AMOYEYHUKOB M MOJABJICHUEM MPOOBI C 2 MI' OCTAJIbHBIE TECTHI
1T BepU(PUKALUY THIIEPKOPTHLIM3MA TaKXKe ObUTH OTPHLATEIbHBIMU, CPEIN HUX Y 4 TallMEeHTOB
ObUIM OJTHOCTOPOHHHUE 00pa3oBaHus, y 3 - nBycTopoHHuE. [lanmenTam ObUT yCTaHOBIIEH IUArHO3
aBTOHOMHOM MPOJYKIMU KOPTH30Jla, M3-3a OTCYTCTBHs mopaBieHus B mpobe ¢ 1 mr. Takum
00pa3omM, BBIMOJIHEHHE MPOOBI C 2 MI' HE MMEJO Y HUX JONOJHHUTEIbHOM JAMAarHOCTHYECKOU
LIEHHOCTH.

V¥ 51 nauuenta ¢ noarsepxkaeHHbBIM AKTI -3aBHCHMBIM TMIIEPKOPTULIM3MOM U MOJIOKUTEIBLHOU
npoboit ¢ 1 Mr pesynbTaTbl JOPYyTUX TECTOB CBUAETEIBCTBOBAIU B IOJIb3Y SHAOT€HHOTO
TUIEPKOPTULIM3MA, HE3aBUCUMO OT PE3YJIbTAaTOB TECTA C 2 M.

VY nmanueHToB ¢ 00€MMH MOJI0KUTEIbHBIMUA MPOOaMH M OTPHULIATEILHBIMU PE3yJIbTaTaMu JPyTuX
tecToB, AKTI -3aBrcHMBIN THIIEPKOPTULIM3M HE ObLI MoATBepkAeH. CIeICTBEHHO, PEe3yIbTAThI
TECTa C 2 MI' HE OKa3aJIM BIUSHUS HA OKOHYATEIbHYIO JTUATHOCTHKY.
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VY 1 mamueHnTta oTCyTCTBOBAJIO IMOJIaBICHUE 00enX MpoO, HO WHBIE TECThl ObLTH OTPHUIIATEIbHEIE,
UMelach KIMHUKA THIEPKOPTULIM3MA, OBLJIO TMArHOCTUPOBAHO IMKINYecKoe TeueHue KymmHra
Y PEKOMEHJOBAaHO TUHAMUYECKOE HAOIII0ICHHE.

B rpynne namuentoB ¢ AKTI'-He3aBUCHMMBIM T'MIEPKOPTHLM3MOM, IpHU cuHApome MieHko-
Kymumnra (4 nanuenra), He ObUIO MOJIYYEHO AMCKOPAAHTHBIX PE3yJbTaToOB 00eUx Mpod, Apyrue
TECTHI CBUJIETEIILCTBOBAJIM B MOJIB3Y THIIepkopTHLM3Ma. CieoBaTenbHo, Mpoda ¢ 2 Mr He Hecla
JOTIOJTHUTEIBHON UH(OPMAITHH.

JlnarHo3 aBTOHOMHOM MPOAYKIUH KOPTHU30JIa ObUT YCTaHOBJIEH Y 20 ManueHToB, Ha OCHOBAaHUH
OTCYTCTBHUSI CYNpPecCHMH B Ipobe ¢ | Mr W OTpUIATENbHBIX pPE3YJIbTATOB JPYTHX TECTOB.
PesynbraTe! po6 ¢ 1 u 2 Mr ObLIM IMCKOPAAHTHBIMU B 7 CIy4asiX, OJHAKO, 3TO HE TOBJIHIO HA
OKOHYATEJIBHYIO JUAarHOCTUKY, UCXOMS U3 ONPEIEICHUS JaHHOIO COCTOSHHUS.

BoiBoabl. Ilpu oTCyTCTBUM MOAaBICHHS KOPTHU30Ja B Mpode ¢ 1 MI M MOJOKUTEITHHBIX
pe3yabTaTax Ipyrux JJadopaToOpHBIX TECTOB, BHIIOIHEHUE POOBI C 2 MT HE JaeT TOTIOJIHUTEIbHBIX
NPEeUMYIIECTB B JAMArHOCTHKE THUMEepKopTHIM3Ma. lIpoBeneHue mpoObl ¢ 2 MI MOXET OBITh
PaccMOTPEHO MPH OTCYTCTBUU CYNPECCUU B MPpoOe ¢ | MI, COMHHUTENBHBIX pe3yNbTaTax Jpyrux
TE€CTOB U HAJIMYUH KIIMHUYECKOTO ITOJO3PEHHS Ha THIIEPKOPTULU3M, OJHAKO CIEAYET YUUTHIBATD,
YTO 3TO MOKET yCIIOKHUTDH JUArHOCTUYECKUM ITOUCK.

KiroueBble cj10Ba: TUIIEPKOPTUIIU3M, TPpoda ¢ JAekcaMmera3oHoM, Oone3Hb UieHko-Kymuara,
ABTOHOMHAs TPOIYKLIUSI KOPTHU30JIa.

OCOBEHHOCTHU KJIMHUYECKHX MPOSABJEHUN MMAIIMEHTOB C
CUHAPOMOM KAJJIEPA-VKOHCA

C.I1. Bonpapenko!
THILL P® ®I'BY «HMMULI sHnokpunonorun» Munsapasa Poccun

KiroueBble caosa. Cunapom Kamnepa-/xonca, GLI2, runonutyurapusM, JHLIEBON
auCMOp(hU3M, OMUIAKTHIIUS, THITOTITUKEMHUS

Beenenne. Cunnpom Kamnepa-J[xonca sBugercs op¢aHHBIM ayTOCOMHO-TOMUHAHTHBIM
3200JIeBaHUSM C ITUPOKUM CIIEKTPOM KIIMHUUECKUX MPOSBICHHIA, CBA3aHHBINA C MyTallUsSIMU B T€HE
GLI2. Knaccuuecko Tpuaaoi CHHAPOMA SBJIETCS MONMIAKTUIINS, TUIIONUTYUTAPU3M U JINLEBOI
arucMophusM, KoTopas Obuia BriepBele onvcana B 1984 r. Kamnepom u J[xoHcom.

Jlia rena GLI2 onvicaHa HETOJIHAsI IEHETPAHTHOCTB, €€ IMPOLIEHT B HACTOAILEE BPEMS HEU3BECTEH,
M03TOMY (PEHOTHUIMMYECKUE MPOSIBICHUSI MOTYT OTIMYATBCS Jaxe Yy JIOACH ¢ OAHUM U TeM XKe
HYKJICOTUHBIM BapuaHTOM. HernosHast meHeTpaHTHOCTh TaKXKe CBUIAETEILCTBYET O TOM, UTO IS
¢dbopmupoBaHus (peHOTHIIA, BEPOSTHO, HEOOXOAUMO HAJMUUE JPYTUX TEHETHYECKUX (PAKTOPOB U
(aKTOpPOB OKpPY’KAIOLIECH CPEIbI.

PacnipocTpaHeHHOCTh JAHHOM NATOJOTMM HEU3BECTHA B CBA3M C MaJIbIM  KOJIMYECTBOM
HaOJIOACHUI U OTCYTCTBUEM CUMIITOMOB Y HEKOTOPBIX HOCUTEIIEH BapuaHTOB B reHe GLI2.
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Baxxno otmeTuth, uto GLI2 SIBISIETCA TEHOM C 4acTbIMU HOPMAJIbHBIMU BapHallUsIMU. Z-SCOTE B
6aze manabIX gnomAD v4.0.0 cocraBnser 0,49, 4To yka3bIBaeT Ha BHICOKYIO TOJIEPAHTHOCTH K
MHUCCEHC BapUaHTaM.

Marepnansl M Meroabl. llamuentaMm mnpoBeneHO MOJHO3K30MHOE cekBeHupoBanue JIHK
mumdoruToB nepudepuyeckorr kposu Ha mpubope MiSeq (Illumina, USA) meronom mapHo-
KOHIIEBBIX YTCHHH C MOCIEIYIOIUM OMOMH()OPMATUUECKUM aHAIU30M M HMHTEpIIpeTaluei
BBISIBJIEHHBIX BAPUAHTOB 10 POCCUMCKOMY PyKOBOICTBY MHTEpIIPETALIMU JAHHBIX, [TOJYy4YEHHBIX
METOZaMHi MacCOBOT0 MapajijiebHOro cekBeHnpoBanus (MPS).

Pesyastatsl. B THI[ PO ®I'BY «HMUI supokpunonoruuny» M3 ObII0 33 JOKyMEHTUPOBaHO 12
KIIMHUYECKUX ciayuyaeB cunapoma Kamnepa-/Ixonca. Cpenn Bcex HalllMX NAllMEHTOB BApUAHTHI B
rede GLI2 panee He ObLTU ONMMCAHBI B MUPOBOU JIMTEPATYPE.

VY nanueHTa ¢ NaTOreHHbIM BapUAHTOM U Yy 2 MAlUEHTOB C BEPOSITHO MaTOT€HHBIMU MYTallUsIMU
ObUI BBISIBIICH AS(PULIMT TOPMOHA POCTa B COUYETAHMHM KaK MHHHUMYM €Il C OJAHUM Ae(pUInuTOM
aneHoruno¢usa. Y OJHOTO MalMEeHTa C BEPOATHO MATOT€HHBIM BAPHAHTOM JMArHOCTHPOBAH
Tosibko nedunut comarorporHoro ropmona (CTI). V 4 u3 7 nanuentos (57,1%) ¢ Bapuantamu
HEOIPEICICHHON KIMHUYECKOW 3HAYMMOCTH OTMeEYalics Je(PHUIUT HECKOJIbKUX TPOIHBIX
ropmoHoB runo¢usa. lepunut CTI, TupeorponHoro ropmona (TTI') u anpeHOKOPTUKOTPOITHOTO
ropmona (AKTI') OblT AMAarHOCTUPOBAH y MAalMEHTa ¢ JOOPOKAYeCTBEHHBIM BapHAHTOM B I'EHE
GLI2.

Hu Y OAHOT'O MalreHTa HE OBLIO MOJIMAAKTUIINU HE3aBUCUMO OT MMATOTCHHOCTU MYyTalluU.

VY 8 u3 12 nanuentos (66,7%) auarHocTHpoBaHa 3aiep)kKa IICUXOMOTOPHOTO pa3BUTHA. Y 5
(62,5%) 13 3TUX MAIIMEHTOB OTMEYAIKNCH TUIIOTJIMKEMUU B AHAMHE3€, YTO MOTJIO CTAaTh IPUUYUHON
orcraBaHus B pa3Butud. Y 3 u3 8 mamuentoB (37,5%) naHHple 00 3MU30/1aX TUIIOTIUKEMUU
OTCYTCTBYIOT.

AHOMaJIMU YeTIOCTHO-THIEBON oOnact umenu 3 u3 12 manueHToB (25%), TONBKO Yy OJHOTO U3
HUX OBUTH JIBYXCTOPOHHHE PaCIICIMHBI BepXHEH ryObl 1 HeOa. AHOMAJIUSI MOYEBbIICIUTEIbHOM
cucTeMbl OblIa BhIsiBNIeHa y | 13 12 marnuenTos (8,4%) B BUJIE MTUET0IKTa3UH JIeBOH 1mouku. [Topox
CEpAEYHO-COCYIUCTON CUCTEMBI (OTKPBITBHIN apTepHANIbHBIN MPOTOK, OTKPHITOE OBAJIBHOE OKHO,
yMepeHHas THIOoIUIa3usi (UOPO3HOTO KOJbIAa TPUKYCHHUAAIBHOTO KIIallaHa M JIEBOHM JIETOUHOM
apTepuu) ObLT BBISBICH TONbKO Y 1 u3 12 (8,4%) nanmentos. Y 4 u3 12 naruenTos (33,3%) npu
ocMOTpe O(TaIILMOJIOTOM BBISIBIIEH MHUOIUYECKUN aCTUIMAaTH3M, y OJAHOTO M3 3THUX MAlMEHTOB
(8,4%) IMarHOCTHMPOBAHO CXOAAIIEECS COAPYKECTBEHHOE Kocoriasue. Mukpouedanus
3aiokyMeHTupoBaHa y 1 u3 12 nereit (8,4%). Dnuencust otMevanach y 1 u3 12 manueHToB
(8,4%), a Taxxke y omHoro manueHta (8,4%) HaOmoOIanWch CyIOpOTH HESICHOTO TeHe3a.
Kpunropxusm BeIsBIIEH y 2 ManbuuKkoB U3 6 (33.3%), runocnanus - y 1 mansuuka (16,7%).

BobiBoabl. [lomydeHHbIe pe3ynbTaThl MOATBEPKAAIOT noauMopdusm cunapoma Kamnepa-/xonca
Y HETIOJHYIO NEHETPAHTHOCTh reHa GLI2. @eHOoTUNNYECKUE NPOSIBICHNS y HAIUX MMAIMEHTOB HE
KOPPEJIIUPOBAIIH C IATON€HHOCTHI0 BAPUAHTOB HYKJICOTHIHOM IIOCIIEJ0BATEIILHOCTH.

Hanuyume y DanueHTOB C TUINONUTYUTAPU3MOM  COIYTCTBYIOIIUX IIOPOKOB  Pa3BUTHUSA
CBHUJIETEJILCTBYET O HEOOXOJIMMOCTH TNPOBEACHHUS MOJEKYJISPHO-TEHETUYECKOTO HCCIIEIOBAHUS
reHa GLI2 171 NOCETyIOIIEro BbISBIECHUS IPYTUX BO3MOXHBIX KOMIIOHEHTOB CHUHIpPOMA.

HCO6XOIII/IMBI IIEUII:HGfIIHPIC HUCCIICAOBaHNA MAIUCHTOB C JAHHBIM CUHAPOMOM [JIs1 BBISABJICHUA
APYrux BO3MOKHBIX CHMIITOMOB, IIOHWCKa HNPUYUH HU3MCHYHUBOCTHU (I)GHOTI/IHa U TIPOBCACHUA
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MIEPCOHAIM3UPOBAHHOTO MEAMKO-TEHETUUECKOTO KOHCYJIBTUPOBAHUSA CEMEW, SBIISIOLIMXCS
HOCHTEJIEM BapUaHTOB B reHe GLI2.

AAATHOCTHYECKAA S3HAYUMOCTD OEPUTHUHA KAK MAPKEPA
HAPYIIEHUH YTJIEBOJHOI'O OBEMEHA Y MAIIMEHTOB C M3BBITOYHOM
MACCOHM TEJIA 1 O)KUPEHUEM

S1.C. Cnaekuna!, H.H. Mycuna!, JI.A. Tlerpyxuna!, T.B. Canpuna!

!®I'BOY BO Cubupckuii rocy1apCTBEHHBIN MEAUIIMHCKKI yHUBEpcuTeT Mun3apasa Poccun, T.
Tomck, Poccus

KaioueBble cioBa: aucMerabonuyeckas IMeperpyska >Kelne3oM, CaxapHblid amaber 2 Twura,
bepputuH.

BBenenne. M3mepenue copep:kanust peppuTHHA CHIBOPOTKH SIBIAETCS YAOOHBIM U JTOCTOBEPHBIM
METOZIOM OLICHKH JIENOHMPOBAHHOIO JKejie3a B opranumiMe. Jucmerabonmuueckasl meperpyska
KEJIEe30M, ACCOUMUPOBAHHASA C OKUPEHUEM U UHCYJIIMHOPE3UCTEHTHOCTBIO, SIBJIIETCS BO3SMOKHBIM
MyCKOBBIM (haKTOPOM B IaTOTeHe3e HapylieHui yrieBoanoro oomMena (HYO) u nucnununemun.

Heab. [Ipoananm3upoBaTh BO3MOXKHOCTH HCIIOJIB30BAHHS IMOKaszaTelel Meradonm3Ma jkelesa
(pepputHHa U Kene3a CHIBOPOTKH) Kak npeaukTopoB HYO B maHHON KOropTe MarMeHTOB.

MaTtepuanabl 1 MeTOABI: HCCICIOBAHNE BBHIMOJIHEHO HAa 0a3e SHAOKPHHOJIOTUYECKON KIMHUKH
OI'bOY BO CubI'MY r. Tomcka. B wucciemoBanwe Bomuid 78 MAIUEHTOB, HMEIOIIHNX
n30BITOYHYIO Maccy Tena uiu oxxupenue. [lamuenTts! pasaenensl Ha rpynmnsl o HYO: rpynma 1 —
mna 6e3 HYO (n=52), rpynna 2 — nauuentsl ¢ HTT' (n=17), rpynna 3 — nauuents ¢ C12,
JMarHOCTUPOBAHHBIM BIIEPBBIC HA MOMEHT BKJIIOUEHHS B HccienoBanue (n=9). Becem nanuentam
BBINOJIHSJIMCH OLIGHKAa AHTPOIIOMETPHUYECKUX IOKa3aTesei, 3a00p KpOBH ISl ONpeAeTCHHS
OMOXMMHUYECKOT0 aHalln3a, OOILIero aHajiu3a KPOBH M OMOXMMHUECKMX IOKa3areneid oOMeHa
xKenesa (Keseza ChIBOpOTKH, (epputnHa, Tpancdeppuna, HTXK). Cratucrtuueckas oOpaboTka
pe3yabTaTOB  OCyUIECTBIsIach makeroM nporpamm  SPSS  Statistics23.  Pesynbratsl
CPaBHUTEIHHOTO aHAIM3a MPEACTABICHBI B BUJE MEAMAHbl M MHTEPKBAPTUIBHOTO pa3maxa (Me;
Q0,25-Q0,75). 3HauuMOCTb pazInuMii Mokas3aTesnei Mex /1y He3aBUCUMbBIMU I'PyNIIaMH CPAaBHEHUS
OLICHMBAJACh C IIOMOLIBIO KpuTepuss ManHa VYuUTHHU.

Pe3yabTaThl: YpoBeHb GeppuTHHA ObLI 3HAYUMO BbIlIE y manueHToB ¢ C/12, yeM y ManueHToB ¢
HTT (298,10 [145,80-336,95] u 124,00 [58,30—-170,55] ur/mn coorBercTBeHHO, p=0,029) 1 nuit
6e3 HYO (298,10 [145,80-336,95] u 59,80 [24,10-108,85] ur/min, p=0,002), 1 3HaYNMO BBIIIE Y
mur ¢ HTT B cpaBHennu ¢ nanuentamu 6e3 HYO (p=0,035). Conepxanne TpancheppruHa ObLIO
BhIre y sini 6e3 HYO B cpaBHennn kak ¢ narmentamu ¢ HTT (304,00 [281,50-334,75] 1 299,00
[274,00-371,50] mr/an, p=0,005), tak u ¢ 6ompabiMu CJI2 (304,00 [281,50-334,75] u 251,00
[238,00-293,50] mr/mn, p=0,029). Conepxanue xeneza u HTXK 3HaunMo He pa3nuyaiuch B
UCCIIeTyeMbIX Tpymmax. JIOMONHUTENPHO MAUEHThl ObUTH CTPATU(UIIUPOBAHBI B TPYIIIHI IO
YpOBHIO (heppUTHHA CHIBOPOTKHU: 1) ¢ ypoBHEM (heppUTHHA CHIBOPOTKH BBIIIEC 75 MEPUEHTHIISA
(>160,85 ur/mm) (n=20) 2) ¢ ypoBHeM (peppuTHHA CHIBOPOTKU HMXe 75 mepuentuis (<160,85
Hr/ma) (n=58). IlammenTtsl ¢ coxepkaHueM (eppuUTHHA, MPEBHILAIONIMM 3HAYeHUS 75
nepueHTwis, uMmenu Oonee Beicokue uuaexc OT/Ob (0,93 [0,90- 0,97] u 0,85 [0,80-0,95]
cootBercTBeHHO, p=0,005) nu uanexkc HOMA (4,32 [2,30-7,28] u 3,00 [2,17- 3,84], p=0,024),
6onee Bwicokuit HbAlc (5,8 [5,3-6,6] u 5,4 [5,2-5,7]% cootrBercTBenHo, p=0,016), Gonee
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BBICOKOE cojepkanue modeBoir kuciotel (0,47 [0,40-0,53] u 0,34 [0,28 — 0,38] mMxMonb/1
cootBercTBeHHO, p=0,0001) u aktuBHOCTM TpaHcamuHas (AJIT: 33,00 [24,00-50,00] u 24,00
[16,00-32,00] Ex/n, p=0,004; ACT: 23,00 [19,00-38,00] u 20,00 [16,00-26,50] En/n, p=0,024).
ITo pesynpratam ROC-ananusa ObulO MOKa3aHO, YTO (EPPUTHUH SIBIISAETCS MH(POPMATUBHBIM B
muarHoctuke CJ[2: wyBcTBUTENBHOCTH 77,8%, cienuduunocts 91,0% mnpu oTpe3HOM 3HaUCHUH
208,1 ar/mn (obmacts o kpusoii 0,813, p=0,002).

BbIBO/ABI: BEICOKHI YPOBEHb (heppUTHHA MTOJI0KUTEIBHO ACCOLIMUPOBAH C TAKUMH KOMITOHEHTaMH
Mmetabonuueckoro cunapoma (MC), kak HYO, runepypukeMus: U AUCIUNUAICMUS U MOKET OBbITH
pacCMOTpPEH B KadyeCTBE CaMOCTOATENbHOrOo KoMrioHeHTa MC. ®eppuTuH Takxke SBISIETCA
NEPCIEKTUBHBIM MapKEPOM-TIPETUKTOPOM IpearadeTa u caxapHoro Auadera 2-ro TUIA.

OIIEHKA TIOKA3ATEJIEM ®OC®OPHO-KAJIBIIUEBOI'O OBMEHA H
OCOBEHHOCTEN METABOJINBMA BUTAMHUHA D Y HNAIMEHTOB C
TEPMHUHAJIBHOU CTAJIUEN XPOHUYECKOH BOJIE3HHA MMOYEK,
MNOJYYAIOIIUX JJEYEHUE IPOTPAMMHBIM T'EMOJIUAJN30M (XBII C5]1), HA
@®OHE BOJIIOCHOM TEPAITNU KOJEKAJBIIUPEPOJIOM (150.000 ME).

A.C. Bonmapenko!
ITHILL P® ®I'BY "HMMULI sunokpunosiorun” M3 Poccun, Mocksa

Iesb: BBIABUTH OCOOCHHOCTH KanbLui-pochopHOro oOMeHa u Merabosms3ma BuTamuHa D y
NAIMEeHTOB C TEPMHHAIBHON CTajnel XpOHHUYECKOW OOJIEe3HM MOYEK, MOJyYalollUX JIeueHHE
nporpaMMHbIM remouanu3oM (XBIT C5]1), ucxogHo u yepe3 7 qHEl mocie mpueMa O0IFCHON
no3b1 kKonekanbiudepona (150.000 ME) no cpaBHeHUIO O 310POBBIMU JIUIIAMHU.

Matepuanabl M MeTOAbI: B HccienoBanue Obuto BrmoueHo 30 mammenta ¢ XBII C5 u 30
3I0POBBIX JTOOPOBOJIBIIEB. YPOBHU MeTabonuToB BuTamuHa D (25(OH)D, 24,25(0H)2D3,
1,25(0OH)2D3), ceo6oanoro 25(OH)D u Butamun D-cBsizpiBatomero 6enka (DBP), maparropmona
(ITTT"), dakropa pocta ¢udbpodbmactoB 23 (DPD-23), xanbius, anpOymuHa, Gdocdopa
OTIpENeNITINCh MCXOMHO W uepe3 7 maHed mocie mpuema 150000 ME konexanbuudepona.
Konnentpanuu wmeTabonuroB BuTaMHUHAa D HM3MEpSIINCh METOAOM  BBICOKOA((HEKTHUBHOMN
KHUJIKOCTHOM Xpomarorpaduu B COYETaHUH C TAHJEMHON MacC-CIIEKTPOMETPHUECH.

Pe3yabTaThl: MCXOAHO TPYNIBl OBUIM CONOCTaBHUMBI MO Moy, Bo3pacty, MMT, ypoBHIo
cBoboHoro 25(OH)D (4,78 [3,88; 5,26] vs 5,61 [4,01; 7,31] nr/mi) m DBP (280 [229; 320] vs
265 [242; 293] wmr/n) (p>0,05). ¥ mammentoB ¢ XBII C5]/] ucxomHblii ypoBeHb aibOyMHH-
CKOPPEKTUPOBAHHOTO Kanbius (2,11 [2,04; 2,17] vs 2,30 [2,25; 2,35] MM0JIb/1T) OB 3HAUUTETHHO
ke (p<0,05), a yposau docdopa (1,56 [1,28; 1,98] vs 1,19 [1,06; 1,30] mmons/n), [TTT (199,5
[105,6; 321,5] vs 42,4 [36,1; 61,7] nir/mn) m ®PD-23 (21,0 [8,9; 27,6] vs 0,4 [0,3; 0,6] mMomn/1)
Bhime (p<0,05). Taxxkxe mia nanuenToB ¢ XbIT C5/] Opiin xapakTepHbl 60Jiee HU3KHE OKa3aTelH
25(OH)D3 (7,1 [3,7; 13,5] vs 18,2 [12,2; 22,9] ar/mn), 24,25(0OH)2D3 (0,05 [0,05; 0,07] vs 1,33
[0,60; 2,10] ur/m) u 1,25(0OH)2D3 (18 [12; 43] vs 39 [31; 56] nir/mi) (p<0,05).

[Tpuem OomrocHO m03b1 Konekambiudepona (150.000 ME) B obeux rpymmax NOpuBeNT K
3HAYUMOMY YBEIUYCHUIO ypoBHEH cBoboaHoro 25(OH)D, 25(0OH)D3, 24,25(0H)2D3 (p<0,05).
B 10 Bpems kak wusmenenue ypoBHsA 1,25(OH)2D3 mnocne mpuema mpemapara He ObLIO
CTaTMUCTUYECKM 3HAYUMO HHM B oAHOM u3 rpymnn (p>0,05). B rpynne naunentos ¢ XbII npuem
konekanbiudepona npusen kK cHmwkenuto yposus I[ITI (199,5 [105,6; 321,5] vs 166,7 [97,97;
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242,71 nr/mn, p<0,05) u yMepeHHOMY YBEJIWYCHUIO YPOBHS albOyMHH-CKOPPEKTHPOBAHHOTO
kameius (2,11 [2,04; 2,17] vs 2,15 [2,11; 2,22] mmons/n, p<0,05), B To BpeMs KaKk B KOHTPOJIE 3TH
MOKa3aTenu He U3MEHWINCh. JlocToBepHOro n3MeHeHus: KoHneHTpanuun OPD-23 u docdopa He
BBISIBJICHO B 00eux rpymmax (p>0,05).

Yepes 7 aHeit mocie npuema 60JII0CHOM 10351 KOJEKaIbIU(pEpoIia MEX Ly TPYIIIaMHU COXPaHSITUCH
UCXOJIHBIE DPA3JIMYMs 0 YPOBHIO albOyMHH-CKOPPEKTHpOBaHHOTO Kajblms, ¢ocdopa, IITT,
OP®D-23, DBP u merabonutoB Butamuna D (p<0,05). IIpu sTom ypoBens cBoboHOTO 25(0OH)D
(5,91 [4,21; 6,50] vs 8,90 [6,51; 13,05] nir/mi) ipu BTOPOM BH3UTE ObLT 3HAUYUTEIHHO HUXKE Y
nauuenToB ¢ XbII no cpaBHeHHIO ¢ KOHTPOABHOM rpynnoit (p<0,05).

BoiBoa: Ilammentst ¢ XBII C5]] neMOHCTpUPYIOT XapaKTepHbIE HApYLICHHS B METa0OIH3Me
ButamuHa D. OqHokpaTtHbIi mpuem 6omocHoit 10361 (150 000 ME) konekanbiudeposia mpuBOAUT
K 3HaunMoMy cHikeHHio ypoBHs IITI ¢ TenaeHuueidl Kk HOpManM3aluU YPOBHS Kayiblus 0Oe3
u3MeHeHus ypoBHs (ocdopa y narmenton ¢ XbIT C5/1.

dunancupoBaHue: VccienoBanue BHINOJIHEHO NMPH Nojaepkke Poccuiickoro nayyHoro ¢onaa
(mpoexT HOMep 19-15-00243).

KaroueBbie ciaoBa: XBII C5/[; merabonusm ButamuHa D; docdhopHo-KanblueBbii 00MeH;
KoJeKanbudepo.

TEPAIIUA CEMAIJIYTHAOM CIIOCOBCTBYET YBEJMYEHUIO IIOTPEBJIEHUA
I'/IIOKO3bl AJUIIOINUTAMM, ITOJYYEHHBIMHU W3 ME3EHXHUMAJIBHBIX
CTBOJIOBBIX KJIETOK HOJKOXHOM XHWPOBOH TKAHHM HAIIMEHTOB C
CAXAPHBIM IMABETOM 2 THITIA

Arapésa M .1O.!2, Cradees 10.C.!, Muuypuna C.C.!2, BonusipeBa M.A.!3, IllectakoBa E.A%,
Tomunosa A.O.%, Cuneokas M.C.#, Menbimkos M.IO.!, ITappénosa E.B. 12, Illecrakosa M.B.*

!®I'BY "HauuoHanbHBIM MEIMIMHCKHAN MCCIEN0BATENLCKMI IIEHTP KapAMOJIOTMH HMEHU
akanemuka E.M. Ya3zoBa" MunuctepctBa 3apaBooxpanenus: Poccutickoit @enepannu, Mocksa

2MOCKOBCKHii TOCY1apCTBEHHBIN yHUBepcuTeT uMeHn M.B. JlomoHocoBa, MockBa
SHaroHaabHBIH UCCIIE0BATEIbCKUM yYHUBEPCUTET «BpIcias mKona 3KOHOMUKNW», MockBa
‘®I'BY "HMMUII sunokpunonorun” Munsapasa Poccun, Mocksa

Lesb: M3yuyuTh BIMSHUE TEPAlMU AaroHUCTOM pELENTOpa TIIOKAaroHOmoJo0HOro menTtuaa-1
(I'TIII-1) cemarmyTuaoM Ha METabONMHM3M ME3CHXHMMAIbHBIX CTBOJIOBBIX KJIETOK MOJIKOXKHOMN
xupoBoit Tkanu (MCK mKT) naruientos ¢ caxapubsiM auadetom 2 tumna (CL2T).

Matepuanbsl 1 MeToabl: MCK Obutd moy4YeHbl U3 MOAKOXKHOW KMPOBOI TKaHM MAIMEHTOB C
CH2T no tepanuu aronuctoM perenropa ['TIII-1, a Takke U3 MOBTOPHBIX OMONTATOB MOKOKHON
KHPOBOM TKAaHU 3TUX K€ MALMEHTOB CIyCTd MOJAroja rocie tepanuu (mamuentsl ¢ UMT>35
KI/M2, JUIMTENBHOCTh OXMpeHHs Oonee 10 jer). Bbiaenenue KIETOK IPOBOIWIM COIJIACHO
CTaHJApPTHOMY TNPOTOKONY C HCIIOJIb30BaHMEM KoJulareHasbl | Tuma. AHamu3 merabonu3ma
BKJIIOYAJ M3MEPEHHE TMOIJIoONIeHUus aaunouutamu, nomaydyeHHeiMmu u3 MCK  mXKT,
HemeTabommsupyemoii  [3H]-2-1e30Kkcurmoko3sl, a Takxke oleHKy pacnpeaenenus [14CJ-
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TJIIOKO3bI BHYTPH KJIETOK. DKCIPECCHIO METa0OIUYECKUX OEITKOB KOHTPOJIUPOBAIA METOJIOM
UMMYHOOJIOTTHHTA.

Pe3yabTaThl: Tepamnus ceMarayTHIOM MPUBOAUT K YBEIUYEHHUIO MOIJIOMICHUS TJIIOKO3bl B
apunornuTax, nonydeHHex 3 MCK mXT manuentoB ¢ amadetom. AHanu3 metabommsma 14C-
TJIIOKO3bI IIOKa3aJl YBEJIHMUEHHE POYKIIMU BOJIOPACTBOPHUMBIX METAOOIUTOB B aTUTIOLUTAX MOCTE
Tepanuy CeMariayTUIOM, IPU dToM BKItoueHHe 14C B TUNUABI HE U3MEHSUIOCH. AHAINM3 OEIIKOBBIX
MapkepoB nokaszan ysenndeHue skcrpeccun GLUT1 u 5 koMmIuiekca 31€KTpOH-TpaHCIOPTHOM
nenu AT®-cuHTa3sl IOCIIE TEPAIUU.

BbiBoabI: Tepamus CEeMariIyTHAOM CIIOCOOCTBYET YBEIMYEHHIO TOTPEOJICHHSI TIIOKO3BI
agunouutamu, nonydyeHHBIMM ©W3 MCK 1mXT mnaumentoB ¢ CH2T, u ee nampHewiero
HCIIOJIb30BaHus 11 cuaTe3a AT® Oe3 HakaruMBas N30BITOYHBIX JIMITAIOB.

duHaHCHMpOBaHUe: padoTa BHINIOJIHEHA MPH MOJIepKKe rpanTa Poccuiickoro HayyHoro (onaa
22-15-00365.

KiroueBble c10Ba: Me3eHXMMATbHBIE CTBOJIOBBIC KIETKH; CaXapHBIN TUa0eT 2 THUIIa; CEMarTyTHI;
MeTa0OJIU3M.

3HAYEHUE OPEKCHHA A B HEMPOSHJIOKPUHHOM PEI'YJISAIIMU HOPMO- U
I'MIIOI'OHAJJOTPOITHOT' O I'NITIOI'OHAIU3MA

10.C. EBceeBa

BBenenne: I['mmoroHagusM — COCTOSHHE, NPU KOTOPOM CHIDKAeTCS BBIPAOOTKAa IOJIOBBIX
CTEPOUJOB. Y KEHIIUH B PENPOAYKTUBHOM BO3pacTe MOXET BCTPEYaThCS TMIIOTOHALOTPOIHAS
¢dopma, u ee HarOoJee YacThIi pUMep — GYHKIMOHATIBbHAS TUITOTaTaMudeckast ameHopes (PIA),
a TaKyK€ HOPMOTOHAI0TPOIIHBIN TMIIOTOHAIN3M - CHHIPOM MOJIUKUCTO3HBIX SMYHUKOB (CITA), kak
oHa W3 Haubojee paclpOCTPaHEHHBIX SHAOKPUHHBIX marosioruil. IIpm PI'A ocHOBHBIMHU
CUMIITOMaMHU SIBJISIIOTCS aMEHOPEs U CHU)KEHUE YPOBHS ACTporeHoB, s CIIS Toxxe xapakrepHa
OJINT0-aMEHOpEs, HO IIPU ’TOM OTMEUAETCs ruIepaHaporenus. PacctpoilcTBa HEMPOIHIOKPUHHON
peryJsiLiuK B HACTOSIIIEE BPEMsI paCCMaTPUBAIOT KaK OJHO U3 KIIIOUEBBIX 3BEHBEB I1ATOICHE3A IIPU
HOPMO- M TUIIOTOHAJOTPONHOM TIHnoroHaguzMe. OpeKkcuHbl (TMIIOKPETHHBI) - HOBBIM Kiacc
TUIIOTAJIAMUYECKUX HEHpOINENTHIOB, MPUHUMAIOMIMX YYacTHE BO MHOTHX (DU3MOJOTHYECKUX
npolieccax — CMeHa [UKJIOB COH-00PCTBOBAHUE U peryisinus oOMeHa BemiecTB. X perentopsl
HKCHPECCUPYIOTCA B epu(epUIecKUX TKaHAX, BKIIOYAs SHAOKPUHHYIO cucTeMy. OmyOIrMKOBaHbI
paboThI, B KOTOPBIX COOOIIACTCS O 3HAUCHHH OPEKCHHOB B PETYJISIIUHN PENTPOAYKTUBHON CUCTEMBI.
MexaHu3M JeUCTBUS U TOYKU MPHIIOKEHHUS THIIOKPETHHOB aKTUBHO HCCIIETYIOTCS, OBLIO OMMCAHO
UX CTUMYJIMpYIOIIee BO3JEHCTBUE Ha HEUPOHBI TOHAIOTPONUH-pIIM3UHT-TopMoHa (['HPT).

Heab: w3yuyuTh OCOOEHHOCTH OPEKCHHOBOTO CTaTyca (KOJUYECTBEHHBIE XapaKTEPUCTUKU
OpeKcuHa A) y JKEHILHUH PENpoyKTUBHOTO Bo3pacTa nmpu HopMo- (CIIS) u runoronaioTpornuom
(®I'A) runoronaauszme.

Marepunansl M MeTOABI: B uccienoBanuy NpUHSUIM ydyacTHe KeHIIMHBbI 18-39 ner, xoTopble
Obutn pacnpenenensl Ha 4 rpynmsl: 20 nanuentok ¢ CIIS u unaexcom macceel Tena (MMT) >25
kr/mM? (1s rpynma), 20 sxenmun ¢ CITS u UMT< 25 kr/m? (2 rpynna), 20 nanuentok ¢ ®TA u
VMT < 25 xr/m2. Jluarno3 CITS Gbu1 BHICTaBIIEH HA OCHOBaHMU PoTTepnamckux kpurepues (2003
ron), nuarao3 @I'A yctaHOBIIEH Ha OCHOBAaHUM HAJIMYUS aMeHOpeH Ooiee 3 MecsIeB, CHIKEHUS
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ypoBHs JroTenHusupytomiero ropmona (JIIN) menee 1,6 En/m u ypoBHs scTpaamnona menee 85
nr/mia. I'pynny cpaBHeHHs cocTaBuiu 20 340POBBIX KEHIIUH C PETYISPHBIM MEHCTPYaIbHBIM
koM u UMT < 25 kr/m?. Bo Beex 4eThipex Tpynnax ObUIM ONpeesieHbl YPOBHH OPEKCUHA A,
JI, dommukynoctumynupytouiero ropmona (®CI'), obmero TecrocTepoHa, WHCYJIMHA B
CBIBOPOTKE KpOBH B 1 a3y MeHCTpyajbHOro Iukia (3-7 AeHb IUKIA) WK Ha (oHe 3a1ep>KKu
MeHcTpyarun 6osee 2 mecsies (y nanuentok ¢ CIT u @T'A).

PesyabTaTsl. Bee 4 rpynmbl OblTH conmocTaBUMBI 110 Bo3pacty. B 1if rpynne UMT cocraBun -
menuana 30,8 xkr/m? [26,6; 34,6], Bo 2ii rpynme - 21,4 xr/m? [19,2; 22,4], B 3i1 rpynme - 17,9 kr/m?
[16,3; 19,1], B rpynme koutpons - 20,9 kr/m? [20,0; 22,8]. VpoBens opekcuHa A oxaszajics
CTaTMCTUYECKH 3HAYMMO HIKe B rpymie naruentok ¢ CIIST u UMT >25 kr/M? 1 y NanueHToK ¢
@I'A, o cpaBHenwuto ¢ rpynnoi CIIA ¢ HopmansasiM UMT 1 310p0OBbIMY KEHILMHAMU: MEIUAHA
1,32 ur/mn [0,29;3,56], 1,85 ur/min [0,48;2,67], 5,77 ur/mi [3,34;9,87] 1 11,06 ur/mn [8,41;17,49],
coorBercTBeHHO (p<0,05). B rpynme CIISl ¢ u30BITOUHBIM BECOM YPOBEHb HHCYJIMHA ObLI
CTaTHUCTUYECKM 3HAYMMO BbILIE IO cpaBHEHUIO ¢ nauueHTkamu CIISI ¢ HopManbHBIM BecoM,
6ompHBIMU OT'A u 3nm0poBEIME yuacTHUTAMU: 13,7 MEn/x [8,3; 23,7]; 7,2 MmEn/n [5,2; 9,1], 4,9
MEn/n [3,7; 6,5] u 6,2 mEn/n [5,0; 8,6] coorBerctBenno (p<0,05). beuia 3aperucrpupoBana
oOpatHast Koppessiius ypoBHs opekcrHa A u UMT, a Taxke JaHHOTO TUIIOKPETHHA U WHCYJIMHA
y namuenTtok ¢ CIIS: yem Beime O6bu1 UMT, Tem Hmbke okazajics ypoBEHb HeWporenTunia,
cootBeTcTBeHHO. OtHako y 0onpHBIX OI'A nanHas Koppemnsaius He MOATBEPANIACEH, YTO BEPOSTHO
MO>KHO OOBSICHUTB TITyOOKUM YrHeTeHHEeM ocH opeKCUH A-I'HPI'-roHaioTponuHBI-3CTPOTreHBI.

BeiBoabl. VccnenoBanue opekcMHa A BO3MOYKHO NPUMEHATh B AMATHOCTUYECKUX LEIAX, B
KauecTBE MOTEHLIMAJIBLHOIO MapKepa OBapUaJIbHOM rumnepasaporeHnu y nauueHtok CIIS: on
OTpPa)kaeT CTEIEHb BBIPAKEHHOCTU MHCYJIMHOPE3UCTEHTHOCTU, KOTOpAasl SBIISICTCS BaKHEUIIUM
naToreHeTuueckuM 3BeHoM CIISl. Mexanusm nopaBiieHUsI OPEKCMHOBOM cucteMbl npu OI'A
TpeOyeT ManbHEHUIIEro U3yUeHus C LeIbI0 CO3/IaHUs BO3MOXKHON MATOT€HETUYCCKOU Teparuu y
JTaHHOM KaTeropuu OOJBHBIX.

KiroueBble cJjI0Ba: OpeKkCMH A; TMIOTOHAIW3M; CHUHAPOM IOJMKUCTO3HBIX SMYHUKOB;
MHCYJIMHOPE3UCTEHTHOCTD; TUIIEPAaHAPOTeHNS; (PYHKIIMOHAIbHAS TUIIOTAIAMUYECKas aMeHOpesl.

JTUATHOCTHUKA CUHIPOMA MAKKBIOHA-OJIBPAVITA-BPAUIIEBA Y
NAIIMEHTA C HEUMMYHHOM ®OPMOM TUPEOTOKCHUKO3A

Kapnenxo E.B. !, UBannukosa T.E. !, Bure6ckas A.B. !, Tuxonosuu 10.B. !

I®I'AOY BO TIlepeuiii MIMY wum. M.M. CeuenoBa Mumnsapasa Poccun (CedeHOBCKHI
YHUBEPCUTET)

Beenenne: Cunnpom MakKsiona-Onopaiita-bpaiinea (MOB) -peakoe reHeTHueckoe
MYJIBTHCUCTEMHOE 3a00JIeBaHNE, 00YCIOBICHHOE COMAaTUYECKON MOCT3UTOTHYECKON MyTaIlel B
rene GNAS, kotopslii kogupyer anbda-cyoreaununyy Gs curHaipHoro Oenka. [loctosHHAs
aktuBanua Gs Oenka TPUBOIUT K HEKOHTPOJIMPYEMOMY OOpPa30BaHUIO BHYTPHKJIETOYHOTO
UKIMYECKOTO a/IeHO3MHMOHO(poCc]aTa, YTO NPOSBIAECTCS B AaBTOHOMHOW TUNEP(YHKIHH
OpraHOB-MULIEHEH.

Benymmvu npusHakamu 3a0onieBaHUs SBIAIOTCA (puOpo3Hast AMCIUIA3HA, MPEkKIAECBPEMEHHOE
MI0JIOBOE PA3BUTHE U MATHA I[BETa «KO(e-c-Mojokom». OqHako GpeHoTHrl 3a00IeBaHUs MOXKET
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ObITh 3HAYUTEIHHO IIMPE W BKIIOYATh B ceOsS B TOM YHUCIE THpeomaTHu W rumeptupeos. Ilo
JaHHBIM JINTEpaTypbl TUNIEpTHPE03 Ipu cuHapome MODB Bctpeuaercs B 28-38%.

Hamu npencraBnen KIMHUYECKUH citydyail AuarHoctuku cuaapoma MOD B ¢Bsi3U ¢ BBISIBJICHHBIM
TUPEOTOKCUKO30M U MOBBIIICHUEM YPOBHS IIEI0YHOH (ocdaTasbl.

Martepuanbl U MeTOAbI: KIMHUKO-TA0OpaTOpHOE OOCIEeIOBaHME MAlMEHTa MPOBOIMIOCH B
OTJIEJIEHUU AETCKOM 3H10KpuHONIOruu CeueHOBCKOro LieHTpa MmaTtepuHcTBa U nercra (CLIMu/l),
r. Mockaa.

Kinnudeckuii caydaii: nanueHt 4 jeT HanpasiieH B oTAeseHue sHaokpuHoaorun CLMu/l ¢
’anmo0aMH Ha TMOBBIIICHHBIA anmneTuT, AeUIUT Beca, AeopMaluio KOCTe depemna, mepenom
1paBoil OeIPEeHHOM KOCTH B aHAMHE3E.

N3BecTHO, 4TO peOEHOK OT OepeMEeHHOCTH, MpOTEeKaBIIMKA Ha (oHEe yrpos3sl HpephIBaHHS,
(eToruaneHTapHON HEAOCTaTOUYHOCTH. PONBI MyTeM SKCTpEeHHOro kecapeBo ceueHus Ha 30
Hezene. [Ipu poxnennn anuna tena 31 cm, Bec 980 rpamm.

B Bo3pacte 3 ner 3 mecsieB IO MECTy XHUTEIbCTBA BIEPBbIC BBISBICHO IMOBBIIICHHE YPOBHS
menoyHoi ¢ocdatassl 10 2122 en/n. KoHCynbTHpOBaH racTpOIHTEPOJIOTOM, HATOJIOTUU HE
BBISIBJICHO.

B Bo3pacre 4 5eT coxpaHsuioch 3HaUUTENbHOE MoBbIIeHHe YpoBHs LD no 2265 en/x (93-309),
KaJbIIMHA KPOBU COOTBETCTBOBAJ HIDKHEH TI'paHUIBI HOpMBI - 2.21 mmons/n (2,2-2,7), dbochop
ymepeHHo cHikeH a0 1.02 mmonw/n (1,03-1,87). B ropmonanbHOM mnpoduie BBISBICH
runeptupeos, TuTp ATpTTI - oTpuniarenbHblil, ycTaHOBIEH quarno3 «/Judys3Hblii Tokcuyeckuii
300, HemMMyHHas ¢(opmay. Hauata tepamus THamaszonoM 5 Mr B CyTkH. Torma xe
JMAarHOCTHUPOBAH 3aKPBITHIN MAaTOJOTHUECKUI IEPEIOM MPaBOil OeIPEHHOM KOCTH 0€3 CMEIeHHSI.

Y4auThIBas MOBBILICHWE YPOBHS INEIOYHOM (ocdaTaspl, Hanuyue IUPEHY3HOrO TOKCHYECKOTO
3002 M TaTOJIOTUYECKOTO NepeioMa MpaBoi OeIpeHHOM KOCTH 3aro103peH cunapomM MakKpioHa-
Ounb6paiita-bpaiiuesa.

B 4 rona 3 mecsia BriepBbie 00ce10BaH B I€TCKOM SHIOKpUHONIOTHYecKOM otaenennn CLIMu/l:
poct 103 cm (SDS: -0,09), Bec: 13,7 xr (SDS UMT: -2,96), Tauuep 1.

O0bekTHBHO: HEOOJBIIAS ACCUMETPHS Yeperna, TpeyroyibHas (opma numa ¢ npeolinagaHueM
MO3TOBOI0 OT/IEJIa Yepera, 04aroBasi FTUIEepPIUIrMEHTAIs B BUJIE MIATEH I[BETA KKO(PE-C-MOJIOKOM
B 00J1aCTH IIEH, MOJIONATOYHON 00JIaCTH, BIOJIb TIO3BOHOYHOI'O CTOJI0A, caMOoe KPYIHOE TSTHO
PAacIoyIoKEHO B 00JIACTH MEXKITOIMYHBIX CKJIAJIOK U Ha CITHHE.

CoxpaHsJIOCh TOBBIIIEHHE IIEI0YHOM ¢ocdarazelr 1o 625 en/n. Ha ¢one Ttepanun
THUPEOCTATUKAMHU B 7I03€ 5 MT B CyTKu coxpansuics runeptupeos (TTI- 0,02 mME/mi (0,7-5,97),
T4 cB.: 18,1 nmons/n (12,3-22,8); c¢B.T3- 8,9 nmonbs/n (N 3,69-8,46), mpoBoAUIach KOPPEKIUS
Tepanuu. YpoBeHb NOJIOBBIX TOPMOHOB COOTBETCTBOBAII I0IyOepTaTHOMY neproay. OTMeuanoch
onepexxeHne koctHoro Bo3pacta (KB) oTHocuTenbHO macmopTHOro Ha 2 roja 7 MECSIEB.
VYuuteiBas onepexxenue KB 0e3 ximuuueckux npusHakoB I[IIIP, nomyGepraTtHble 3HAYCHHS
MIOJIOBBIX TOPMOHOB, PEKOMEH/IOBAHO JTMHAMUYECKOE HAOIIOJCHHE.

VYuuThIBas 3aTpyJHEHHE HOCOBOI'O ABIXaHMS, HAIMYUE ACCUMETPHUM JHUIEBOrO OT/AEA uYepena,
npoBeneHa MCKT uepena: KT-kaptuna nudy3HbIX H3MEHEHUH KOCTEH JIMIIEBOTO U MO3TOBOTO
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OTAENOB depena Mo TUIMy (UOPO3HONW IUCIIA3UM C  TOJUOCCAIBHBIM TOPaXEHUEM U
HEpaBHOMEPHOH 00IuTepalyell NpuaaToOuHbIX MMa3yx HOCA.

[Ipomomxkaercs aUHaMUYecKoe HAOMIOACHHWE 3a MAIMEHTOM CO CKPHHHUHIOM BO3MOXHBIX
IIPOSIBJICHUH CUHAPOMA.

BeiBoabi: cuampom MakKeiona-OnOpaiita-bpaiiiieBa —  peakast Tspkelas TeHETHYECKas
MYJbTHCUCTEMHAsl TMATOJOTHs, KOTOpas XapaKTepH3yeTcsi MHOrooOpasueM KIMHHYECKUX
nposiBiieHU. HaMu mpoaeMOHCTpUpOBaH KIMHUYECKUHN Cilydald, e OJAHMMH U3 IEPBBIX H
HanboJee KIMHNYECKU 3HAYUMBIX KOMIIOHEHTOB cuHApoMa MOB 6butn noBeimenue yposs 11D
U TUNEpPTHpPeOo3. 3HaHWE KIMHMYECKUX IMposBieHuN cuHapoma MODB, cBoeBpeMeHHas
JMAarHOCTHKA TaHHOTO 3a00JI€BaHUS UMEET BaKHOE MPOTHOCTUYECKOE 3HAUCHUE [Tl YTy UIICHHS
Ka4ecTBa JKU3HU NALUECHTOB.

KawueBble caoBa: cunapom MakKeiona-OnbOpaiita-bpaiinea, runeptupeos, Iieao4yHas
docdaraza, rer GNAS

KIMHUYECKHUI CJYYAM AI'PECCUBHOM KOPTHKOTPOIIMHOMBI V¥
IMAIIMEHTKH OCJIE TPOBEJEHHOTI'O HEHPOXHUPYPI'MUYECKOI'O JIEYEHU S

Cymuna C. B. !, Jlucuna JI. B.!, ITuraposa E. A. !, Asuszsn B. H.!, Jlanmmna A. M.!
I@I'BY "HMHUIL] snooxpunonozuu” Munsopasa Poccuu, Mocksa

Heasn: IIpencraButh KIMHUYECKUHN Cllydal NMALUEHTKU C arpeCCUBHONM KOPTUKOTPOIIMHOMOM €
pa3zbopoM COBPEMEHHBIX BO3MOKHOCTEH JeUeHHS OJOOHBIX KIMHUYECKUX CITy4aeB.

BBenenne: Cpenu Bcex HEHPOIHIOKPUHHBIX OIMyXoyield runodusza KOPTUKOTPOITMHOMBI Yalle
JIPYTUX TPOSBISIOT arpeCCUBHOCTh, YTO XapaKTEPU3YETCS BBICOKON CTETNEHBbIO WHBA3UU U
YaCTHIMU PEIUANBAMH JJAXKE MOCIIE TOTATBHOM aieHOMIKTOMUU. OTCYTCTBHE B HACTOSIIEE BpEMSs
JOCTOBEPHBIX MAapKEpOB, TO3BOJSIONIMX IMPEACKa3aTh AarpecCUBHOCTh JIaHHBIX OITyXOJIEH,
3aTpyaHsET BBIOOp Hamboee 3¢ (HEeKTUBHON TAKTUKHU JICUCHUSI.

Martepunansl u Meroabl: OnucaHue KIMHUYECKOTO Cayyas MalUeHTKU 47 JIeT ¢ arpecCUBHOMN
KOPTUKOTPOIIMHOMOM I10CJIE MTPOBEACHHOIO HEMPOXUPYPTUUECKOTO JICYEHUS.

PesyabraTei: B asrycre 2023 roma y DalMeHTKM Ha OCHOBaHMM IOBBILIEHUS YPOBHEH
aJIpeHOKOPTHUKOTPOITHOT'O TOPMOHA BeuepoM 110 253,3 nr/mi, KOpTU3o0Jia CyTo4HOi Moun 10 1892
MMOJIB/CYT. U KOPTHU30J1a CIItoHBI BeuepoM 10 50,88 Hmonw/n auarHoctupoBan AKTT -3aBucHMBIi
runepkopTuiu3M. [lo JaHHBIM MarHUTHO-PE30HAHCHOM TOMOTrpaduu TOJOBHOTO MO3ra ¢
KOHTPAacCTHbIM YCHJICHHEM BBISIBICHO OOpazoBaHHe ¢ cymnpa- uH(ppa- aarepo(S)cemisspHbIM
pacnpoctpanenueM (Knosp IV) paszmepamu 28x25x39 mm, npusexaiiee K 3pUTeIbHOMY KaHAITY
U XuazMe cieBa, JaedopMHUpyIOllee IPOKCUMAIbHbIE OTHENbl CKaTa U  Cy)KHUBalollee
cynpace/uisipHyro  uucrepHy. B aBrycre 2023 roma  mpoBeNeHO — TpaHCHA3AJIbHOE
TpaHcchEHOUAATBHOE YyAaJeHue omyxonu runodusza (Mopdosornyeckoe uccieaoBaHUE -
00pa3oBaHUE COJMIHOTO CTPOCHUS W3 KIETOK C amM(POo(UIbHON HIMTOMIa3MOW M SapaMu C
OTYETIMBO PA3TUUYUMBIMU SIPBIIIKAMH U MHBAa3HEH B MOACIU3UCTHIM CIOM CITU3UCTON 000I0UKH,
BBICTJIAHHOM IICEBJOMHOIOSJIEPHBIM IPU3MATUYECKUM PECHUTYATBIM dSIUTENHEM, a0 1
[IaTOJIOTUYECKOro MHUTO3a B 10 penpe3eHTaTUBHBIX MOJISIX 3PEHUS; UMMYHOTMCTOXMMHUYECKOE
HCCJIEIOBAHME - BBIPA)KEHHOE OKPAILIMBAHUE LIUTOIIA3MbI IPAKTUUECKH BCEX OITyXOJIEBBIX KIETOK
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C aHTUTENaMH K CHHANTO()U3UHY, HU3KOMOJIEKYISIPHOMY IIUTOKEPATHUHY, OYaroBasi 3KCIpeccus
AKTT pasnoii wHTeHCHBHOCTH, uHACKC MeTku Ki-67 = 13,4 %, skcmpeccus perenTopos
coMaToCTaTWHA 5 TMOATHUIIA HE OOHapyXkeHa). B mocieomepalioHHOM MEpUOJie OTMEYaJoCh
pa3BUTHE BBIpR)XKEHHOW 00IIel c1abocTH, CHM)KEHUE YPOBHS KOPTH30JIa 10 HWKHHUX YPOBHEH
HOpPMBI, 4YTO OBUIO paclEHEHO KaK BTOPUYHAs HAAINOYEYHHKOBAsS HEIOCTATOYHOCTbD,
MHULMUPOBAHA Tepanus THAPOKOPTU30HOM B J103€ 20 MI' B CyTKH € IIOCIIEAYIOLUIUM YBEINUYEHUEM
no 30 Mr B CyTKM W J00aBlieHMEM MPEIHU30JI0HA 2,5 MI' B CYTKM MO TNPHUYMHE IUIOXOTO
camouyBcTBus. B ¢espane 2024 roma mpu oOcnemoBanmm moarBepkaeH peuuauB AKTI -
3apucumoro runepkopruisma: AKTI yrpom 114,5 nr/mn (7,2-63,3), xoptuzon yrpom 492,7
HMoIb/1 (171-536), kopTu3zon B BeuepHeii citone 28,92 umounb/1 (0,5-9,65), KOPTH30IT CyTOYHON
mouu 1108,8 amons/cyT. (100-379), B cBsI3M C 4eM MpHEM TTTFOKOKOPTUKOCTEPOUIOB OTMEeHEH. [1o
pesynbrataM MPT rojgoBHOro Mosra ¢ KOHTPAaCTHBIM YCHJIEHHEM BBISIBIEHA OCTATOYHAsl TKAaHb
ONyXONMWM B TPaBOi TMoJoBMHE aaeHorunodusa pasmepamu 14,5x13x12 MM ¢ 3HJ0-
CYINpaceJUIIPHBIM paclpOCTpPaHEHUEM, B JIeBOM mosoBuHE - 17x16x33 MM c mapa- perpo-
aHTECEJUIIPHBIM PACIPOCTPAaHEHUEM. YUMTHIBas WHBA3WBHBIA pOCT, BBICOKMH mHAekc Ki-67,
pELUINB ONyXOJM B TEYEHHE O MECALEB I0CJIE€ ONEPATUBHOIO JIEUYEHHUS, COBMECTHO C
HEHUpOXHpypraMu MpPHUHITO PELIEHHE O IOBTOPHOM aJE€HOMAKTOMHUHM C II€JIbIO YMEHbBILIEHUS
00BEMOB OCTATOYHOM TKaHH C MOCJIEAYIOIIMM IIPOBEJCHUEM JIyYeBOM Tepanuu I TOCTUKECHUS
CTOMKOM PEMHUCHHH.

BeiBoabl: JaHHBIM KIMHAYECKMM CIIly4all JEMOHCTPUPYET pPELUUAUBUPYIOIICE TEUCHUE
arpeCCUBHOM KOPTUKOTPOIIMHOMBI IIOCJIE€ IPOBEACHHOIO HEUPOXUPYPrUYECKOIO JICUEHU,
BA)KHOCTb  IIPOBEJCHUS HMMMYHOIMCTOXMMHYECKOIO  MCCIIEIOBAHHS M IOCIEIYIOLIEro
JMHAMUYECKOTO HAOIOJCHUS 3 MAalUEHTOM. PelIuB runepkopTUIi3Ma mocje MpoBeASHHOTO
HEHpOXUpPYpruuecKkoro JedeHus (B OCOOCHHOCTH Ha (oOHE pa3BUTHS  BTOPUYHOM
Ha/IMTOYEYHUKOBOW HEJJOCTATOYHOCTH ) CBUIETEIILCTBYET 00 arpecCUBHOCTH JAHHOM OIYXOJIH, UTO
MOJTBEPKAACTCS BBICOKMM HMHJIEKcoM mponudeparuBHoctu Ki-67. HecmoTpst Ha oTCyTCTBHE B
HACTOsIIee BpEMsl OTPE3HBIX TOYEK B ompeneneHud ypoBHs Ki-67 ¢ 1enblo JAMAarHOCTHKH
arpecCUBHON HEHPOIHIOKPHUHHON OMyX0JH runou3a, ypoBeHb JaHHOTO MapKepa Mo-IpeKHEMY
MMeeT 3HaUYCHHUE B ONPEJCIICHUH JajJbHENIICH TAKTUKY BEICHU [TALIUEHTA, YTO MOKET YJIy4IlINUTh
nporHo3 3abosneBaHus. K coxaneHHMIo, TOJNBKO IMTENbHOE TUHAMUYECKOE HaOJIofeHue 3a
MIALIMEHTOM B HACTOSAIIEE BpPEMs MOXKET BBIABUTH arpeCCUBHYIO OIIyXOJlb, B CBSI3M C 4Y€M
aKTyaJIbHbIM ocTaeTcs IIOUCK JOTIOJTHUTENBHBIX IIPEIUKTOPOB arpecCUBHOCTH
HEHPOIHAOKPUHHBIN ormyxosieit runodusa.

KiroueBble cioBa: TUNEPKOPTHLM3M, KOPTUKOTPOIIMHOMA, HWMMYHOTMCTOXMMHYECKOE
HCCIIeIOBaHKUE, UHJIEKC TPOIU(pEpaTUBHOCTH.

KJIUMHUYECKUU CIIYUAHN CUHAPOMA KAPHHA Y JIBYX CUBCOB
M.A. Haiinenosa!, M.C. ITankparosa', H.H. Bouapuukosa?
IOTBY «HMUIL SHIOKpUHOJorun» Munsapasa Poccun, Mocksa,

TBY3 “KpaeBas kinuHmueckas OosibHuiia Ne 27, TIpuMopcKuii KpaeBOW LEeHTp auabera W
SHJIOKPUHHBIX 3a00IeBaHUI

Beenenne. Cunapom Kapuu (Carney Complex, CNC) — peakoe ayTOCOMHO-JOMHUHAHTHOE
3a0ojeBaHMe, KOTOpPOE BKJIIOYAET B ceOd MHOXKECTBEHHYIO OHHJIOKPUHHYIO HEOIUIa3HIo,
MIPOSIBJIAIONLYIOCS 4Yallle BCErO IEPBUYHOM MUTMEHTHOW MUKPOY3EIKOBOM THIIEPIUIA3UEH KOPBI
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HAJMNOYEUYHUKOB, KPYIHOKJIETOUYHBIMH KaJbLUHUPOBAHHBIMU OIlyXOJIAMH KieTok Cepronu,
OIyXOJISIMH ILUTOBUIHON M MOJIOYHBIX JKEJIE3, PEKE — FOPMOHAIBHO-aKTUBHBIMU aJ€HOMaMU
runodusa (MpoJaKTHHOMBI, COMATOTPOIIMHOMBI ), TAKXKE XapaKTepHbI KOXKHbIE MPOSIBIICHUS B BUIC
JICHTUTMHO3a, TOJTYOBIX HEBYCOB M KapAMOJIOTMYECKas MaToJOTUs — MHUKCOMBI Cepua,
kapauomuonatuu. bomee uem B 70% cnyuyaeB 3a0oneBaHHe OOYCJIOBJICHO TIepMUHATUBHOM
mytareir B rene CNC1, xonupylomeld peryiasTopHyl0 CyObeIUHHUILy 1-0 MPOTEeMHKHHA3bI A
(PRKARI1A). IlpencraBieHHblE KIMHUYECKHE Cllydald MHTEPECHBI TEM, YTO IEPBBIM
IIPOSIBJIEHUEM B ceMbe KapHH-KOMIUIEKCa SBJIAIACh MPOJIAKTUHCEKPETUPYIOLAsh MaKpoaJeHOMa
runodusa y pedeHka, pexe Ipyrux KOMIOHEHTOB BCTPEUAIOIAsACs IPU 3TOM CUHAPOME.

Onucanue KiauHuYeckoro cayuas: [lamment H., 12 nmer (mumammmii Opar), peOGeHOK OT
OMM3KOPOJICTBEHHOTO Opaka (MaTh M OTEI] JIBOIOPOJAHBICE OpaT W cectpa) Oonen ¢ 9 ier.
3aboseBanne MaHU(ECTUPOBATIO OOIIEMO3TOBOIM CUMIITOMATHKOW, CHUKCHHEM 3PEHUS Ha JICBOM
rna3zy. Ilpu oOcnemoBanuu mo Mecty xkurenbctBa MPT BbsiBHIIa KpynmHOe 0Opa3oBaHHE
CeJUIIPHON 00JIaCTH C CYNPACEIUIIPHBIM U JIATEPOCEIUIIPHBIM POCTOM pazMepamu 3.4x2.6x3.7 cMm.
ITo pe3ynabpTaraM rOpMOHAIBHOTO OOCIEIOBaHMS BbIsIBIEHa runepnponaktuHemus 1o 10346.0
MME/n (Hopma menee 500); ¢peHomMeH MakponpoIakTHHEMUH uckmoueH; yposau cB. T4, AKTT,
koptuzona, UOP-1, ADII, XI'Y — B mpenenax pedepeHTHbIX 3HaueHuil. Hauata Tepamnms
Ka0eproJIMHOM C TOCTENEHHBIM TUTpoBaHHEM 103bl. Ha ¢one mpuema xabepromuna 2.0 Mr B
HE/IEeTI0 MUHUMAJIbHBIN ypoBeHb nposiaktuHa coctasui 7102.0 MME/n. Ilo nanasim MPT uepes
3 Mecsua JeueHus — pa3Mepbl 00pa3oBaHus 0e3 JUHAMHUKH, ObUIO MPOBEIEHO SHIAOCKOMMYECKOEe
TpPaHCHA3aJIbHOE TPaHCCHEHOUAATIBHOE CYOTOTaIbHOE YJaleHHe OOBEMHOTro O0pa3oBaHMA
cemsipaoit oonactu (ML ®I'AOY BO IBOVY, r. BraguocTok). CTeneHs HHBa3UM 00pa3oBaHuUs
B M0JIOCTh KaBepHO3HOTO cuHyca (Knosp IV) nckitouano BO3MOXHOCTb €0 MOJHOTO YJAJICHHUS.
I'ucTonoruuecku BepuUIMPOBaHA MOJIUTOPMOHANbHAS a/JeHOMa THIo(u3a, ObLIO MPOBEIEHO
MOJICKYJISIPHO-TEHETUYECKOE HUCCIIEOBAaHUE TaHENH «AJCHOMBI THNO(QHU3a» IO IMporpamme
Anbda-OHI0, KOTOPOE BBISABUIO CHHIPOM SHAOKPUHHOW Heoruia3uu — cuHapoMm Kaphuu (B rene
PRKARIA (NM 002734.5) B 5 »5Kk30He OOHapyXeHa [eienus JBYX HYKICOTHIOB B
reTepo3uroTHoM coctosiHuu ¢.491 492delTG, BapuaHT MHOTOKpaTHO OIMCAaH B HAYy4HOU
MEeJIULMUHCKOM uTepaTtype kak natoreHHbsiii (PMID:24088910, 25890363, 29561454, 30882689,
OMIM:188830).

[Tocne omepaTUBHOrO JICUEHUS Yy MalMEHTa pa3BUICS BTOPUYHBIA TMIIOTHPEO3, BTOPUYHBIN
THIIOKOPTHIIM3M, COXpaHsulach runeprnponaktuHemus 1o 2203 MME/n va ¢one mpuema 2 mr
KabeproivHa B CyTKH, Jlajiee 71032 yBEJIWYeHa 10 3.5 MI' B HE/IENIO — MpaKkTHUecKu 0e3 apdexTa,
ypoBeHb nposiakTuHa 10 2247.0 MME/n. 3putenbhas pyHKIHS cieBa MPOrpecCUBHO YXYALIHIACH
710 amaBpo3a Ha QoHe TOJHOH arpodum 3purenbHoro Hepa. C  ydeTOM BBICOKOM
npomudeparuBHoit  aktTuBHOCTH (Ki-67=34,6%), arpecCMBHOro XxapakTepa CEKpelud |
PAacIIONIOKEHUs] OCTATOYHOW TKaHU OMyxojiH, B 10 JleT ManpuuMKy NpOBEIEH KypC NMPOTOHHOM
Jy4eBOH Teparuy Ha 00JIacTh MOCIEONEPAMOHHOIO JIoKa U 00beMHOr0 oOpasosanust (COL 54
I'p, MUBUC, r. Cankr-IlerepOypr) ¢ BbIpaXEHHBIM MOJOXUTENBbHBIM 3 dexkrom. B 10,5 ner na
MPT ronoBHOro MO3ra — yMEHbIIIEHHE Pa3MEPOB OCTATOUHOM TKaHU oOpa3oBanus 10 1.9x1.2x1.4
cM. [Tonygaer kabepronun 2,0 mMr B Hepemnto (o 0,5 Mr uepe3 [eHb), MPOJIAKTHH 3HAYUTEIHHO
CHU3MJICS, B HACTOSIIEE BpeMsl CTa0MIbHEIN (10 650 MMe/n).

B 12 net npu CKkpMHUHTE KOMIIOHEHTOB CUHJPOMA B IETCKOM OTAEJIEHUH OITyXO0J€H IHIOKPUHHON
cucrembl HMUL] DHIOKpUHOIOTUY, JAHHBIX 32 THIEPKOPTHLIN3M, 00pa30BaHMs IIUTOBHIHOU
KeJe3bl He TOIy4eHO, HOBOOOPa30BaHUI KOXH BU3YalbHO HE BBISBICHO, OTMEUACTCS HAIUYHE
MUKpPOKAJIbIIMHATOB B SMYKaX, YTO MOXET TI'OBOPUTb O BO3MOXHOM pa3Butuun CepToiu-
KJIETOYHBIX omyxojieil. Takke y peOeHKa B HAJIMYMK MOCTONEPALMOHHBIA THIIOMUTYUTAPU3M
(BTOpUYHBII ~ THUMOTHpPEO3, BTOpHUHBIA  runokopruuusM, CTI-geduuur), nomydaer
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3aMECTHUTENBHYIO TePAIHIO JICBOTUPOKCUHOM HATpUs 37,5 MKI/CyT, THIPOKOPTHU30HOM IO 2,5 MT.X
3 pasa B aeHb (6,4 Mr/M2), KOMIIEHCUPOBAH, TEPAIIHIO COMATPOITMHOM TTOKa HE MOJTyYall.

Mamment H, 16 ner (crapmmii Opar), B 14 ner oOcneqoBaH B CBSI3M C YCTaHOBJICHHBIM
3aboneBanueM y Opara (cunzpom Kapum), B rene PRKARIA (NM 0027345) B 5 sk30HE
oOHapy>keHa aHasornyHas aeneuus c.491 492delTCp/V164Dfs*5, B reTepo3UroTHOM COCTOSIHUN
(rs281864790). Ilpu ckpuHUHTE NPOSIBICHUNA CUHIPOMA y MALMEHTA BBISIBJIEHa MUKCOMA JIEBOTO
Ipeacepanss U KalbLMHATBl TeCcTHKYJ. IIpoBeneHo omnepaTuBHOE JieUeHHE: YJaJleHUE
OITyXOJIEBUIHOTO 00pazoBanus u3 eBoro npeacepaus (PLICCX M3 PO, r. XabapoBck).

B 16 ner manpuuk oOcne1oBaH B IETCKOM OTJENICHHH OIMyXoJsel sHI0KpuHHOK cructembl HMUILL
OHJOKPHUHOJIOTUH, IPOBEJEH CKPUHUHI KOMIIOHEHTOB CHHApPOMA, JaHHBIX 3@ TUIEPKOPTHUIIN3M,
00pa3oBaHMs MIUTOBHIHON KEJIe3bl, TOPMOHAIBHO-aKTUBHYIO aJIeHOMY runodusa He MOIy4eHo,
HOBOOOPA30BaHUI KOXH BH3YyaJbHO HE BBISBICHO, OTMEUAIOTCS MPHU3HAKH KAJIBIIUHATOB 000MX
AMYEK, YTO MOXKET IOBOPUTH O BO3MOXKHOM pa3BUTUU CepTOoiM-KIETOUHBIX omyxonel. Ilpu
9XOKapauorpauueckoM HCCIeIOBAaHUM Cepalla B MOJOCTH JIEBOTO TPEACEpIUsl BBISBICHO
OKpyIJIoe, MAJONOJBIKHOE 0Opa3oBaHME cpenHell 3XOoreHHoctu pasMepamu 19x20x20 MM
(peuuauB MUKCOMBI JIEBOTO IIPEACEPNs), B CBsI3U ¢ uyeM rocnuranuzuposad B ®I'bY «HMUIL]
CCX um. A. H. bakyneBa» (r. Mocksa), rae ObLJIO IPOBEIEHO MOBTOPHOE y/AJIEHUE MUKCOMBI
JIEBOTO TpeACEpAns C IIIACTUKON C(HOPMUPOBAHHOTO JIeEeKTa MEKIIPEACEPIHON TIEPETOPOIKH.

VY marepu gereii B rene PRKARIA (NM 0027345) B 5 5x30He 00HapyKeHa aHATIOTUYIHAS JeTIeIUs
IBYX HyKJIeoTua0B ¢.491 492delTCp/V164Dfs*5, B rerepozurorHom cocrostauu (rs281864790),
ot oOcnenoBaHus oTKa3anack. Y otia aereit uameHnenuii B reae PRKARIA He BbIsIBIICHO.

3akmouenue: biarogaps npoBeIEHUIO MOJEKYISIPHO-TEHETUUECKOTO MCCIIEI0BAHUS, Y YJICHOB
CEMbU YJANOCh BBISIBUTH PEIKHUI CHIPOM SHIOKPUHHOM Heoriazuu — cuHjapom Kapuu, u
MPOBECTH CKPUHHUHT KOMIIOHEHTOB CHHJPOMA, BBISIBUB Yy CTapIIero OpaTa MHKCOMY CEpAIla,
TpeOYIONIYI0 AKCTPEHHOTO OMNEPATUBHOTO JieueHHs. [IpencTaBIeHHBIM KIMHUYECKHHA CITydaid
OTpa)kaeT BaXKHOCTh MOJICKYJISIPHON-TEHETHYECKOTO HCCIEAOBaHUS sl BepUDUKAIIMY TPUINHBI
SHJIOKPUHHOM HEOIUIa3uH, MPOBEACHUS CKPUHUHIA HA KOMIIOHEHTHI CHHAPOMA U OIpPEACICHUS
TAKTHUKU BEJICHUS.

Kurouesnbie ciaoBa: Kapuu-kommiekc, reH PRKARIA, neHTUrnHO3, MUKCOMa, MPOJIAKTUHOMA,
KaJbIIMHATHI SHYCK

NAJIMAPHASA JTUCO®YHKIHUSA B OTUOJOTI'UA PAHHET'O O)KUPEHUA Y I[ETEI71
E.I1. AraBuna-Epmakosa!
IOTBY «HMUIL SHIOKpUHOJorun» Munsapasa Poccun, Mocksa,

Benenue: Llunmonatuu — rpymnma MmaToJOTHUYECKUX COCTOSIHUN, OOYCIIOBJICHHBIX HapylIEHHEM
CTPYKTYpbI I (PYHKIIMH pecHUYeK. B oprann3Me yenoBeka [IWINHU MPEACTABICHBI B PA3IMYHBIX
opranax u TkaHsax. Llunmuapuas auchyHKIMS 00BACHSIET MICHOTPONHBINA A(P(PEKT U KIMHUYECKUN
nosaumopdusm rpu cunapomax bapne-bunnsa (Cbb) u Anbctpema. Hapsiny ¢ kapauoMuonatuei,
JieTeHepalyeld CeT4aTKu, HEHMpPOCEHCOPHOH TYroyXoCThio, AUC(YHKIMEH IMeYeHH M IOYeK,
NeOI0TUPYIOMINX B pa3HbIe MEPUOJIBI )KU3HU, OTIMUUTEIFHBIM MTPU3HAKOM JaHHBIX 3a00JIeBaHUMA
ABJIAETCS PAHHEE OKUPEHHE.
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IIpencraBnsem 2 xinMHHUYeckuX caydas nagueHToB ¢ Cbb u  cuHapomom  AsnbcTpema,
00paTUBIIKXCA C )Ka100aMy Ha U30BITOYHYIO Maccy Teja.

OcobenHoct

ITanmuenTka b., 4 Tona

ITamuent I'., 5 net

Pannuii anamues

OT 2 caMOCTOSTENBHBIX CPOYHBIX
ponos. Ilpu poxnenuu: Bec 3300 r,
JUIMHA Tena 53 cM.

OT 2 camMOCTOSITETBHBIX CPOYHBIX
ponos. Ilpu poxnenuu: Bec 3320 1,
uMHa Tena 51 cM.

HacnencTBeHHEBIN aHAMHE3

He otgroen.

He otgroien.

Oxupenue

W36s1TOUHBIM Habop Beca ¢ 1 rona.
I[Ipu obGcnemoBanum 27 xr, SDS
WMunexca maccel Tena +3,27.

W30wiTouHbI HAOOp Beca ¢ 1 rona.
[Mpu ob6cnemoBanum 23,1 kr, SDS
WNunexca maccel Tena +2,8.

cepieyHasi HEIOCTaTOYHOCTh 2A
¢ynkunonanbHbid kiace 11 mo Ross.

OcHOXKXHEHUS 0KUPEHUS Hapymienue  TtonepantHoctn K | Her
TJII0KO3¢,
HMHCYJIMHOPE3UCTEHTHOCTD.

[Tatonorus oprana 3peHus ['unepMerponust BBICOKOM cTeneHu | Muomnus cpenHei CTEIICHH,
C ACTUTMATHYECKHUM | CIIOKHBIH aCTUTMAaTH3M,
KOMIIOHEHTHOM, TOPHU3OHTAJBHBIN | IICHTpadbHAs  XOPUOPETHUHAIbHAS
HHCTarM. JUCTpoHsl CeTIATKHY.

ITatonorus cepaeuno- | C 3-eit Heneu KU3HHA

COCYJUCTOU CUCTEMBI JUATHOCTUPOBAHA JWJIATAI[MOHHAS
KapIuOMHOIIATHS; XpoHuyeckas | Her

KornutusHeie HapymcHus

33,[[61)){(1(3 NICUXOPCYCBOI'0 PA3BUTHUSA

33,[[61)){(1(3 NICUXOPCYCBOr'0 PA3BUTHUSA

ITaTonorus MOUYEHOJIOBOI

HeBOCTOpOHHHH NHUCIIO3KTAa3usd,

KHIICYHOT'O TPpAKTa

CHCTEMEI KHCTAa JIEBOH MOYKH.
Her
ITaTosorust koctHOM cucteMbl | Het [MonupakTunusa KUCTe U CTOI MpHU
POXKIICHUH, BBIIOJHEHA KOPPEKIUS
B 7 MeCSIIEB.
ITaTosorus JKeayanouHo- | ['emaTtomeramus lacrposzodareanbHas pedirokcHas

0oJe3Hb oe3 a30(arura,
HEJOCTAaTOYHOCTh  KapUAIbHOTO
chuHKTEpA. OYHKIIMOHAIEHOE
PacCTPOWCTBO  JKEITYEBHIBOJISAIINX
myTen CMEIIAaHHOTO THIIA,
(yHKITMOHATBHOE HapylICHUE
KHUIIIEYHHKA. Cungpom
HA30BITOYHOIO OaKTepruaTbHOTO
pocTta  TOJCTOTO KUIICYHUKA;
HEMEPEHOCUMOCTh IJII0TEHA,
Ka3euHa.

MonekynsapHO-TeHETHUECKOE
HCCJIEJOBAHNE

['omMO3UroTHBIA BapuaHT B TIEHE
ALMSI.

B reme BBSI xpomocomsl 11
BBISIBJICHBI 2 MyTalli B KOMIIAYHJ -
TeTEPO3UTrOTHOM COCTOSIHHU: €.951
+1G>A (matoreHHas), c.890G>A
(BEpOSTHO MAaTOTCHHA).

Oobcyxaenune

Cunnpom bapne-buanis — KIMHUYECKH U TEHETHUECKH I€TEPOTr€HHOE ayTOCOMHO-PEIIECCUBHOE
3a0oneBaHue c pacrnpocTpaHeHHOCThI0 okoio 1/125 000. CBb BbI3BaH MyTalusIMH T€HOB,

KOAUPYIOUINX  OeNKH,

JJOKaJIM30BaHHBIC B

OCHOBaHUU PCCHUYCK,

4TO NOPHUBOAUT K

MYJIbTUCUCTEMHOM HENOABMKHOW Luimonatuu. lIpenmonaraercs, 4ro HapylleHue Iepenadu
CHTHAJIOB PECHUYEK BBI3BIBACT JUC(YHKIUIO TUIOTATIAMHUYECKOTO MYTH JIEITHH-MEIaHOKOPTHH,
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9TO, B CBOIO OYepellb, MPUBOAUT K PE3UCTCHTHOCTH K JIENITUHY, TUNEpharud U OXUPECHHUIO Y
narnenToB ¢ Cbb.

B oTinuune ot reHeTuueckoi reTeporeHHocTH, Jexaiieil B ocHoBe Chbb, cunapom Anbctpema
CBSI3aH C MyTalusMu B ogHOM reHe ALMSI. B mupe BbisiBieHO okoj0 1200 ciiydaeB maHHOTO
3aboneBanusa. Kak u mpu Cbb, marorene3 cuuapoma AnbcTpema CBs3aH C JUC(YHKIUEH
nepBUYHOM pecHnYkH. benok ALMSI1 nokanusyercst B IeHTpocoMe U 0a3aibHOM Telle HWINKA U
UTpaeT poJib B UX MPAaBUIHLHOM (POPMHUPOBAHUH, (DYHKIIHOHUPOBAHUHN, 00ECIICUCHUH CUTHAIIBHBIX
IIyTeW, KOHTPOJIE KJIETOYHOTO LUKJIA U BHYTPUKJIETOYHOI'O TPAHCIIOPTA.

B Hacrosee Bpems Tepanus CETMEIaHOTHAOM I10Ka3aja IOJIOKUTENbHBIE PE3yJIbTaTbl B BUJIE
3HAUUTENBHOTO CHIDKeHUs Beca u mnomuparmm npu Cbb, mis cunzpoma AjbcTpema
CMELUATU3UPOBAHHOTO 0I0OPEHHOTO JICUEHHSI HE CYIIECTBYET.

BoiBoabi: C JIETCKUM O0XXHPEHUEM CBSI3aHO BCE OOIbIIEe YHCIO T€HETHUYECKUX HAPYIICHHIA,
Ha3bIBa€MBIX LUJIMONATUSMU, BKIOYas cuHApoMbl bapne-bunns, Ansctpema, Kapnentepa,
MORM. H3ydyeHue MAaHHBIX COCTOSHUM TIIO3BOJIUT BBIACHUTH HENPU3HAHHBIE MEXaHU3MBI,
JeKaIMe B OCHOBE OIOCPEIOBAHHOIO PECHUYKAMH HACHIIICHUS, amlleTuTa, MeTaboim3ma u
SHEPreTUYECKOTr0 rOMEOCTasa.

Bcectoponnee mnoHuMaHue (QYHKIMA pecHHMYEK MOXET CIocoOCTBOBAaTh  pa3paboTke
NEPCOHATM3UPOBAHHBIX METOJOB JICYCHHUS OXHPEHHs M caxapHoro auabera 2 THma W,
CJIEZIOBATENILHO, YIYUIIUT MPOJOKUTEIFHOCTh M KAYECTBO JKU3HU MALMEHTOB C IWIMONATUSMHU.

Kirouessbie caoBa: Lunnonaruu, Cunapom Anbsctpema, Cunapom bapae-bums, Oxupenne

INPOTHOCTUYECKOE 3HAYEHUE UMMYHHOTI'O MUKPOOKPY KEHUSA ITPU
PA3JIMYHBIX TNCTOJOI'MYECKUX ITIOATUIIAX AAPEHOKOPTUKAJIBHOI'O
PAKA

[Mauyamsumu H.B.!2, Tlopy6aesa 3.9.!, Vpycosa JI.C.!
THILL P® ®I'BY «HMMULI sHnokpunonorun» Munsapasa Poccun

2OTAOY BO Ilepbiiik MI'MVY um. WM. CeuenoBa Munsapasa Poccuu (CeueHOBCKHi
YHuBepcurer)

Beenenne. AnpenokoprukaneHelil pak (AKP) — penkas 310kauecTBEHHAsI S9HAOKPUHHAS OITyXOJIb
U3 KJIETOK KOPBI HAAMOYEUYHHKA C 4acTOTOM BcTpeuaemoctu 0,72 ciydas Ha 1 MiIH HaceneHus B
roa. U3-3a tpyanocreit quarHoctuku AKP oOHapykuBaeTcs ye Ha CTaiuu METacTa3upOBaHMS,
YTO OrPaHMYMBAET BO3MOXKHOCTH XHpypruueckoro BMmemarenbcTBa. lIpornoz AKP kpaiine
HEOJIHOPOJICH U TPYAHO MpelckasyeM, HaOmomaeTcs: Oobiias BapruaOeabHOCTh KIMHUYECKHX
IIPOSIBJIEHUH, BCTPEYAIOTCSI KaK BAJOTEKYIINE, TaK U KpailHEe arpeCCUBHBIE OIIYXOJIH.

M3BecTHO, YTO COCTaB MUKPOOKPY>KEHHS OIyXOJIM UMEET pellaroiiee 3HaYeHue It pa3paboTKu
CTpaTernii UMMyHoOTepanuu paka. OJHUM U3 €r0 KOMIIOHEHTOB SBJIIIOTCSI UMMYHHBIE KIIETKHU,
HaJIMYue KOTOPBIX HEPEIKO aCCOLMUPYETCS C JIYUIIUM IPOrHO30M ISl MALIUEHTOB MPU MHOTMX
3JI0KaYECTBEHHBIX HOBOOOPA30BAHUSX.
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Leab — oreHka CyONOMYJSIMOHHOTO COCTaBa M TMPOTHOCTHYECKOTO 3HAYEHUS WMMYHHOTO
MUKPOOKPY’KEHHUS OIYXOJIH B pa3IN4HbIX rMcTONornueckux noarunax AKP.

Matepuanbl U MeTObl. B nccienoBanne ObLIM BKIIOUYEHBI 00pa3libl OMyXO0JIEBOM TKaHH OT 73
nauuenta ¢ AKP: 38 cnyuaeB knaccuuekoro (52,1%), 18 — onkoumrtapuoro (24,7%), 9 —
mukcouaroro (12,3%) u 8 cmyuaeB cmemannoro (11,0%) moarumoB AKP. Bce o06pasiml
OITyXOJICBOW TKaHW BEpU(DUIIMPOBAIN B COOTBETCTBUU C MEXAyHApOIHOW THUCTOIOIMYECKOU
knaccudukanueit omyxonei Haanodeunuka (BO3, 2022). Kaxxgomy u3 73 manueHTOB MpOBEICHA
cepusi nMMyHorucroxumuueckux (MI'X) okpamuBaHuii Ha MapKepbl OCHOBHBIX CYONOMYJISIUNA
uMMyHHBIX KieTok: CD45, CD3, CD4, CD8 u CD68, a Taxxke k PD-L1. UI'X ananu3 npoBoamiu
10 CTAHAAPTHON METOJHUKE.

PesyabTatsl. YcranoBneHo, uto AKP xapakrepusyercst HU3K0i HMMYHHOM HHPHUIbTpAIIEl Kak
B mapenxume (142 knerku/mm?), Tak u B ctpome (187 kietok/mMm?) omyxonu. OHKOIMTAPHBIHA
THCTOJIOTHYECKUN TOATHII B CPAaBHEHHHM C KJIACCHYECKUM XapaKTepu3yeTcs 3HauuMmo OoJee
BbIpakeHHOU CD45+ undunprpanueit B mapenxume (p<0,001) u B crpome (p<0,001) omyxomm,
CD3+ (p<0,001), CD4+ (p<0,001) u CD8+ (p=0,003) undunpTparueii B napeHXuMe OmyXoJH.

Onyxonu co CMEIIAHHON TOPMOHAJIbHON aKTUBHOCTBIO 10 CPABHEHUIO C OIyXOJISIMU MAallMEHTOB
C THUIEPKOPTULIM3MOM XapakTepu3yrorcs Oonee BblpakeHHoW CD45+ wuHuMibTpanueii B
napeaxume (p=0,01) u B ctpome omyxomnu (p=0,013). Takxe B oOpa3iiax omyxoneBoi TKaHH CO
CMEIIAHHOM TOPMOHAQJIBHOM AKTUBHOCTBIO [0 CPABHEHHIO C TPYNIOM € OTCYTCTBUEM
TOPMOHAJILHON aKTUBHOCTH OTMeuaeTcst 6oiiee BbICOKUH ypoBeHb CD45+ HMMYHOIIMUTOB B CTpOME
orryxomnu (p=0,043), CD4+ nummynouutoB B napeuxume (p=0,049) u ctpome omyxonu (p=0,028).
VY namuentoB ¢ AKP 6e3 mpu3HakoB OTAaJCHHOTO METAacTa3MPOBAaHUS OIMYXOJIM HaOII0NaeTCs
Oonee BbICOKHU ypoBeHb CD68+ MHpMIbTpanyu B MapeHXWME OMYXOJW IO CPABHEHHIO C
MAIMEHTAMH C BBISIBJICHHBIMU NpU3HaKamMu Metactazuposanus (p=0,009).

B PD-Ll-nosutuBHbix AKP ormewaercs menee BblpakeHHas CD68+ wundumpTpanus B
napeHxuMe oryxoiu B cpaBHeHnn ¢ PD-L1-neraruBabiMu o6pasnamu (p=0,008), B To 3xe Bpems
narueHTsl ¢ PD-L1-03UTUBHBIMU OIMYyXOJSIMH IEMOHCTPUPYIOT Oojee HH3KYIO 00mryo (OB)
(p<0,001) u 6e3penmanBHyt0 BelkHBacMocTh (BPB) (p<0,001).

dakropamu noctoBepHo BiustomumMu Ha OB manuentoB ¢ AKP saBnstorcs: Mopdonornueckuit
noxarun AKP (p=0,008), yposens CD45+ (HR=0,2; 95% CI: 0,05-0,69; p=0,011), CD3+ (HR=0,5;
95% CI: 0,34-0,9; p=0,05), CD4+ (HR=0,8; 95% CI: 0,68-0,97; p=0,049) u CD8+ (HR=0,3; 95%
CI: 0,09-0,89; p=0,023) kiieToK B mapeHxuMe oryxoiu, a Takxe PD-L1 craryc onyxonu (HR=6,9;
95% CI: 1,8-26,6; p=0,005).

dakropamu gocToBepHO Biustomumu Ha bPB manuentoB ¢ AKP sBnstores: mopdonornueckuit
noarunt AKP (p=0,03), ypoens CD45+ (HR=0,5; 95% CI: 0,3-0,9; p=0,018), CD3+ (HR=0,6;
95% CI: 0,3-0,9; p=0,049), CD4+ (HR=0,8; 95% CI: 0,7-0,9; p=0,031) u CD8+ (HR=0,5; 95%
CI: 0,3-0,9; p=0,037) xneTok B napeHxume omyxoid, a Takxe PD-L1 craryc onmyxonu (HR=2,8;
95% CI: 1,54-4,57; p=0,005).

[To pe3ynpTaTaM MOJyYEHHBIX JAaHHBIX pa3paOOTaHbl MaTEMaTUYECKHE MOJEIH, IO3BOJISIONINE
MIPOM3BOJIUTH MPOTHO3UPOBAHUE pHUCKa JeTambHOro ucxona (p=0,01, ¥2) u pucka pa3BUTHA
peuuausa (p=0,002, 2) y nauuenros ¢ AKP.

BbiBoabl. Pe3ynbTaThl McCClEOBaHUS MOTYT OBITh HCIIOJNB30BaHBl ISl ONpEACTICHHS
NEPCOHATM3UPOBAHHON TaKTUKHU BeaeHus nauueHToB ¢ AKP, a pazpaboTraHHbIe MaTeMaTUYECKHE
MOJICNIA ISl ONpEeAeNICHHs pPHUCKA JIETAIbHOTO HCXO/Aa M pelMIuBa JAHHOTO 3a00JieBaHUSL.
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[TonmyyeHHbIE TaHHBIE OTKPHIBAIOT MEPCHEKTHBBI I MOUCKA U Pa3pabOTOK HOBBIX TapreTHHIX
MMMYHHBIX [IPENapaToB I JICYECHUS TALIUEHTOB C Pa3JINYHbIMU THCTOJIOTUYECKUMHU IIOATUIIAMHU
AKP.

KioueBble cjI0Ba: aJpeHOKOPTUKAIBHBIA pak, MMMYHHOE MHKPOOKPYKEHHE, OIMyXOJb-
UHQWIBTPUPYIOLTHE TUM(OIUTHI.

HECTAHJAPTHOE TEYEHUE CUHAPOMA MHOXECTBEHHbBIX
SHJOKPUHHBIX HEOILJIAZAM (M2H) 2A THUIIA

J.K. Dpukenosa!
I®I'BY «HMULI supokprnoioruw» Munsapasa Poccun, MockBa.

BBenenne: MOH 2A (curmpom Cummuia) — peakoe 3a0oneBaHue, OOYCIOBICHHOE
TFepMUHAIBHBIMU MyTallUsIMU B IpoTOoOHKOoreHe RET. Kiaccudeckue MpoOsBIEHUS CHHIpOMA!
MEAYJUISIpHBIA pak mmToBuaHON xkene3sl (MPLLDK, 97-100%), deoxpomormroma (55-75%) u
nepBuuHblil runepnapatupeos (III'TIT, 15-30%). CoueraHue HHAOKPUHONATUN MO3BOJIAET
3arnoAo3puTh IuarHo3. B To ke Bpemsa aumarHoctuka MOH 2A 3aTpyaHeHa BCieICTBHE
MaHH]ecTali KOMIOHEHTOB CHHApoMa B pa3HoM Bo3zpacte. MPIK — mepBoe u HamnbGomee
MIPOTHOCTUYECKH HEOJAronpusTHOE TNPOSIBICHUE, XapaKTepusylolieecs MyJIbTH()OKATbHBIM
nopakeHueM IMTOBUAHOM xene3sl (ILXK) u ocTaromeecs: HeTMarHoCTUPOBAHHBIM B OTCYTCTBHH
CBOECBPEMEHHOM omeHku 6azanbHoro KanmbiutonuHa. [II'TIT manudectupyer B 6onee mo3nHeM
BO3pacTe, XapaKTEpU3yeTCcsd MATKMM TEUYEHHEM M TUIEpIUIa3uell OJHOM, Peke HECKOJBKHX
OKOJIOIIUTOBUAHBIX xere3 (OLLDK).

Marepunansl m meroabl: OnucaHue KIMHUYECKOIO Ciydass MAlMEHTKH C HECTaHAapTHBIM
TedeHreM cunapoma MOH 2A.

PesyabTatsi: [lanuentka M., 48 ner, o6parunace B [HI[ ®I'BY «HMUL sHa0KpHHOIOTHI
MunsapaBa Poccun (HMUL] sunokpunonorun) B mMapre 2023 r. ¢ xajnobamMu Ha OIIyIIECHHE
OHEMEHHM B Majbllax 00eux pykK, ciadbocTh, yromiasieMocTsb. M3 anamuesa: B 2000 r. nepenecna
pesekmuio obeux moneii 1K mo moBoay y3noBoro 300a (MeAMIIMHCKAsT JOKYMEHTAIHS yTepsHa,
KaJIBIIMTOHUH PYTUHHO He omnpeaensuics). B 2021-2023 rr. — penuanB MHOTOY3JI0BOTO 300a p. 70
1,3-1,7 cm, o manHbM myHKIHoHHOW Ononicun — BETHESDA 1I. B 2023 r. nuarsoctupoBaH
[II'TIT. Ilepenomsl oTpunaer. 3 rona Hazaa — noveyHas koiuka. [Ipu cumaTHrpaduu OLLK c
O®OKT-KT — obpa3oBanus mpaBoit HwkHel u aeBoit Bepxueit OLLDK. 25(OH)Buramun D — 33
HT/MIL

B xone rocnuranuzanuu B HMULL sunokpunonoruu B utone 2023 r. naparropmon (I1TT) 204,6
nr/mi (15-65), runepkanbipeMus 10 2,78 MMOJIB/JT 110 aIbOYMUH CKOPPEKTUPOBAHHOMY KaJIbLIHIO
(2,15-2,55), nopmodocharemus — 0,77 mmons/1 (0,74-1,52), HopMokaneluypus — 7,4 MMOJIB/CYT.
(2,5-8). I[To DXA 3-x oTnenoB ckenera - CHUKEHUE MUHEPAIbHOW TUIOTHOCTH KOCTHOM TKaHU
OTHOCHUTEJILHO BO3pacTHOW HopMbl B Li um myueBoil koctu a0 —2,5 SD mno Z-kpurtepuro.
HedponuTtnasz/nedpokanbiinao3 uckiaodeHsl mo pesynbraram Y3U mouek. [Ipu Y3U u MCKT
IIeU ¢ KOHTPACTHBIM YCHUJICHHEM BU3YyaJH3UPOBAHBI 00pa30BaHMs 3-X OKOJIOIIUTOBUIHBIX XKeEJe3
(OIX) — nmpaBoii BepxHeEH, JIEBbIX BEpXHEHN U HUxkHEH p. 1,4-2,0 cm. ITpu Y3U B pesennpoBaHHON
npasoii none K — o6pazosanme p. 0,5 cm (EU-TIRADS 3). TTI" — 1,28 MME/n (0,25-3,5),
KaJIbIUTOHUH — 2,19 mir/mi (0-9,8).
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IIpuaumast Bo BHUMaHue MHOXkecTBeHHoe nopaxenue OLLDK, ¢ nenpro mckmouenus MOH 1
OILICHEeHBI YPOBHU WHCYyIWHOMOA00HOTO (hakTopa pocta-1 (UDP-1) — 123,6 ur/mn (51-271) u
mponaktuHa — 353,3 MEn/nm (94-500), pekoMeHIOBaHO TEHETUYECKOE HCCIIEOBAHUE: TIPU
CEKBEHUPOBAaHUM MaHenu «I unepnaparupeos» BhIsIBICHA MATOTEHHAS T€TEPO3UTOTHASI MyTallUs B
11 sx3one rena RET (Bapuant HG38, chr10:43114501G>A, ¢.1901G>A). AuarnoctupoBan MOH
2A.

Ha noomepanmoHHOM 3Tame MO0 MECTy >KUTEIbCTBA OICHEHBl YPOBHHM (PPaKIMOHHPOBAHHBIX
MeTaHe(h)PHUHOB CYTOUHOM MouH (6€3 KOHCepBaHTa) — B IipezieniaX peepeHCHBIX HHTEPBAJIOB; MIPH
MCKT 3abprommnHoro npocrpanctsa B HMULL sHIOKPUHOIOTUH — IBYCTOPOHHSISI TUIIEPILIA3HS
HAAMNO4YEeYHUKOB (p. 6 MM crpaBa U 2,5 MM ciieBa, HaTUBHOM MIIOTHOCTBIO 25 HU) — nanHbIX 3a
(heoXpOMOITUTOMY HE MOJIYICHO.

22 wmapra 2024 r. B HMMI] 5>HIOKpUHONOrMM TAalLMEHTKE IMPOBEACHA CyOTOTaJbHAS
naparupeonPKToMust (yaanensl 3 n3meHeHHole OLLDK), a Taxxke, yuuTsiBasi IpenroyiaracMoe
Hanmune panee MPIIDK — tupeonmpkromus. [lanabie MOp(}OIOrHYECKOTO HCCIEIOBAHUS — B
pabore.

BeiBoabl: IIpencraBieHHBIM KIMHUYECKUN Clly4all BBIXOAMT 3a pPAMKH CTaHAAPTHOIO
npenacrasieHust 0o MOH 2A BBuay HetunnuHoro cumntoMHoro teuenus II'TIT ¢ nopaxenuem 3-
x OLXK m nemMoHCTpUpyeT Ba)KHOCTh CBOEBPEMEHHOTO OIpPENEICHUs YPOBHSA 0a3alibHOTO
KaJbIIUTOHWHA KPOBH JJIS IPOBECHHUS aJIEKBaTHOTO 00beMa XUPYPTUIECKOro BMEIIaTeIbCTBA Ha
K. Muoxectsennoe nopaxenue OIDK tpeGyer uckmouenuss MOH 1. B 1o xe Bpems
narentam ¢ [II'TIT ne3aBucumo ot Gopmbl 3aboseBanus u yrciaa u3MeHeHHbsix OLLDK, panee
IIEpEHECIINX XUpyprudeckue Bmemarensersa Ha LK, Heo0xoaumo mpoBeieHue reHeTHIECKOro
uccienoBanus it uckmodenuss MOH 2A. llemecooOpa3HbIM TMpEACTABISETCS TOJTHOE
cexkBeHupoBaHue reHoB MENI n RET. I1pu BeIsiBlIeHUH MyTaluu B reHe RET Ha 700NEpalliOHHOM
sTarne TpedyeTcsa UCKIIoueHne acconunpoBannoit ¢ MOH 2A peoxpoMonuToMBI.

KiroueBbie cioBa: MOH 2A, nepBUuHBIN runepnapaTtupeos, MEAYJUIIPHBINA paK IMIMTOBUIHON
)kenessl, RET.

CUHAPOM TECTUKYJIIPHOU OEMUHU3AIINN: INPEBEHTUBHAS
T'OHAJIDKTOMMUS, «3A» U «ITPOTUBY.

C.M. Cenjosa'
l®I'BY «HMULI supokpunoiorun» Munsapasa Poccun, MockBa.

AnHotanmsi: Cungpom TectukyisapHod —¢demunmzammu (CT®D) mnpexacraBusger co0oif
FEHETUYECKOE paccTpoOrCTBO, XapaKTepU3yIoLLeecs IIOJIHOM J5R05 YaCTUYHOU
HEYYBCTBUTEIBHOCTBIO K aHAPOTr€HaM Y UHAMBUIYYMOB ¢ TeHOTUIIOM 46XY, a Takxke ABIseTCS
HanboJiee YacTo! NPUUMHON HAapYIIEHUH 0I0BOM tud hepeHInanuy y NaiMeHToB ¢ KApUOTUIIOM
46XY. lanHoe 3a00neBaHre 00yCIIOBICHO Ae(eKToM reHa perenrtopa kK anaporesam (AR), uto
NPUBOAUT K HAPYIICHHIO HOPMAJIBHOTO PA3BUTHUS MYKCKHX TOJOBBIX OPTaHOB, (hOPMUPOBaAHHS
MY>KCKUX BTOPHYHBIX IOJIOBBIX MPU3HAKOB U TPOSBICHHIO (DEHOTUIMHYECKUX OCOOEHHOCTEH,
XapaKTEepPHBIX IS )KEHCKOro nosia. OJHUM U3 BaXXHBIX BOIPOCOB, CBSI3aHHBIX ¢ JeueHueM CTO,
ABJIAETCS HE00X0IUMOCTh [IPEBEHTUBHOU TOHAJIPKTOMHUH. Ilenecoobpa3HoCTb
npoUIAKTUYECKOTO yIAJIeHUs TOHA/ 10 CHX ITOp OCTaeTcs mpeaMeToM nuckyccuil. [lpencrasnen
KIMHUYECKUH ciay4ail keHIuHbl 37 yet, ¢ monHoi ¢opmoit CT®, koropas, HECMOTps Ha
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PEKOMEHJIAaLUI0 IPOBEACHUS TIOHAADKTOMHMHM, OCHOBAHHYK0 Ha IIOJ03pUTEIbHBIX MP-
XapaKTEPUCTUKAX TOHAJ, IPUHJIA PEILICHUE OTKA3aThCA OT XUPYPrudeCcKOro BMEIIaTeIbCTBA.

Onucanme cayyas: [Tanuentka T., 37 5et, ¢ CHHAPOMOM TECTUKYJISIPHON (PeMUHU3AINH, TIOJTHAS
dopma, (kapuotun 46XY) nocrynuia B Mapre 2023 roga B OTAelIeHUE HEHPOIHIOKPUHOIOTUN
OI'bY «HMMULL Dunoxpunonorum» M3 PO ¢ xanobdamu Ha BeIpaK€HHBIN 00JEBON CHHAPOM B
MOJB3IOLIHON 00JIACTH, MPEUMYIIECTBEHHO ClipaBa, HAaOOp Macchl Telna Ha 7 KI B TeYeHHE 6
MECSLEB.

U3 anamnesa: BriepBble obpatuiach K Bpauy B 14 neT ¢ jxanob6aMu Ha OTCYTCTBUE MEHCTpPYalUi.
Ha ocHOBaHMM KIMHMYECKUX U Ja0OpaTOPHO-MHCTPYMEHTAIBHBIX JaHHBIX, HCCIEIOBaHHA
kapuotuna (46XY) u manueix cemeiiHoro aHamues3a (CT® y poaHO#l cecTpbl MaMEHTKH) ObLI
ycTraHoBlieH aAuarHo3 nosHas ¢opma CT®. ['oHagdKTOMHs B MOCTIYOEpTaTHOM BO3pacTe HE
IIPOBOMIIACK.

3amy»xeM, 2 1eTell OT CypporaTHOM MaTepu U JOHOPCKOM SAWIIEKIETKH.

[Tpu oGcnenoBanuy, no naHHbIM Y3U (yIbTpa3ByKOBOE HCCIIEJOBAHUE) OPIaHOB MAJIOTO Ta3za OT
20.09.2022: »sxorpaduyeckre MPHU3HAKK AaIUIa3ud MaTKW, B TPOEKIMU SMYHHKOBBIX SIMOK
BBISIBIIEHBI HEOJHOPOJIHBIE THIIOAXOTEHHBIE CTPYKTYPBI C YETKHMHU KOHTYpPaMH, pa3MepaMu 10
34,4 mm ¢ 06eux cropoH. [Ipu amOGynaTopHom taboparopaom obcnemnoBanuu ot 20.09.2022 6pu10
OTMEYEHO TOBBIIICHUE YPOBHS TecTocTepoHa 10 36,26 HMONb/I (HOpMa Ui KeHIuH a0 1,85
HMOJB/11), oBbieHre 170Hmporecrepona 1o 6,19 HMoONB/1, a Takke HOpMaJIbHBIE 3HAYCHHS
actpaguona (142 nmone/n) u nponaktuHa (116,4 MME/n). [1o nanasiM Y3 MOJIOYHBIX Keles,
sxorpaduueckue npuzHaku JUPQy3Hoil GUOPO3HO-KUCTO3HONW MACTONIATHU: cieBa 00pa3oBaHHE
23x13 mm (BIRADS 3).

Ilpu KnuHuueckom ocmompe TAIMEHTKH B OTICICHUHM OTMEUYAeTCs IOJHOE COOTBETCTBHE
KEHCKOMY (EHOTHUITY, OTCYTCTBHE BOJOC B TMOJIMBIINIEYHOW U JIOOKOBOW OO0JNACTSAX, HaIM4due
BIIATAJIUINA JIOCTATOYHON TNyOWHBI, 3aKaHYMBAIOUIETocs cieno. llpu mampmanuy MOJOYHBIX
Kelle3 OTMEYaIuch 00JIE3HEHHOCTb, BBIJICIICHUSI OTCYTCTBYIOT.

B xo00e cocnumanuzayuu, 10 JaHHBIM TOPMOHAJIBHOTO aHAJHM3a KPOBH, BBISABICHBI M3MEHEHUS
rOpMOHanbHOTrO Tpoduis xapakrepusle g CTO: moBsleHne TectocTepona A0 19.4 HMonw/n
(Hopma 1o 2,7), NIOTEMHU3HpYIOMEro ropMoHa 1o 28.9 En/n, HOpMmanbHbIE 3HAYCHUS
dommukynoctumynupyomero ropmona (2.06 En/m) um acrpagmona 135.7 nmons/m. Ilpu
MPT(MarauTHO-pe30HaHCHAs TOMOrpadusi) OpraHOB MAJIOTO Ta3a BU3YaIH3UPOBAIUCH TPU3HAKH
roHaja (SMYeK): B TMpaBOW MOAB3AOIIHON obmactu pasmepamu 23x20x38 MM, ¢ YETKUMH
HEPOBHBIMH KOHTYpaMHU, HEOJHOPOJIHOM CTPYKTYpBI, C IPU3HAKAMU HAKOIUIEHUS KOHTPACTHOIO
npenapara; Takke ClpaBa — 30Ha, pazMepamu 26x23x28 MM, ¢ KUCTO3HBIMU BKJIIOYEHUSIMU; B
JIEBOW TMOAB3OIIHON 00JAaCTH OMpeAessieTcss CTPYKTypa OBaIbHOM (hOpMBI, pazMepaMu OKOJIO
32x14x29 MM, ¢ 4YETKMMHU HEPOBHBIMH KOHTYpaMH, HEOJHOPOIHOMN CTPYKTYypbl, C IIPU3HAKAMU
HAKOIUIEHHs KOHTPACTHOTO npenapara; MP-nipu3Haky ama3uy MaTKy U IEHKU MAaTKH (PUCYHOK
1). C unenpio HUCKIIOUEHHs] OCTEONoOpo3a Ha (OHE OCHOBHOTO 3a00JieBaHMs BBIOJHEHA
PEHTTEHOBCKAsl OCTEOIEHCUTOMETPHSI MOSICHUYHOTO OT/iea MO3BOHOYHMKA U IPOKCUMAaIbHOIO
otaena OepeHHOM KOCTH, MO JaHHBIM KOTOPOW CHMKEHHS MHHEPAJIbHOMN IJIOTHOCTH KOCTEH He
BBISIBJIEHO.

[TaneHTKa KOHCYJIBTHPOBAaHA T'MHEKOJIOTOM, YYMTBIBAas BBICOKHH PUCK MAJWTHHU3AIMU TOHAJ
PEKOMEHJIOBAHO OINEpPAaTUBHOE JIEYCHHE B IUIAHOBOM TMopsake. Bompeku mnoapoOHBIM
00CYX/IEHUSIM BO3MOXKHOTO pHCKa MAJIWTHMU3ALMU TOHAJ M TOJb3bl TEpalMu 3CTPOT€HAMH B
IIOCJICONEPALIMIOHHOM NIEPUO/IE, TALMEHTKA IPUHSJIA PELICHNE BO3AEPKATHCS OT XUPYPru4ecKoro
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JICUCHUA. EI[I/IHCTBGHHBIM MOTHUBOM, JICKAIIIUM B OCHOBC €€ PCUICHU, OBLIO «IIOJIOXKUTEILHOE
BJIMAHUC) TOPMOHOB, Bblpa6aTBIBaeMBIX

B II0JIb3y MPOBEACHUS FOHAIIKTOMHH. [IpeBEHTHUBHASI TOHAPKTOMUS CHHXKAET PHUCK Pa3BUTHS
paka u yCTpaHsAeT HCTOYHHK ITOTEHIIMAIBHOM 3JI0KAUECTBEHHOU JIETeHEPALUU.

B neinoMm, B CBA3M C BBICOKMMH IIOKa3aTEJISIMH BBDKMBAa€MOCTH B ClIy4ae pPAaHHEM CTaluU
TepPMHUHOTEHHBIX omyxojei y mauueHToB ¢ CT®, colmroneHue perysisspHOro MOHUTOPHHIA H
COOJII0/IeHNE TOHA]aMU, Ha BHEIIIHUE ACIEKThI €€ KEHCKOr0 00JIHKa.

BbiBoabI: BRICOKHIT pUCK BOSHUKHOBEHHSI TePMHHOTEHHBIX OITyXo0Jiei in situ y mauueHToB ¢ CTD
ABIISICTCS OJHUM M3 OCHOBHBIX apr'yMEHTOB PEKOMEHAALMH Bpauya MOTYT IOMOYb OOECIEYUThH
HaWJIy4dIIud UCXOJ JieueHus. [ onpeneseHHON IPpyIbl NalUeHTOB POBEACHUE PETYIISIPHOTO
CKPUHUHTA BMECTO NMPEBEHTUBHOM FOHAIPKTOMUN MOXKET OBITh KOM(OPTHBHIM BAPHAHTOM.

KiroueBble ¢J10B: AHIPOreHHONW HEUYBCTBUTEIBHOCTH CUHAPOM; TECTUKYIIAPHON (peMUHU3AINH
CHHJPOM; PELETITOPBI aHAPOT'CHOB; MOI0Bast 1u(dhepeHIuanms.

Pucynok 1. MPT opranoB manoro ta3a. CTpeiKd YKa3bIBAaIOT HAa TOHAJbI (IUYKH) B IMAXOBOM
KaHaje.

MYTAIIAU B TEHE ACAN, IPUBOJAINIME K BOSHUKHOBEHUIO CEMEMHOM
HHU3KOPOCJIOCTHU: OIIMCAHUE KIIMHUNYECKHUX CJIYYAEB.

M.B. Cexunaea!

I®I'AOY BO «IlepBbiii MOCKOBCKHI IOCYIAPCTBEHHBIM MEIUIMHCKUN yHUBEpCUTET M. M.M.
CeuenoBa (CeueHOBCKMI yHUBEpCcHUTET)», MockBa
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Beenenne. Mytauuu B rene ACAN sBIsAIOTCS BTOPOM IO pacHpOCTPaHEHHOCTH MOHOI€HHOMN
NPUYMHON UAMONATHYECKOH 3a7ep KK pocTa nocie nedekra rena SHOX. I'en ACAN xonupyet
arrpeka, sBJISIOLIUICS OCHOBHBIM IIPOTEOIVIMKAHOBBIM KOMIIOHEHTOM XPSIIEBOIO MaTpPUKCa KaK
B CYCTaBHOM XpsIle, TaK M B Xpslle POCTOBOW IutacTUHKH. [Iponmdepanns XOHAPOUUTOB,
runepTpodus XOHIPOIUTOB M CEKPELusl XPSIIEBOW MaTPHIBI CIIOCOOCTBYIOT XOHAPOTeHE3Y H
JINHETHOMY pPOCTY.

Kurouesbie cinoBa: red ACAN, HU3KOPOCIOCTb.
Kiannuvecknii coyyait 1.

[TanmenTka A.,17 ner. Kapuorun 46XX. ITpu poxnenun Bec 3450 r (SDS:0.01), poct 51 cm
(SDS:0.62). HacnencTBeHHOCTb OTSTOIIEHA [0 HHU3KOPOCIOCTH MO OTLOBCKOW JIMHUU —
npabalymka-150 cm, penymka-155 cm, orenm u pomHoW nana-158 cm; mama-164 cwm.
[Mapumaneueiii CTT -nedunut auarHocTupoBat B 4,5 rojja Ha OCHOBaHUH 3a7Iep KKK pocTa (SDS:-
2.6), au3koro BeioOpoca CTI 7,9 ar/mMn u 8.8 Hr/mi. OTMeUanock onepexxeHne KOCTHOTO BO3pacTa
(KB). Tepanuto ropmonoM pocta (pI'P) nonyuana c 4,7 no 14,4 ner. KoneuHslil pocT cocTaBui
150 cm. ASDS pocra: 0.65; Apocra: 59 cm. B rene ACAN B 12 5k30He 0oOHapyXeH paHee
HEOIMCAHHBIM B NuTepaType BapuaHT (c.5626G>T) B rerepo3urorHom coctosHuu. B 16 jer
BBISIBJIEH IOHOIIECKUI XpOHMYECKUM apTpuT. Mitaamast cectpa nauueHTku A. [lpu poxxaenun Bec
2970 r (SDS:-1.14), nmuna 50 cM (SDS 0.06). Kapuotun 46XX. B 3,3 roga poct 86,5 cm (SDS:-
2.39), UDP-1 84.64 ur/mi, KB-4,5 r. Makcumanbhsbiii Beiopoc CTI' cocraBun 5,9 Hr/min u 4,66
ur/mia. Tepamuto pI'P monydana B teuenue 3,10 ner. B 7,11 mecsine poct 115,4 cm (SDS:-1,64)
ASDS pocta:0.92; Apocta: 26.5 cm. B 6,10 siet BoisiBiIeHa aHanoruyHas myTtanus B rene ACAN.
VYuursiBas nporpeccupytoulee onepexenne KB, nmpornosupyemsiii koHeuHblH pocT 152 cm, ot
nponomkerus tepanuu pI'P pemeno Bosaepikartscs. IIpomomkaercs Habmogenue. B 7 njer
MOSIBUJICH JKaJoObl Ha OOJM B TMOJKOJIGHHBIX OOJIACTSX, JAHHBIX 3a PEBMATOJOTHYECKOE
3a0oJIeBaHKE HE MOJTYUYCHO.

Kiannuyvecknii coayyaii 2.

[ManuenTka b. Macca tena npu poxaenuu 2950 r (SDS:-1.19), nnuna tena 49 cm (SDS:-0.51). C
poxxneHust Hu3Kkue temnbl pocta. Kapumorun 46XX. HacnencTBeHHOCTh 10 HHU3KOPOCIOCTH
otdrouieHa: Mathb - 150 cMm, orent 172 cMm, crapmas cectpa 143 cMm (KOHEUHBIH POCT).

B 5,8 et poct 100 cm (SDS -2.31). ®denorunuuecku: ymiomenue nepenocunsl. CTI nepumnur
obu1 uckmoueH (max BeiOpoc CTT 11,9 mr/mm). KB 7,2 r. YuuteiBas omnepexenne KB,
ocobeHHOCTH (eHoTuna, 3anono3per nedekr rea ACAN. Tloszxe, B rene ACAN B 6 dK30HE
oOHapy>keH paHee HEONHUCAHHbIM B JuTeparype BapuaHT (c.799> T) B reTepo3UroTHOM
cocrossuuu. B 9,4 ner poct 116 cm (SDS:-2,75), Tannep 2. Ha mpoGe ¢ anamorom ruPI-
nyOepraTHbiil BeIOpoc JII'. YuuTeiBasgs HeOIaronpusTHBIM POCTOBOI NMPOTHO3, PEKOMEHIOBaHA
tepanust THPI" B couetanuu ¢ pI'P. B 9,11u net poct 119 cm (SDS:-2.69), nunamuka 3a 7 MecsiLieB
+3cm (ASDS pocta:0.06), KB 6e3 nporpeccun. [Ipogomxkaercs HaOmo1eHuUE.

MounekynsipHo-reHeTHueckue uccneaosanus nposeaeHsl B ®I'BY «HMUL[ DHuokpuHOIOr UM
Munsapasa P® no nporpamme «Anbda-IHm0».

3akmouenne. Mytamuun B reHe ACAN TPUBOIAT K BO3HMKHOBEHHIO PA3IMUYHBIX (GOpM
HU3KOPOCIIOCTH, TSKECTh COCTOSIHUS KOTOPBIX HAIIPSIMYIO 3aBUCUT OT CTEIIEHU BOBJIEUEHHOCTHU
30HBI pocTa. ['eTepo3uroTHelie naroreHHele MyTauuu B reie 4CAN MOryT yailie BCTpeyaThCs Ipu
3afepxke pocra ¢ mporpeccueit KB. DddexTuBHOCTs pocTocTuMynupytomei Tepanuu pl'P
HeoJHOo3HayHa. OnucaHbl ciydyan KOMOMHHMpOBaHHOTO JiedueHus: aHaimoramu pI'P u ruPI, B
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pe3ynbTare 4ero cpenHee 3HaueHue SDS pocra nns nmanueHToB paHee nosaydaBmux plP,
COCTaBISI0—2.5, B TO BpeMsI KaK y JIIOAEH, HE MOJIydyaBIIUX JiedeHus:, cocTaBisuio—3.0. Kpome
TOrO, MALUEHTHI, N0JIy4aslIne jedeHue pI P coBmecTHO ¢ ananorom reHPl’, B TeueHHe IBYX JIET C
MOMEHTA ITOJIOBOTO CO3pPEBAHUS HAOUPAIOT Ha 5—8 cM OOJIbIIE B POCTE, 110 CPABHEHHUIO C YICHAMH
cBoeif cembH, C TeM ke moinoM u Mmyramued ACAN. YcrtaHoBUTh 3((HEKTUBHOCTH
KOMOWHUPOBAaHHON Tepanmuy Halleld MAlMeHTKH Ha CETOAHAIIHUN JIeHb HE MPEICTaBISCTCS
BO3MOYKHBIM, IIOCKOJIbKY Ha MOMEHT IMyOJIMKALMU MAallMeHTKa HE JIOCTUTJIa KOHEYHOTO pOCTa.

TPYJHOCTHU JU®PEPEHIIUAJIBHON JUATHOCTUKH BOJIE3HU T'PEMBCA U
®YHKIIMOHAJIBHOM ABTOHOMMUM.

M.M. l'axumypanosa’
l®I'BY «HMULI supokpunoiorun» Munsapasa Poccun, MockBa.

BBenenne: TUpeoTOKCUKO3 — KIMHUYECKHI CUHIPOM, BOSHUKAIOLIUH BCIIEACTBHE U30BITOUHOTO
COZICpKaHUSI TUPEOMTHBIX TOPMOHOB B KpOBH. Benymmmu mnpuuMHaMM B CTPYKType
pacipoCTpaHEHHOCTH THUPEOTOKCHKO3a SBISIFOTCS Oonesnb ['peiiBca(bl’) m QyHkumoHanbHas
aBToHOMUsI(DA). B OTedeCTBEHHBIX W MEXKIYHAPOAHBIX KIMHUYECKHX PEKOMEHJIAIMIX
3aKpeIuieH YeTKUH ainroput™ auddepeHuuanbHOl  TUArHOCTUKU  PasiU4HbIX  (QopM
TUPEOTOKCHKO3a. OJHAaKO B KIMHUYECKOM TMpakTHKe BepuuKalus Iuar€osa B paMKax
BBISIBJIGHHOTO CHHIpPOMa M 1O CE€il JeHb BBI3bIBACT HeMaible TpyaHocTH. Hu oaunH u3
CYLIECTBYIOIIMX  METOJOB  HCCIEAOBAaHHS  HE  SIBIAETCS  «30JOTBIM  CTaHIApPTOM»
mddepeHranbHON AMarHOCTUKH THPEOTOKCUK03a, OKOHYATEJIbHBIN TUarHo3 Bceraa 0azupyercs
Ha TOJIHOLIEHHOM JIa00paTOPHO-UHCTPYMEHTAILHOM 00CIICIOBAaHUH.

Bamemy BHUMaHHIO TMpEACTaBIsEM KIMHUYECKUN ClIy4ail, OTpaXarwolUld TPYyAHOCTH
g depeHIaTbHON JUArHOCTHKY OMMCAaHHBIX 3a00ICBaHHIA.

Kiannnyecknii ciayyaii:

[Manment I'., 47 ner, B 2023 r. oOpaTuics K Bpady IO MECTY KHUTEIbCTBA C Kalo0aMH Ha HATUYHE
NaJILIIUPYEeMOro 00pa3oBaHMs Ha IIee CIIPaBa.

[To pe3ynbpTaTaM ynbTpa3ByKOBOTO HUccieqoBaHus mUToBUIHOM xene3bl (Y3U HIK) BeisiBiaeHBI
NPU3HAKK yBEJIWYEHHUs ee o0beMa 70 59.4 M, B mpaBoil J0je BHU3YaIH3UPOBAHO 0Opa30BaHHE
p.7.1x4.8x3.2cm (EU-TIRADS 4). Ilpu TOHKOUTOJBHOW acHHpalMOHHONW Ouomncun -
UTOJIOTHYecKast KapThHa GounKynsapHoit onyxomn (Bethesda IV). 1o naHHBIM rOpMOHAJIEHOTO
npodwiis Brepsble 3adgukcupoBan ManupectHslit TupeoTokcukos: TTI 0.009 MME/x (0.4-4.0),
cB. T4 5.2 ar/mn (0.89-1.76), cB. T3 18 nir/mi (1.8-4.2). DHAOKPUHOIOTOM 10 MECTY YKHTEIHCTBA
YCTaHOBJIEH JAMAarHo3 0ose3Hp ['peliBca, MHUIIMMPOBAHA TEparUsl THAMA30JIOM B HayaJbHOM
CyTOYHOH 103¢ 20 MI' ¢ IOCJIEIYIOLIUM MIEPEXO0JI0M Ha CXeMy «OJIOKHPYH U 3aMelain».

B wmrone 2023 r. mamment oOparwics Ha npueM K xupypry ['HI[ ®I'BY «HMMUIL
Oupokpunosnorun». Yposenb AT-pTTI Ha mMomeHT uccnenoBanus coctaBisn 0,99 ME/n, no
nanabiM cumHTUTpaduu DK ¢ Tc-99M-neprexHeTarom BBISBICHBI NMPU3HAKU IOBBIIIEHHOTO
HakoIieHus paauodapmaneBTuueckoro npenapata(P®OII) B obenx momax (6,0%, N>1.7), 6onee
BbIpa)keHHO cripaBa. OJIHaKo, y4uThIBas ropMoHanbHbIH cratyc nanuenta (TTIT 12.948 MME/xn)
U BO3MOJKHOCTb JHJOT€HHOM CTUMYJISILUU «3J0POBOM» TKaHMU IMUTOBUAHOMN »xene3sl TTT,
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NPUHATO pELICHHEe O HEeOOXOAMMOCTH TMpoBeAcHUs CcUHTUTpaduun Ha (HOHE OTMEHBI
TUPEOCTATUKOB.

B asrycre 2023 r. npu ypoae TTI' 0.05 MME/n Beimonnena nmosropHas cuuHTHrpadus. Ha
MIOJIyYEHHBIX CLHHMHTUIPaMMax B IIPaBOM JOJE€ ONpelecHa 30Ha IMOBBIMIEHHOro 3axsara POII
y3JI0BBIM 00pa30BaHUEM C BBHICOKOH ()yHKIIMOHAIBHON aKTUBHOCTBIO Ha (DOHE CYNpecCHH JIEBOM
noiu. BricTaBiieH OKOHYATENbHBIN AUarHo3 «(yHKIMOHAIbHAs aBTOHOMUS y371a TPaBOM J0JIN»,
NPUHATO PEIICHHE O MPOBEACHUHU ONEPATHBHOTO BMEIIATENBCTBA B 00BbEME YAAJCHHS MPaBOM
JOJH.

[TanueHTy BBINIOJIHEHA MPABOCTOPOHHSSA TeMUTHPEOUIIKTOMUS. COINIacHO THCTOJIOTHYECKOMY
HCCIIEA0BAHUIO 0COOEHHOCTH APXUTEKTOHUKU IIOCJIEONIEPALIOHHOT O Marepuaia
COOTBETCTBOBANM (POITHKYIsIpHOM afgeHome. [lo pesynbpratam TuHaAMHYECKOrO HaOMIOAEHUS Ha
(oHE OTCYTCTBHSI 3aMECTHTEIBHOM Tepanuy JEBOTHPOKCHHOM B TOPMOHAJIBHOM aHAIN3€ KPOBU
COXpaHAETCA DyTUPEO3.

BeiBOABI:

[IpexneBpeMeHHOE Ha3HAYEHHWE AHTUTUPEOMTHOW TEpamuH TMPHUBEIO K HEMH()OPMATHBHOCTH
nociaeayoomux uccaepopanuil. Kak usBectHo, koHuentpauus AT-pTTI B mpouecce Tepanun
TUPEOCTATUKAMHM  yMEHBIIAETCS, IOJTOMY IIOJIYYEHHBIM pe3yjabTaT HE  IPEACTaBIIAI
JMAarHOCTHYECKOM 3HAYMMOCTHU. B iuTepaType onucanbl paboThI IO MPOBEACHUIO CIIUHTUTpapUH
Ha QoHE IpueMa TUPEOCTATUKOB Y MareHToB ¢ PA. BakHbIN KIMHUYECKHIA BBIBOJ 3TUX padoT,
YTO [OYTH y BCEX MALMEHTOB TE€PAIUs TUPEOCTATUKAMU B TeUEHHE OoJiee 2 MECSIIEB B pe3yJIbTaTe
ctumysnpytomiero BiausHug TTI mpuBoauina Kk peakTHBaLUU paHEe CYNPECCUPOBAHHOM TKaHU
K u ee cuuHTUrpaduueckoil Buzaynuzauuu. bonee toro, y psaa mamueHtoB 3axBar POII
y3JI0BBIM 00pa30BaHUEM ObLIT rOpa3/io MEHBIIIE, YeM TKaHbIO XKeJie3bl BHE y3I1a.

HeBepHo ycTaHOBIEHHBIA HO30JIOTMYECKUH JUArHO3 MOT IPUBECTH K HENPABUIBHOM TaKTUKE
nedeHus. Tak, UCXOTHO MAIMEHTY ObLiIa PeKOMEHJ0BaHa TUPEOUIIKTOMUSI. Y IOBIETBOPUTEIHLHOE
COCTOSTHME OONILHOTO, OTCYTCTBHUE TSDKENBIX KOMOPOWMIHBIX TATOJIOTHH M  OCIIOKHEHUH
MPEIOCTABUIIO BO3MOKHOCTh HCIIOJIB30BAaTh BBDKUIATEILHYIO TAaKTHKY JJISI TOOOCIIECIOBaHUS U
NpaBUIBHOM TOCTAaHOBKM JuarHo3a. BwiOop 1enecoobpazHoro oObemMa ONEepaTuBHOTO
BMEIIATENbCTBA MO3BOJIMII MUHUMU3UPOBATH PUCK OCIOKHEHUU M COXPAHUTh KAYECTBO KU3HU
MaIcHTA.

Takum oOpa3oM, TpHU3bIBAEM MPAKTUKYIONIMX Bpadeld MPHICPKUBATHCS TMPaBWI U
MOCIIEIOBATEILbHOCTA  MPOBENCHUS JUArHOCTUYECKUX HCCIEAOBAHUM, 3aKpEIJICHHBIX B
KIIMHUYECKUX PEKOMEHIAIUIX. BaKHO MOMHUTH, YTO IPEHEOPEIKEHUE XOTSI ObI OJTHUM U3 ITAIOB
JTMArHOCTHYECKOTO MOUCKA M OTCYTCTBHE TITyOOKOTO MOHUMAHUS MAaTOTEHETHYECKHX ACIEKTOB
MOJXKET MPHUBECTH K OMMOOYHOW Kiaccuukanuu 3a00JIeBaHUS B HO30JIOTHUECKON CTPYKType
CUH/IPOMA TUPEOTOKCUKO3a ¥ HETIPABUIIHBHO TIOJOOPAaHHON TAKTUKE JICUCHUSI.

KiroueBble cji0Ba: THPEOTOKCHUKO3, O0ne3Hb ['peliBca, pyHKIMOHATbHAS aBTOHOMUS

YOPEKTUBHOCTDb TEPAIIUU UHT'UBUTOPAMU APOMATAS3BI 3 IOKOJIEHUS
Y MAJJBYUKOB-ITIOJIPOCTKOB IIOCJIE KOMIIJIEKCHOT' O JIEYEHUSA
OBBEMHBIX OBPA3BOBAHWM 3AJTHEW YEPEITHOM SIMKH

Owmaposa 2.B. !, Kaymuuuu A.JTL. !
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\IHI] P® OI'BY «HMHUL] s1ooxpunonozuuy Munzopasa Poccuu

Beegenne. CoMaToTponHas HEAOCTATOYHOCTh M YCKOPEHHOE II0JIOBOE Pa3BUTHUE SIBISIOTCS
4acTHIMHU IOCJIEACTBUSAMHU KOMIUIEKCHOTO JIEUEHUs OMyXoJeil 3agHeil yepenHoil simku (3YS) y
nered. CoueTraHwe HTUX COCTOSHHUM 3HAYUTEIBHO CHUXKAET KOHEUHBIM pOCT mauueHTtoB. [lo
TAHHBIM 3apyOEKHOU JINTepaTyphl, y TAKUX MAIMEHTOB MOKa3aHa 3(PPEKTUBHOCTh MPUMEHEHHS
uHruouropoB apomarasbl (MA) 3 moxonenus («off-label»). JlanHas rpynma jnexapcTBEHHBIX
MPENapaToB CEJIEKTUBHO HHTUOMPYET ACHCTBUE apoMaTas3bl U CHHTE3 CTPOTEHOB, UYTO 3aME/IJIseT
MIPOTPECCUIO CO3PEBAHMSI KOCTEH CKeleTa. DTO OKa3bIBAeT MOJOKHUTEIbHBIN 3((EeKT Ha POCTOBOM
nporuo3. IIpoBeneHHOe HaMu HCCIEIOBaHHUE AEMOHCTPHUPYET 3(PPEKTHUBHOCTH MPUMEHEHHS
MHTUOUTOPOB apomarasbl 3 TOKOJEHHS Y JeTed Mocje KOMIUIEKCHOTO JIEYeHHS OOBEMHBIX
obpazoBanuii 3USl ¢ enpio yiydmieHus pocTOBOro NporHo3a.

KiroueBble cioBa: Omyxoiau 3aJHEl 4YepemHOM SIMKM Yy JE€Tel, KOMIIJIEKCHOE JICUEHHE,
yckopeHHoe TmosioBoe paszutue, CTI-medunmr, MHruOUTOpH apomarasbl 3 TOKOJICHUS,
XUMUOJIy4Y€eBas Tepamusl.

Heasn: uccienoBanue 3pPEeKTUBHOCTH NMPUMEHEHWE HMHTHOUTOPOB apomarasbl 3 TOKOJICHUS C
LEJIBI0 3aMEJUICHUS] TIPOTPECCHUH KOCTHOTO CO3PEBAaHMs M YIYUILIEHHH POCTOBOTO IMPOTHO3a Y
MAIMEeHTOB MIPU YCKOPEHHOM II0JIOBOM pa3BUTHH ¢ quarHoctupoBaHHbM CTI-nedunurom nocie
KOMILJIEKCHOTO JIEYeHUsI 00pa30BaHUH 3aIHEH YepETHOM SIMKH.

Martepunansl u Metoabl. 3a niepuoa ¢ 2021 no 2023 roj B OTAEIEHUM OIyXOJE€H YHIOKPUHHON
cuctemsl [ HI PO ®I'BY « HMUL] sanokpuHonorun» M3 o6cnenoBano 17 maiueHToOB My»KCKOTO
noJsia B Bozpacte ot 11 10 16 sier, nosry4nBIINX KOMIUIEKCHOE JIEYEHHE 110 TOBOAY omyxogei 34U,
¢ auarHocTupoBaHHbIMUA CTT'-neduuuTom 1 yCKOpEeHHBIM MOJIOBBIM pa3BUTHEM. Bce mammeHTs
MOJyYalld Tepanuio PEeKOMOMHAHTHBIM TOpMOHOM pocta (pI'P) m umHrmburtop apomarassl 3
MOKOJICHUs (JIETpo30i) B A03e 2,5Mr/cyT. Bcem mamumeHtam mpoBOAMIIOCH M3MEpPEHHE POCTa,
OLIEHKa CKOPOCTH pPOCTa, CTENEHHM IMPOTPECCHM IIOJOBOIO PA3BUTHS M OLIEHKA «KOCTHOTO
Bo3pactay mo Tanner-Whitehouse (TW20). Pe3ynbratel npeacraBieHsl B Buae menuan (Me)
3HAYEHU.

Pe3yabTaTsl. Ha MOMEHT BkiIIOUeHHS B HcciegoBaHue Bo3pacT coctaBuia 13,57 [11,78; 16,68]
net, poct 149,5 cm [132,4; 166,5], SDS pocra: -1,03 [-2,91; 1,09], «xocTHbIi Bo3pacT» no TW20:
13,7 rona [11,4; 15,7], nporao3upyemsiit poct mo TW20: 168,2 cm [160,9; 179,3], SDS: -0,97 [-
2,08; 0,69] u mo Bayley-Pinneau (BP) 165,8 cm [158,4; 185,2], SDS: -1,26 [-2,46; 1,19].
[Tporuo3upyemas npudaBka B pocte Ha pone MoHoTepanuu TP mo TW20 u no BP cocrasuna 19,4
[5.,2; 28,3] m 20,7 cM [5,3; 30,8] COOTBETCTBEHHO.

JnurensHocts Tepanuu — 1,07 rox [0,65; 1,73].

[To 3aBepiieHuu uccnegoBaHusi Bo3pact coctaBui — 14,75 [12,86; 17,7], poct— 155,5 cm [143;
170,5], SDS pocra: -0,98 [-2,69; 1,03] , «xocTHbIi1 Bo3pacT» o TW20 na 14,3 ner [12,4; 16,1],
Iporpeccusi «KKocTHOro Bo3pactay Ha (one teparnuu: 0,3 rona [0,1; 1,3], mporaozupyemslii poct
o TW20 165,8 cm [158,4;185,2], SDS pocra: -1,34 [-2,46; 1,58 u o BP 167,7 cm [156,4; 186,5],
SDS pocra: -1,05 [-2,75;1,77]. IIporao3upyemast npubaBka B pocte Ha (hoHEe KOMOMHUPOBAHHOM
tepanuu Jlerpo3onom u rP mo TW20 u o BP cocrasnsier 20,5 cm [8,5; 32,71 u 21,8 cMm [5,7; 32,5]
COOTBETCTBEHHO.

BobiBoabl. [1o 1aHHBIM HaIIEro UCCIIEAOBAHUS BBIPAKEHHON MPOrPECCUU KOCTHOTO BO3pacTa He
MOJIyYeHO, YTO YKa3blBa€T Ha POJb AHTHACTPOTreHHOro 3¢ddexra MHruOUTOpOB apomarasbl 3
MOKOJICHHSI B YJYYIIEHUH POCTOBOTO TIPOTHO3a H3-32 OTCYTCTBUS YCKOPEHHMS KOCTHOTO
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co3peBanus y ManibuukoB ¢ CTI -geduuuToM, nmoyyaromux ropMoH pocTa, ocjie IpOoBeIeHHOTO
KOMIIJIEKCHOTO JICUEHHs! OIyXoJiel 3aaHell yepenHoit siMku. s Gosee moapoOHOTro M3yyeHHs
HE00XO0IMMO JUTUTEIbHOE HAOII0IeHUE TaHHBIX MTALIMEHTOB U B IIOCIIEAYIOIIEM NIPOBEICHHUE Ooiee
OOIIMPHOTO HCCIeNoBaHUA. BaKHO OTMETUTH, YTO JICUCHHE BCE €IIe HAXOAWTCA B CTaJAUU
MCCIICIOBAaHHM U elle He 0JJ00PEHO Uil PyTHHHOTO MTPUMEHEHHSL.

DPOCPONNEHNYECKASA OCTEOMAJIAIIMA HA ®OHE IPUEMA HHI'MBUTOPOB
OBPATHOM TPAHCKPHUIITA3BI BUY

X.B. Baruposa!
\IHI] P® OI'BY «HMHUL] snooxpunonozuuy Munzopasa Poccuu

BBenenne: Bupyc nmmyHonedunura yenoseka (BMY) apnsercs oHON U3 NPUYUH BTOPHUHOTO
OCTEOIOpO3a U CHIKEHHUS] MUHEPATbHOM IUIOTHOCTH KOCTHOM TkaHu (MIIK), ogHako TOYHBIN
MEXaHU3M BO3HUKHOBEHMs KOCTHBIX HapylleHui y manueHtoB ¢ BMY ocraerca nmpeameroM
uccnenoBanuii. I[lpuopuretHeiM meTogom seueHuss BUY-uH(ekuu ocTaercs MOKU3HEHHAsS
STHOTpOMNHAs aHTUpeTrpoBupycHas tepanusi (APT). /lnurensHoe ncnoib3oBaHue TEHO(POBUPA,
HYKJICO3UITHOTO MHTHOUTOpa 00paTHOM TpaHckpuntassl BUY, MokeT crmocoO6cTBOBATh Pa3BUTHIO
ocreomMasALMU. B nureparype onnucaHoO HECKOJIBKO ciyyaeB npumeHeHus APT, ociosKHEHHBIX
HE(PPOTOKCUIHOCTHIO, HarboJee BeposATHO BeieacTBHe HapymeHuid ¢pynkiuu JJHK-nonmumepassrl
raMma, HeoOXOoIMMOM IS peruIKaIui MUTOXoHApruaabHou JIHK B mpokcHManbHBIX KITyOoUKax
noyeK. Mbl IPUBOJMM OMMCAHNUE KIMHUYECKOTO CIIydasi peIKOro COCTOSIHUA — (pocorneHnuecKoi
ocreoMarsiuuu y BUY-unduumpoBaHHo# sxeHIIMHBI, onydatonieid APT tenodoBupom.

Kaunnveckuii cayyaii: [lanmuentka A., 49 ner, obpatmnace B HMUILl sHIOKpUHOIOTHH B
centsiope 2022 r. ¢ 10-mecsiuHON HMCTOpHEH MporpeccUupyromeid, UMMOOHIU3YoIel 6o B
CIHMHE, Ta300€IpEHHBIX M TOJICHOCTOMHBIX CYCTaBax, KOTOpas yCWJIMBaiach Npu (pusnyeckont
Harpyske. 7 JieT Ha3aJ y MAIMEeHTKU Oblia AuarHoctupoBaHa BUY-uHbexius, HHUIUUPOBaHA
TpexkomnoHenTHast APT: TeHodoBUp, TaMUBYAMH U JOTYTETPaBHP.

JlaGopaTopHO HEOAHOKpaTHO (UKCHpoBaiach runodocdaremuss u runepdocdarasus, oxHAKO
ypoBesb 25(OH)Buramuna D u nmapaTropMoHa HaxOAMJICS B Ipeenax peepeHCHbIX 3HAaUeHUH.
B urone 2022 r. BnepBble 0OTMEYAIOCh MOBbIMIEHHE KpeaTuHHHA — 138 mMmons/i1, p. CK® mno
CKD-EPI - 39 mu/mun/1,73 m? (XBIT C36). TyOyspublii uagekc peabcopoumu gpocharos —93%.
[Tpu pentrenorpaduu rpyJHOTO ¥ MOSICHUYHOTO OTIENIOB IMO3BOHOYHHUKA B OOKOBOW MPOEKINH
ObUIM BBISIBIICHBI MPHU3HAKH KOMIIPECCHOHHBIX TiepesnioMoB Ten L3 (27-29%) u HavanbHbIE
koMmrmpeccuu Ten The.g 12 M03BOHKOB. CorinacHo peHTreHoBckoi aencuromerpuu (DXA) MIIK no
T-kpuTepuio B TMOSCHUYHOM OTJIENE€ MO3BOHOYHHMKA, MIeHKe OeIpeHHONW W Jy4eBOH KOCTSIX
COOTBETCTBOBaJIAa ocTeonoposy: -2,6 SD, -3,6 SD u -3,4 SD, coorBeTcTBeHHO. Takum 06pazom, y
MaIMeHTKU OblIa TMarHocTupoBaHa (ocdonennueckas ocreomansanus seaeacrsue APT.

B cenrsiope 2022 r. teHodoBup ObLT 3aMeHEeH Ha abakaBUp, HWHUIMHMPOBAJIACH Tepamus
anb(akaJbIUI0IOM U KOJEKATbIU(EpoIoM C perpeccueil KOCTHOM Oonu, depe3d 3 mecsia
NalMeHTKa CcTaja CIOocOOHa K  CaMOCTOATENbHOMY — IepenBmkeHuto. Kpome Toro,
HOpMaJIM30Bajlach KOHIEHTpanus ¢ocdopa u menodnoir ¢ocgaTtassl CHIBOPOTKUH KPOBH,
yiyudmmiaach ¢puiibTpanuontas GyHkust nodek. [lpu DXA yepes rox nmocie 0oTMeHbl HHTHOUTOPA
obpatHOi TpaHckpunTazsl BUY nocturHyTa 3HauUTENbHAs IOJIOKUTENbHAS JWHAMHKA TI0
npupocty MIIK: B moscCHUYHOM OT/eNie TO3BOHOYHHUKA U B O€APEHHON KOCTH 10 OCTEONICHHH: -
1,2 (mpu cpaBaenuu ¢ 2022 r. +18,5%), -1,0 SD (+57,5%), cooTBeTCTBEHHO.
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Hunamuka nabopamopHnuvlx nokazameneu:

21.06.2022 | 19.08.2022 19.09.2022 21.09.2022 | 27.04.2023 | 11.08.2023
g

5 & (oT™Mena

g )

o z s TeHo¢oBHpA)
P, MMOAIB/1 w 0,66 w 0,76 g 0,83 1,05 111
Ca ckopp. MMOJIb/J = 2,21 = 2,33 ; 2,35 2,462
@, Ex/n S 306,0 340 R 384 E 124 76
KpeaTHHHH, MKMO.Ib/1 s 138 148 s 1612 5 105.0 98
K, MMOIB/1 $ $ 433 T 4,68
CyTtounas docharypus, 3 12,7 3 18,75 2 25,17
MMOJIb/JI E E g
25(OH)surtamun D, g 68,4 2 z
HI/MIT x x <

BoiBoabl: JlnuTenbHas Tepanus TEHO(POBUPOM, SBISIOIETOCS MpenapaToM IMEpBOH JHMHUU Y
BUY-uHpuuMpoBaHHBIX MAMEHTOB, MOKET 3HAUUTEIBHO YCYT'YOUTh OCIOKHEHHS CO CTOPOHBI
KOCTHOH cuctembl y manueHToB ¢ BUY-undexnueii. Knunnueckuil ciyyail n1eMOHCTpUpyeT
HEOOXOMMOCTh PaHHEH IWarHocTUKu ocnokHeHuid APT, a Takxke akIEHTUpYeT BHHUMAaHHE
CTMELMAINCTOB HAa TAaKOM peIKkoM MoOouHOM HddexTe TeHopoBHpa Kak QocdorneHndeckas
ocreoMaisuus. IlpeamnonaraeM, 4To UCTUHHAST PACIIPOCTPAHEHHOCTh OCIOXKHEHHUSI MOXET OBITh
3HAYUTENIHHO BBIIIE BBUIY IIHPOKOTO MPUMEHEHHs TeHO(]oBUpa.

KawueBble ciaoBa: ¢ocdonennueckas ocreomansanus, BUY-undekuus, Ttenodosup,
runodocaTeMus.

JIYYEBAS TEPAIINSA B COCTABE KOMBUHUPOBAHHOTI'O JIEYEHUSA
KAPIHIMHOM OIIK: OIIMCAHUE CEPUHN KIIMHNYECKUX CJIYUYAEB

0.10. Cnacckas'
\IHI] P® OI'BY «HMHUL] snooxpunonozuuy Munzopasa Poccuu

Brenenue: Pak oxonoumuroBuanbix xene3 (OLLDK) - oqHo U3 caMbIx peKHUX 3710Ka4eCTBEHHBIX
SHIOKPUHHBIX HOBooOpazoBauuii (0.005% Bcex oHKomornyeckux 3adoneBanuii) [1]. Kapinunoma
OLXK peumauBupyer B 40-60% cnydaeB [2-3]. Xupypruueckuii MeETOJ JICYEHHUS OCTAETCs
30JI0THIM CTAHAAPTOM JICUCHHSI KaK MEPBUYHOM OIMyXOJIH, TaK U OTAAJICHHBIX METACTa30B, OJTHAKO
B Clly4ae HEpe3eKTaOeIbHBIX OYaroB aKTyalIbHBIM IMPEICTABISETCS TMOWCK albTePHATUBHBIX
METOOB JICUEHUSI.

Cunranocs, uro pak OLK nocraroyHo paanoOpe3UCTEHTEH, OJHAKO B JIMTEPAType ONUCAHbI
CEpUU CIIy4aeB, CBUJETEIBCTBYIOLUIME O TOTEHUUAIBHONM pOJIM JYy4eBOM Tepamuu Kak
a/IbIOBAaHTHOM IIOCJIE XUPYPrHUECKOTO JICUEHUS, TaK U B KauecTBE (P (PEKTUBHOT'O METO/1a JICUCHUS
HeonepabenpHbIX popm paka OLDK.

Knunnueckuii ciyyaii Nel:

[TanmenTka C. 73 net ¢ peunauBoMm paka OLLDK uepes 6 MecsLeB ocie Xupypruueckoro JeueHus
MOCTYNWIa C CHUMITOMaMHu TumnepkaiabieMuu. [Ipu mabopaTopHOM wHccienoBaHUM Ha (hoHe
npuema 30 Mr IIMHAKaJIbIeTa OTMeYaIoch noseiieHue naparropmona (I1TT) no 436.6 nr/mia npu
THIEPKAJIBIIUEMHH 10 aabO0yMHH-CKoppekTupoBanHOMY Ca (Ca ckopp.) 3.28 MMOJIB/11, B CBSA3H C
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4yeM J03a OblUla IMHAKajlblieTa yBenudeHa 10 60 Mr, 0JHaKo B CBSI3U C HEYOBJIETBOPUTEIHLHOM
MEPEHOCUMOCTBIO MIPOBECHA UHBEKLHUS JeHocyMaba 60 Mr ¢ mosokutenbHbIM 3¢ dextom. Ilo
JTAHHBIM YJIbTpa3ByKoBoro uccienoBanus (¥Y3W) - npuzHaku npogoKEHHOTO pocTa OIyXoiH (10
2,5 cm), nmpu MCKT nerkux mnpu3HaAKOB METACTATUYECKOTO IMOPaK€HUs HE BBIABICHO. B
CMELUAIN3UPOBAHHOM OHKOJIOTMYECKOM YUPEXIECHUH NPOBeJeHA en bloc pe3eKius OImyXoJu, o
JaHHBIM THCTOJIOTHHU - peunauB KapuuHoMbl OIIDK. B nocneonepannoHHOM nepuojie ypoBEHb
ITTT 186 nr/mn, Ca ckopp. 2 MMons/in. IIpoBenen kypc nydeBoi tepanuu (JIT) B Teuenue 7
Hezenb (cymMapHas 1o3a 54 I'p Ha nmumbatuueckue y3mnsl (11/y) I[I-VII ypoHeit men ciesa; 60 I'p
Ha JIO’Ke yIaJleHHOH onmyxoiu u /'y numdaruyeckue y3ibl [I-VII ypoBHeii meu cnpasa). B cBs3u
¢ TeHaeHImel k runokanbiemun (Ca ckopp. 2,1 Mmmons/n) npu noseimieHHoM ypoBae [TTI (98-
184 nr/mu) nHUIIUpOBaHa Tepanus abhakaabiugoa0oM 025 MKI/CyT. B HOCIEIYIOMIEH TUTpalen
1o 1 mxr, kapobonaroM Kaibiusg 1000 Mr B CyTKH € TMOJOXUTEIBHBIM 3PPEKTOM - JOCTHKEHHE
HopMmokanbiiemun (Ca ckopp. 2.3 mmons/n), cHmwkenue IITI mo 115 nr/mn. Tlo naHHBIM
tonnueckux MeronoB nuarHoctuku (Y3U, MCKT) uepe3 6 mecsaueB nocine JIT: maHHBIX 3a
CTPYKTYPHBIM PELIUINB HE NOJIYUEHO.

Kiunanueckuii ciyuaii Ne 2

VY nauuenTtku A. manudectanus nepsuyHoro rumnepnaparupeosa (III'TIT) B 6 net ¢ xanod Ha
c1aboCTh, HApyLICHHE IOXOJAKH, OO B KOHEYHOCTSX, X-00pa3HOE HCKPHUBICHHE HIKHUX
KoHeuHocTel, mabopatopuo: I[TTT 208 nmoins/1, pocdop 0,8 MMOIIB/T, HOHU3UPOBAHHBIN KaJIBIHHA
1,76 mmoub/n, menounas Gocdaraza 4779 En/n. [To nanusim Y3U BeisiBiieH y3ei p. 29x17x17 Mm
BONMM3u neBoil gonum 1uroBugHOW kenesbl (IIDK). B 13 nmer mpoBemeHa celeKTUBHAsS
NapaTUPEOUPKTOMUS, IO JaHHBIM ructonorun - kapuuaoma OIIDK. Ilo pesynbraTam
TCHETHYECKOr0 MCCIIEJOBAHUS BBIABICHA T€TEPO3UroTHAS 3apoablimesas myramus c¢.70 G>T, p.
Glu24Ter B ak30He 1 rena CDC73. B 15 net - mectsiii peruaus [ITTIT (ITTT 527 nr/mo, kansuuit
WOHM3UPOBaHHBIA 1,4 MMonb/n, Kampiuih obOmuit 3,05 mmonb/m). Ilo mamneMm Y3U u
cuuaTurpaguu ¢ OOGIKT-KT - BbIsSBICHO rHIIO3X0reHHOE 00pa3oBaHue p.8x4x6 MM B IPOEKIIUU
ynanennoil kapuuHombel OILDK. Beimonnena pesekuus en bloc Bepxueir nesoit OLDK c
MOCJIe Iy oI IeBOCTOPOHHEH FeMUTUPEOUIPKTOMUEH ¢ HIICHIaTepaIbHON TUM(aIeHIKTOMUEH
Yyepe3 roJl B CBA3M C OUEPEOHBIM CTPYKTYpHBIM pEIHUIUBOM. B CB3M ¢ coxpaHsromeics
nepcuctenuueit III'TIT (IITT 149 nr/mukansimii oOmmii 2,7 mMmonb/n1 Ha (oHe mpuema
uHakanpera 90 Mr) BHINOJIHEHAa OKOHYATENIbHAS TUPEOUAIKTOMHUS C IICHTPAJIbHOM M OOKOBOMA
muMmdaneHskromuei. B mocneonepanoHHoM mepuone 1no AaHHeIM Y3U U cruHTUTpaduu C
99mTc - yBenmueHwe wieiiHoro n/y cmopaBa g0 12x10x10 MM ¢ HakomIeHHEM
panuodapmnpenapata.  YuureiBag ~ HEI(P(PEKTUBHOCTH  IOBTOPHBIX  XHUPYPTrHUECKUX
BMEIIIATENIbCTB, MAalMEHTKe Obla npoBeneHa auctaniponHas JIT Ha oOmacte men (cymmapHas
no3za 50 I'p) ¢ mocneayromuM MPHLIETbHBIM OOJIy4eHHEM METacTaTHMYecKOro odara (pa3oBas
ouaroBas no3a 10 I'p). Uepes 3 roxa nocne JIT Ha ¢one npuem nuHakanbiera 30 Mr yaaaochk
NOCTUTHYTh HOpMokanmbimemun (Ca ckopp. 2,48 mmounn/n), IITT 92 nr/mm; mo JaHHBIM
tonmueckux MetoaoB auarnoctuku (Y3, MCKT) ormedaercs yMeHbIIIEHUE TIOPAKEHHOTO J1/y B
MOAKOKHO-KUPOBOU KJIeTUaTKE 1Ier 10 6,5x7x5,5 Mm.

3axmouenne: [lucraniuonHas JIT moxer ObITh paccMOTpeHa B KayecTBE aJbTEPHATUBHOTO
crioco0a JieueHus] B coCTaBe KOMOMHUPOBaHHOM Tepanuu kapuuHoMel OLLDK B cinywasx, xoraa
MIOBTOPHBIE XUPYpPrHYECKUE BMEIIATeNbCTBA HEI()(DEKTUBHEIL, a TAKXKE B KAYECTBE aTbIOBAHTHOM
Teparuu.
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OCOBEHHOCTH TOIMMMYECKOHN JUATHOCTHKH SKTONNUPOBAHHBIX
IAPATHPOM Y NAIIUEHTOB C TS)KEJBIMA KOCTHBIMH ITPOSIBJIEHUSIMHA
T'UIEPIIAPATUPEO3A: KIMHUYECKUMN CJIYUYAU

T.C. Kokopuna!
\THI] P® OI'BY «HMHUL] s1nooxpunonozuuy Munzopasa Poccuu
AKTYyaJIbHOCTH

®ubpozHo-kucTo3HbIi octent (PKO) — 3aboneBanue ckenera, 00yciaoBIeHHOE runepdyHKIHen
oxonomuToBUAHBIX kene3 (OLLDK) u anmutenpHbIM Bo3nelicTBUeM n30bITKa mapatropmona (I1TT)
Ha KOCTHYIO TKaHb. 3a IOCIeAHME JecaTuieTus pacnpoctpaHeHHOcTh PKO 3HauMTenbHO
CHM3WJIaCh B CBSI3M C paHHEH JAMAarHOCTHKOM TmepBu4HOro runepnapatupeo3a (ITITIT).
Xupypruueckoe ynaneHue usMeHeHHbIX OILIDK sBisgercs OCHOBHBIM METOJOM JICUEHHUS
manudectHoro III'TIT, onnako BapuabenbHOCTh Tomorpaduu OLK 3arpyaHseT TUarHOCTHKY
3a00JIeBaHuUs.

Onucanne KJIHHHYECKOI0 cay4dasi

[MaruenTka T., 67 ner, oOpaTuiack ¢ xanodaMu Ha CHIDKeHUE Beca Ha 10 Kr 3a monro/ia, o0mIyto
cnabocTh U rosioBHbIE Oou. [lonroga Has3an y Hee ObUT HU3KOTPAaBMAaTHUHBINA MEPEJIOM JICBOU
my4yeBoil kocTH. JIabopaTtopHO BepuduipoBaHa xenezoneduuuTHas aneMus: (reMorjaoouH 82
/1, CBIBOPOTOYHOE Keyie30 4.1 MKMOIb/I), YpOBeHb Kanblius He ompeaessuics. KomruiekcHoe
o0clieZioBaHNE HE BBISBUIJIO MATOJOTHH B OpraHax MaJjloro Tas3a, )KelyJ0YHO-KUIIEYHOM TPaKTe,
MOJIOYHBIX JK€Je3aX, YJbTpa3BykoBoe wucciaenoanue (Y3M) mouek mnokasano IpU3HAKU
XpOHHYECKOro muenoHeppura u moiukucto3a. [lo Y3U muroBumnoi sxeneswr (LK) —
JIBOCTOPOHHUM y310Boi 300: obmuii oobeM DK 39.5 mu, o6bem neBoii gomu 33.6 mi. Ilo
pesyabTatam KommbioTepHoil Tomorpaduu (KT) BepuduuupoBaHbl MHOXECTBEHHBIE OYaru
OCTEOJIECTPYKIIMM KOCTEH CKejleTa, MATKOTKaHHOE OOpa3oBaHHE MEPEIHEr0 CpPeAOCTCHUs
pazmepom 37x35 MM, KOHKPEMEHT JIEBOI MOYKH, MMOATBEPKACHO oOpa3zoBanue ieoi monu LK
pazMepoM 42x42 MM, pacHpOCTpaHSIOIIEECs B 3aJHEE BEPXHEE-CPEAOCTEHHE, CMeELIarolllee
MUIIEBOJ U Tpaxero Brpaso. [Iposenena nynkius y3na DK — I nuarnoctuueckas kareropus mo
Bethesda, kanpiuronus 1.8 or/mo.

Y4uuThIBas KOCTHBIE TIOPAXKEHUS M 00pa30BaHUE B MEPEAHEM CpeAOCTeHUH, AU depeHInanbHON
JIMArHO3 MPOBOIMIICS MEXAY MHOKECTBEHHON MHEIIOMOW M METACTAaTHUYECKUM MOPAKEHUEM U3
HEU3BECTHOTO TMEPBUYHOTO ouara. lIpoBeaeHo ompeneneHue OeTa-2-MUKPOTIIOOYIHHA,
CBOOOJHBIX JIETKUX IIeTe KPOBU, CHIBOPOTOYHBIX HMMYHOTJIOOYIWHOB, 3MeKTpodope3 u
UMMyHO(DUKcarHs OEITKOB KPOBU U MOYH - JAHHBIX 32 MHO)KECTBEHHYIO MUEJIOMY HE TIOIy4EHO.

B cBsa3u ¢ HanmuumeMm y370BOro 300a manueHTKa oOpaTwiack K SHAOKPHHOJIOTY, MPOBEIEHO
noobcnenosanue: I1TI" 2480 nr/mu1, kanbuuii, CKOPPEKTUPOBAHHBIN HA adbO0yMHH 3.23 MMOJIB/I,
cyTouHas kanpimypus 3.74 mmonb/cyT (2.5-8), docdop 0.89 mmons/n (0.81-1.45), kxpearunun
176.6 wmxmonp/n, 25(OH)Buramun D 67.34 Hmonw/n. JluarHocTHpOBaH MEPBUYHBIN
runeprnaparupeod. B pamkax ckpunuara ocioxsHenuidt IIITIT BepudummpoBan TsKENbIHA
OCTEOIOPO3, MHOYKECTBEHHBIE KOMIIPECCUOHHBIE MEPEIOMBI TeJl TTO3BOHKOB.

[To manupIM cuumHTHrpadguu ¢ OJHO(DOTOHHONH SMUCCHOHHON KOMIBIOTEPHOW TOMOorpadueit
(O®IKT/KT) ¢ Tc-99m - Texuerpunom (MIBI), B 0O6pa3zoBaHuu B mepeaHeM CPEIOCTEHUH -
MHTCHCUBHOE HakorieHue paauodapmmpenapara (P®DII), B oOpasoBanuu 1o 3agHEH
MIOBEPXHOCTU HWKHEN TpeTu aeBor noau K - npuznaku HeonHopoaHoro HakoruieHus POIL. B
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30HaX JECTPYKIMM KOCTHOM TKaHH (pedep, JOMaToK, IUICUYEBBIX KOCTEH) Takke OTMEUEHO
nospllieHHOe HakormeHue POII. OcreonuTnueckue NOpakeHHUs Yy JAaHHOM NAIUMEHTKU — 3TO
nposiBIieHUs Tsxkesnoro koctHoro ocinoxHeHus [IT'TIT: KO c o6pazoBaHmeM «OyphIX OMyXOJei.

Bripaxxennoe noseitenue [1TT, runepkansuuemus 60osiee 3 MMOJIIB/JI, pa3mMep o0pa3oBaHus Ooliee
3 CM CBUACTENBCTBYIOT O BO3MOXKHOM 3JI0Ka4eCTBEHHOM mopaxeHud. OOpa3oBaHHe,
pacrnosiokeHHoe 1o 3aaHed mnoBepxHocTH JeBod gonu DK, pacnpocrpasstomeecs B
CpeAOoCTeHre, paclieHeHO KaK MepBUYHbIN ouar (kapruHoma OILK), a o6pa3oBanue B nepeaneM
cpenocTeHMH — MeTactas. llepBbIM sTamomM ObUIa TpOBEIEHAa T€MUTHPEOUIIKTOMHUS C
JIeBOCTOpPOHHEH mapaneHoMdKkToMueil. Yposens IITT no- u cpa3y nocne ynaneHust o0pa3oBaHHs
— 0e3 quHamuku (2345 nr/mn u 2640 nr/min). [1o pe3ynabpratamMm rUCTOIOTHYECKOTO UCCIET0BAHHS
- y3enkoBas runeprutasus jgesoi gonu DK (y3mnoBoii 300).

B cBa3u ¢ orcyrerBuem cHmkeHus IITIN mocne onepanuu nanueHTKa HalpaBlIeHA B OTACIICHUE
TOpaKaJIbHOM XUPYpPruM s yHaldeHuss oOpa3oBaHUs MEPEeTHEro CpPEAOCTeHUs pa3MepoM
50x40x25 MM (omyxosmn OIIDK BHYTpUIrpyZHOTO pAacloiOXKEHHs) TOPAKOCKONUYECKUM
noctynoM. Ilocne omepanuu ormeueHo cuwxenue 1T no 213 nr/mia u pasButue cuHApOMa
«TOJIOTHBIX KOCTEI» C TUIOKaNbIIeMuel (Kanbiuii ckopp. 1.856 Mmmons/in) u runodocdaremueit
(0.55 mmomw/m).

[To pesynbTaTaM THUCTOJOTHYECKOTO HCCIIEAOBAaHUS OOpa30BaHHE MEPEIHEr0 CPEeJOCTEHHS -
kapuuHoMa OIK HM3KOM CTENEHN 3710KaueCTBEHHOCTH, OJHAKO TP UMMYHOTUCTOXMMHYECKOM
uccieoBaHuu oOHapykeHa skcrpeccusi xpomorpanuHa A, IITI u mnapapubpomuua 06e3
COCYIUCTOM 1 TMM(aTHIECKON NHBA3UH, YTO XapaKTEpHO AJs aTunuaHou agenombsl OLLDK.

BriBOabI

IIpu muddepeHnnanbHON TUATHOCTUKE META0OIMYECKUX 3a00JeBaHUN KOCTEH  Ba)KHO
ornpenenuts ypoBeHs [ITI 11 MCKIIIOUEHHS THIIEPIIapaTUPEOUIHON 0CTEOIUCTPOPHH.

IIpu Tommueckoi muarHoctuke III'TIT craemyer y4uThIBaTH BO3MOXKHYIO — OKTOIIHUIO
OKOJIOLTUTOBUIHBIX JK€JI€3, B TOM YUCIIE B CPEIOCTCHUE.

KiroueBble cj10Ba: TMEpBUYHBIN THIEpHIApATAPEO3, ATUIAYHAS AJCHOMA OKOJIOMIMTOBUIHON
xKelnesbl, puOpo3HO-KUCTO3HBIN ocTent, [1TT, mapaageHOMIKTOMUS

YEJIIOCTHO-JIMHOEBBIE TPOBJIEMbBI ITPU AAEHOMAX I'HITO®U3A
JLT. D6anoumze!
\IHI] P©® OI'BY «HMHUL] s1ooxpunonozuuy Munzopasa Poccuu

BBenenne. Akpomeranus — peakoe 3a00JeBaHNe, BEI3BAHHOE THIIEPCEKpElIeil TOPMOHA POCTa,
MPUBOSAIICE K pa3pacTaHUIO HIKHEHW UeIOCTH, PACIIMPEHUIO BEPXHEH YeNtoCTH, YBETUYCHUIO
MPOMEKYTKOB MEXKAY 3y0amMH W, KaK CJIEJICTBUE, HAPYIICHUIO MPABWIBHOTO MpHKyca. Takum
o0pa3oM, U3MEHEHHUs YeNOCTHO-UIEeBOM cucteMbl (UJIC) BeiencTBrue akpoMeralinu SBISIOTCS
HE TOJBKO 3CTETUIECKON POOIEMOIA.
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Heab. OneHUTh pacIpOCTPAHEHHOCTh PA3IMYHBIX (PYHKLIMOHAIBHBIX HApyIICHHH BCIEICTBHE
YEJIFOCTHO-JIMLEBBIX U3MEHEHUN IIPU aKPOMETAIIMU U UX BKJIAJ B IapaAMETPbI )KU3HEACATEIIbHOCTH
YEJI0BEKa.

Martepunansl 1 MeToabI. [IpoBEIEHO 0IHOMOMEHTHOE KOHTPOJIMPYEMOE UCCIIEA0BAHNUE METOAOM
aHKeTHPOBaHUS (CrenualbHO pazpaboTaHHas aHKETa, cOCTOsIas U3 24 BOIPOCOB), B KOTOPOE
BKJII0YeHO 30 ManueHToB ¢ akpomeranuei (Mmeauana Bo3pacta 47 net [39; 54], 43,3% MyX4uH) u
18 manueHToB ¢ TOPMOHAJIBHO-HEAKTUBHBIMU aJlcHOMaMH runodusa (MeauaHa Boszpacra 47 jer
[38,57], 22,2 % wmyxumH). Bce manuMeHThl NPOXOAWIM OOCIEIOBAaHHE B OTICICHHUH
HeriposHnokpuHonoruu 'HI[ ®I'BY «HMMUIL sunoxpunonorun» Munsapasa Poccun.

Pesyabrarsl. ['pymnibsl nanueHTOB pa3iuyaUCh 110 HAJIWYUIO BU3YAIbHBIX W3MEHEHHUU CO
ctoponsl YJIC — 1 [0;2] vs 0 [0;0] (p=0,004), ¢ usmenenuem nukiuu u peur — 0 [0;1] vs 0 [0;0]
(p=0,02) 1 gwyBcTBOM nonasiennoctu Beaeactaue YJIC —0[0;1] vs 0 [0;0] (p=0,04), B rpynmax
akpomerasiuu u HAI' coorBercTBeHHO. B rpynme akpoMmeranuu NanUeHTbHl OTMEYaln
OTpHULATEJIbHYI0 3aBUCUMOCTb JUKLUU U pPE€YM OT MPOBEACHUS MEAUKAMEHTO3HON Tepanuu (r =
0,37), a Takke coCTOsTHUE 3A0pOBbs 3a nocieanuit roa (r = 0,46 u r = 0,44), KauecTBO KU3HU B
TedeHne mocneanero roga pocrurayroro UOP-1 (r = 0,51 u r = 0,49) orT mnuTensHOCTH
3a00JeBaHUs U TPOJIOJKUTEIBHOCTH €0 JIEKOMIICHCHPOBAHHOTO COCTOSIHUSI COOTBETCTBEHHO.
JlaHHbIE TapaMeTpbl HE 3aBUCEIN OT BO3pacTa, KOJIMYECTBA OINEPATUBHBIX BMELIATENILCTB U
ypoBHs gocturayroro M®OP-1.

BeiBoabl. Akpomeranusi cBsi3aHa C BBICOKOW 4YacToToM pa3Butus narojgorun YJIC, koropas
CYLIECTBEHHO M OTPULATENILHO BIUSAECT HAa YPOBEHb OLIYINAEMOI0 IALIMEHTOM 3J0POBbS U
KayectBa kM3HM. CBOEBpeMEHHas JMAarHOCTHKa 3a0ojieBaHMs, OBICTPOE IOCTHIKEHHE
HopManbHBIX 3HaueHuid MDP-1, a takxke pa3paboTka METOIOB KOPPEKLUUH aKpOMETalOUTIHBIX
m3MeHeHnid YJIC HeoOXoAMMbI Ui JOCTIDKEHHS JyYIIUX [OKa3aTelell KayecTBa IKHU3HH
MALMEHTOB C AKPOMETAITUEN.

KiroueBble c10Ba: akpomeranusi, TOPMOHAJIbHO-HEAKTUBHBIE aICHOMBI runodusa; YemocTHo-
JUIEBBIC TTPOOIIEMBI

ATPECCUBHAS COMATOTPOIIMHOMA Y MAIITMEHTA C MYTAIIMEN B TEHE
TP53: OIMCAHUE KNIMHUYECKOI'O CJIYUASA

Ankuna B.JI. !, Ilepenenosa M.A!, ITuraposa E.A. !, IIpxusnkosckas E.I'. !, Ipuropses A 1O. |,
Janmmaa A.M. !, Illyrosa A.C. !, JI3epanosa JLK. !

\THI] P® OI'BY «HMHUL] snooxpunonozuuy Munzopasa Poccuu

Beenenue. 3a mociejHUE ro/pl J€UEHUE AKPOMETAIMU 3HAUUTEIBHO YJIyUlIHIIOCH, HO BCE
emeé coxpaHseTcss MpoOiemMa TAaKTHKH BEICHHS arpecCHUBHBIX MakpoajeHoM rumnodusa.
HeBO3MOXHOCTh paJiMKaIbHOTO YJAJIEHUS OIMYXOJH, HeI(PPEKTUBHOCTH Jy4eBOW TEpanmuu H
PE3UCTEHTHOCTH K MHOTOKOMIIOHEHTHON MEIMKAMEHTO3HOM TEpaIuy 3aCTaBIIsAI0T paCCMaTPUBATh
aJIbTEpHATHBHBIC METOJbl JICUEHHUS. AJCHOMBI Tunodusa SBISAIOTCA J00pOKaYECTBEHHBIMU
HOBOOOPA30BaHUAMH, A MX 3JI0KaYECTBEHHBIH NOTEHIIMAJ MTOATBEPKIAETCS JIUIIb CIOCOOHOCTHIO
K MeTacTa3upoBaHuio. [lo JaHHBIM MMMYHOTMCTOXMMHYECKOIO MCCIEIOBAHUS arpecCUBHbBIE
COMATOTPONHMHOMBI ~MPEJACTABISAIOT COO0OW pEeAKOTpaHYJIMPOBAHHBIE AaJCHOMBI C HHU3KOU
JKCIIPecCHel pelenrTopa coMaTocTaThHa Tuma 2, BeICOKMM wuHIekcoM Ki-67. Comaruueckue
myTaiuu reHa TPS53 gBistiorcs XxapakTepHBIMH Ui OOJIBIIMHCTBA 3JI0KAY€CTBEHHBIX OIyXOJIeH,
TepMUHATUBHBIE HM3MEHEHHUS B OSTOM TI€HE, CIIOCOOCTBYIOT pPAa3BUTHIO pPa3zHOOOpa3HBIX
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OHKOJIOTUYECKNX 3a00JieBaHUN B MOJIOJOM Bo3pacte. Hambonee wusydeHol MmyTanud B 5-8
MHTPOHAX TIeHa, crocoOcTBytomme arpeccuBHoMy pocty AKTI-npoaymnupyromux aaeHoM
runodusa, B CIIry4ae COMATOTPOIIMHOM JaHHAs MYyTaIUsl B U3YYCHHOW HAMH JIUTEpaType OMUCaHa
He Obuta. Cunrtaercs, 4To Hanuyue MyTanuu B rene TP53 moxeT ObITh paciieHeHa Kak moKa3zaHue
K aJbIOBAaHTHOM xumuoTepanuu. lIpeacraBisgseM KIMHUYECKUMU CiIy4dall [alUEHTa C
aKpoMmeranued, MakpoazeHomol runopusza u Mmyrtauumeil B rene TP53, pesuctentHoro x
CTaHJApTHOMU TEpaIuu.

Kuarouesble cioBa: akpomeranusi, reH TP53, comarorponunoma, Ki-67

Marepuansl u metoabl. [lamuent 3., 40 ner, ¢ AeTcTBa OTJIMYAJICS BBICOKOPOCIOCTHIO, K 20
rogam poct - 207 cm. B 2019 1. (35 ner) Obuta fuarHoCcTUpOBaHa aKPOMETANINS 10 Pe3ysIbTaTaM
naboparopubix JaHHbIX - UOP-1 1000 ar/mn (63-223), CTT 36.2 ur/mi (0,06-5,0). Ha marautHo-
pe30HaHCHOHN ToMorpaduu 0OHAPYKEHO COLTUAHOE 00BbeMHOE 00pa3oBaHue pazmepamu 24 x 37
X 28 MM ¢ cymipa-, ua(pa-, mapa(D) cemnsipabimM pactpoctpanenueM (Knosp IV).

B 2019 r. BBIIIOJIHEHO ONIEPaTUBHOE BMEILIATENBCTBO, 110 PE3yJIbTaTaM UMMYHOTUCTOXUMHUYECKOTO
uccnenoBanus unaexc metku Ki-67=17,0%, skcrpeccusi peienTopoB COMaTOCTaTHHA 2 MOATHIIA
He omnpexemsuiack (0 O6amroB mo IRS), oOHapykeHa ciabast SKCHOpPECCHsl PELENTOPOB
COMAaTOCTaTWHA 5 MOJATHIIA Ha MeMOpaHe €JMHUYHBIX OIMyXoJeBbIX KieTok (1 6amr mo IRS) -
pEAKOTpaHyIMpOBaHHAsI COMAaTOTPONMHOMA. B CBSI3UM C OTCYTCTBHEM PEMUCCUU AKPOMETAIHU
MHUIMMPOBAaHA Tepanus aHaJloraMd COMAaTOCTaTHHA, B MOCJEIYIOIIEM, C YY€TOM OTCYTCTBHS
oxuiaeMoro 3pdexTa 100aBIeH aHTarOHUCT PELENTOPa TOPMOHA POCTA - IITBUCOMAHT.

B 2021 r. BBINOIHEHO MMOBTOPHOE ONEPATHUBHOE BMEIIATENILCTBO, YEPE3 MOJIT0/a PEMUCCUS HE
JOCTUTHYTA, MALIUEHTY MPOBEJIEH KypC JIy4eBOU TEPANUH.

VY4uuThIBas BHICOKOPOCIOCTh ONMMKAaUIIMX pojcTBeHHUKOB (nex 190 cm, mpagen u 3 ero Opata
Bbimie 200 cM), BBIOJHEHO CEKBeHUpoBaHHE maHenu "AneHombl runodusa” (14 reHoB) c
riyOuHoN mokpbiTHs 247X (rs1054907742), no pesynbraTtam KoTopoit B reme TP53 (NM
000546.6) B 9 uaTpOHE OOHApY’KEH paHee He ONMMCAHHBIN B TuTeparype Bapuant myTtauuu (HG38,
chr17:7673368G>A, ¢.993+167C>T) B reTepo3UroTHOM COCTOSIHUU. | €TepO3UTroTHBIE MyTaIlH B
reie TP53 accounuupoBaHbl C pa3BUTHEM ayTOCOMHO-IOMHHAHTHBIX 3aboeBaHuN
(OMIM:191170). ITo cOBOKYNTHOCTH CBEJCHHI, HalllecHHAsl 3aMEHa PACLIEHUBAETCS KaK BapUaHT
C HEOIPEAEIEHHON KIMHUYECKOW 3HAYUMOCTBIO.

[lo nmaHHBIM MarHUTHO-pEe30HAHCHON Tomorpaduu ot Mapta 2024 1. oTMevaercs
MIPOIOJDKEHHBIM POCT OIMYXOJH M3 MPaBOro KaBEPHO3HOTO CHHYCA, YBEIMYCHHE MPOJIOJILHOTO
pa3mepa oOpa3oBanus Ha 10 MM, IO pe3yabTaTtam JadopaTopHbIx aHan30B UDP-1 427,3 ur/mn
(62-230). C y4eTroM OTSATOIICHHON HACIEICTBEHHOCTH, O00bEeMa MPEAIICCTBYIONICH TepamuH,
arpecCUBHOTO  pOCTa COMATOTPONHMHOMBI, TONOrpauYecKux OCOOEHHOCTEH, MpOBEACH
COBMECTHBII KOHCHJIMYM C OHKOJIOTaMH, NPHHATO PELUICHHE O MPOBEACHUU XHUMUOTEpAIUu
TEMO30JIOMHUJIOM.

BeiBoabl: IlanueHTsl € peAKOrpaHYJIMpPOBAHHOM  COMAaTOTPOIIMHOMOM, HU3KOH
IKCIIPECcCHel perenTopa cCoOMaToCcTaThHa TUMNa 2, BRICOKUM uHAekcoM Ki-67, MyTanueii B TeHe
TP53, arpeccuBHBIM pPOCTOM aJCHOMBI TUIO(H3a SBISIOTCS KaHIUJATAMH Ha TPOBEICHUE
XUMUOTEPANNH, KypUPOBATh UX JOJIKEH HE TOJIBKO DHIOKPUHOJIOT, HO U OHKOJIOT.
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