OPUTMHAABHAS CTATBA ORIGINAL RESEARCH ARTICLE

(M) Check for updates

KiMnuyeckue, reHeTHYECKHE U PAAMOHYKIM/IHbIE XaPAKTEPUCTHKH
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O60ocHoBaHMe. BpoxaeHHbI rnepuHcyAnHn3m (BI) siBasieTcst TskeAbIM 3aboAeBaHKEM C BBICOKUM PUCKOM Pa3BUTUS OCAOXK-
HEeHWI B BUAE HEBPOAOIMYECKOro AecpmumTa. Nepcuctmpyiowme runorankemmnn npu pokasbHon popme BI'M B 96,4% He Kynmpy-
I0TCA MEAMKAMEHTO3HO Teparnunei, 4TO MPUBOANT K HEODXOAMMOCTHM ONEePaTUBHOIO AeYeHUs. B HaCcTOSAWMIA MOMEHT MMeeTCs Ae-
PUUMT MHOPMaLIMK KacaTeAbHO XapaKTePUCTUK POCCUMICKOM MOMYASILIMM NaLMeHTOB € hokaAbHoW hopmoit BI M. MccaeaoBanne
AAQHHOM FPYNMbl NAUMEHTOB HAMPABAEHO Ha MOMCK BO3MOXHOCTE ONTUMMU3ALIMKM AMArHOCTUKM U A@YEHUS.

LleAb: n3yHdeHne KAMHMYECKNX, MOAEKYASPHO-FeHETUYECKMX M PAAMOHYKAMAHBIX OCOBEHHOCTEN (hOKAAbHOM (POPMbI BPOXKAEHHO-
ro rMNepUHCYAMHM3Ma B POCCUMIACKOM rpynne NauneHToB.

MeToabl. B AaHHOE HabAOAaTEABHOE MCCAEAOBAHME ObIAM BKAIOUYEHbI BCE MALUMEHTbl C FMCTOAOTMHYECKN NMOATBEPXKAEHHOW (DOKaAb-
Hoi popmoit BI'M, noctynuewmne B DIBY «HMULL aHAOKprHOAOTMM» € gHBapst 2008 r. no sHBapb 2019 r. bbiA npoBeaeH cTaTu-
CTUYECKMIA aHAAU3 UMEIOLIMXCH KAMHUYECKMX, MOAEKYASPHO-FeHETUYECKMX AAHHBIX U PE3YAbTAaTOB MO3UTPOHHO-3MUCCUOHHOM TO-
morpacpum (M3T) ¢ "*F-anrnapokcndennrananmntom (PF-AODA). MeanaHa NPOAOAKUTEALHOCTH HabAIOAEHMS cocTaBMAa 18 mec.
Pe3yAbTathl. B ccaeroBaHme 6biA BkaloveH 31 naumeHT ¢ hokanbHon dopmoit BIU (14 (45,2%) MaabuMKoB). Y BCeX NaLMEHTOB
OTMeYaAach HeoHaTaAbHas MaHuUdecTauns 3aboAeBaHNs C BbICOKOW NMOTPEOHOCTbIO B HEMPEPbIBHOWM MHY3MMN FAIOKO3bI AAS MOA-
AepXXaHus syramkemmn. PasHuua mexxay BO3pacToM MaHuecTaumMmn rmnorAMKeMmMn M BO3pacToM NMOCTaHOBKM AMarHo3a koAaeba-
Aach OT 1 AHS A0 3,9 mecaueB. Bo Bcex cAydasix ObIAO KOHCTaTMPOBAHO AMA30KCUA PE3UCTEHTHOE TedeHue 3aboreBaHns. Tem He
MeHee, y 9 MaumneHTOB yAaAOCh OTMEHWUTL HeMpepbiBHYIO Tepanmio FAIOKO30/ U MOAAEPXKMBATb OTHOCUTEAbHYIO 3YFAMKEMUIO MNPy
NPUMEHEHNM OKTPEOTHAA B MPeAornepaunoHHoOM nepuroae. [poBeseHne MOAEKYASIPHO-FeHeTUYECKOrO MCCAEAOBAHNS MO3BOAMAO
0BHapPY>XUTb pa3AnyHble BapuaHTbl MyTaunit B reHax ABCC8 n KCNJ11 y 30 naunenToB. Noka3aTeAn naHKpeaTMHeckoro MHAeK-
ca (M) no aanHbIM M3T ¢ "*F-AODA Korebaanch B WMPOKMX Npeaerax — oT 1,16 2o 3,59. [Nocae YacTUUHOM pe3eKLnm yqacTKa
MOAXKEAYAOHHOM XKeAe3bl C runepcekpeLmein MHCyAMHa Y BCeX NaumMeHTOB HabAIOAAAOCh MOAHOE BbI3AOPOBAEHME.

3akalouenune. DokanbHas opma Bl nMmeeT Tsikenoe TedeHue C BbICOKMM MPOLIEHTOM Pa3BUTUS HEBPOAOTMUECKUX OCAOXKHEHUIA.
AAst npeAonepaLmnMoHHON AMArHOCTUKKM (POPMbI 3300AE€BAHNA HEODXOAMMO MPOBEAEHNE MOAEKYASPHO-TEHETUHECKOTO 1 PAAUOHY-
KAMAHOIO UCCAEAOBaHMI. MICKAIOUMTEABHAS OLIEHKa MaTemaTHyecknx napameTpos npu nposeaeHun MIT ¢ BF-AODA 6e3 yue-
Ta BU3YaAbHbIX AAHHBIX M PE3YAbTAaTOB MOAEKYASPHO-FEHETUHECKOrO MCCAEAOBAHMS HE MO3BOASET OAHO3HAYHO YCTAHOBUThL AMar-
HO3. BaXkHbIMM 3aAa4amm MPEACTABASIOTCS CBOEBPEMEHHAs AMArHOCTUKA U AedeHne 3aboaeBaHmns, a Takxke onpeseseHne (hakTo-
pOB pucKa 1 NPoUAAKTMKA OCAOKHEHWIT NEPCUCTUPYIOLIER FTUMOFAMKEMUN.
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Clinical, genetic, and radionuclide characteristics of the focal form of congenital hyperinsulinism
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BACKGROUND: Congenital hyperinsulinism (CHI) is a severe disease with a high risk of complications including neurological
deficit. Persistent hypoglycemia in patients with focal form of CHI can not be managed with medical treatment in 96.4% of cases,
what subsequently leads to surgical treatment. Currently, there is a lack of information regarding patients with focal form of CHI.
This study is aimed at finding better approaches for diagnosis and treatment of patients with focal form of CHI.

AIMS: To study clinical, genetic and PET/CT findings of the focal form of CHI in Russian group of patients.

MATERIALS AND METHODS: The observational research included all patients with a histologically confirmed focal form of
CHI, who were admitted to Endocrinology Research Centre during the period from January 2008 to January 2019. A statistical
analysis of clinical data, genotype, and positron emission tomography (PET) with 18F-dihydroxyphenylalanine (18F-DOPA) was
performed. The median follow-up was 18 months.

RESULTS: The study included 31 patients with focal CHI (14 boys, 45.2%). All patients had a neonatal presentation of the disease
and demanded high levels of continuous glucose infusion to maintain euglycemia. The difference between the age of hypoglyce-
mia presentation and the age of diagnosis ranged from 1 day to 3.9 months. In all cases, diazoxide was found to be ineffective.
However, in 9 patients, it was possible to withdraw continuous glucose infusion and maintain euglycemia using octreotide in the
preoperative period. A molecular genetic study allowed us to detect diverse pathogenic variants in ABCC8 and KCNJ11 genes in
30 patients. According to PET data with 18F-DOPA, the pancreatic index (PI) varied widely from 1.16 to 3.59. After partial resec-
tion of the pancreatic region with insulin hypersecretion, all patients showed complete recovery.
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CONCLUSIONS: The focal form of CHI is a severe condition with high prevalence of neurological complications. For preopera-
tive diagnosis of the morphological form of the disease, it is necessary to conduct genetic analysis and radionuclide studies. Solely
evaluation of mathematical parameters in '8F-DOPA PET without taking into account the visual data and the results of genetic
analysis does not allow establishing the robust diagnosis. Timely diagnosis, identification of risk factors, and prevention of com-
plications of persistent hypoglycemia are important tasks for clinicians.

Keywords: Congenital hyperinsulinism, hypoglycemia, "®F-DOPA, PET.

O0ocHOBaHHue

Bpoxnennsiii runepuncyanHusM (BI'N) asasiercs
OITHOW U3 YaCTBIX IPUYUH TMITOTIMKEMUU B IETCKOM BO3-
pacre [1]. OcHOBOIT TaHHOTO 3200JI€BaHUS SIBISIETCS He-
aJieKBaTHas TUMEPCEKPELINS MHCYINHA [3-KJIeTKaMU MO~
JKETYTOYHOM XeJe3bl BCIENCTBUE TEHETUYECKOro Aehek-
ta. PacipoctpanenHocts BI'U coctaBinsieT, mo JaHHBIM
MupoBoil nutepatypsl [2], 1:30 000 HOBOPOXIEHHBIX.
Knununueckas kaptuna BI'U HecnienmduryHa u 00yciioB-
JieHa runornukemueit. [lepcuctupyroiiast TUHIOTJINKE -
MU B IETCKOM BO3pacTe MOXKET TTPUBOAUTH K 3a7epK-
K€ TICUXOMOTOPHOTO Pa3BUTUSI, STIUJIETICUU, CJIENIOTE U
JIPYTUM HEBPOJOTUYECKUM HAPYUIEHUSIM, UTO O0YCIOB-
JINBAET HEOOXONUMOCTb PaHHEW TMarHOCTUKU U CBOEB-
peMmeHHoi Tepanuu BT'U.

Cy1iecTByeT ABe OCHOBHbIE MOpdoorudeckue hop-
Mbl BI'U: muddy3nas u dokanbHas. 3HaHUS 0 HATUYUU
TOI Uiy UHOU Mopdosornuyeckoit Gopmbl 3ab601eBaHUS
y alMeHTa HEOOXOIUMBI TSl IPOTHO3UPOBAHUS KJIMHU-
YECKOW KapTUHBI U, COOTBETCTBEHHO, BHIOOpA TAKTUKU
BeneHus. Pazsutue nuddysHoii mmbo dokanbHOl (hop-
Mbl BI'M onipenensiercs reHeTuyeckuM aedekrom. B Ha-
crosiiee BpeMst u3BectHo 14 reHoB (ABCCS, KCNJ11,
GLUDI, GCK, HADH, SLC16A1, UCP2, HNF4A, HNFIA,
HKI1, PGM1, PMM2, CACNAID, FOXA2), MmyTanuu B KO-
TOpPbIX NMPUBOIAT K pazsutuio BI'U [3]. [To naHHBIM KC-
cienoBaHuUii, Hanbosee yacto pazsutue BI'U obyciosne-
HO TTaTOT€HHBIMU MYTAIIMSIMU B TeHAX, OTBETCTBEHHBIX 32
paboty ATD-3aBUCUMBIX KaMeBbIX KaHaIOB, — ABCCS
u KCNJ11 [4]. Tak, npu HaJTMIUM ITATOTEHHOU MyTalluu
BO BCeX B-KJIETKAX MOMXKEIYTOYHOM XKeyie3bl BO3HUKAET
nubdysHas dopma BI'M. HanpoTtus, poxkanbHast dbop-
Ma 3a00J1eBaHUST BO3HUKAET MIPU HACIEIOBAHUY MATOTEH-
HOI MyTallMM Ha OTLOBCKOI ayutesn B reHax ABCCS v
KCNJ11 c omHOBpeMEHHOI COMaTHUYECKOI MTOTepeii MaTe-
puHCKoi ajutenu B obactu 11pl5. Crnenyer momuepKHyTb,
YTO OCHOBOI pa3BUTUS (poKanbHOM opmbl BI'U sBrsiet-
cs He HOBOOOpa30BaHue, a rpymnmna 3-KJIeTOK ¢ FTeHeTu4e-
CKU IETePMUHUPOBAHHON TUIIEpCEKPELIe NHCYINHA.

N3BecTHO, yTo nuddysHas ¢hopMa B OOTBIIUHCTBE
CJydaeB MOIAAeTC MEAUKAMEHTO3HO Tepanuu [4]. s
JieueHus 3a00JIeBaHUST HAauboJiee IIMPOKO UCTIOTb3YIOTCS
TaKWe npenapaTsl, Kak JUa30KCUa U okTpeotun. OnHa-
KO B cityyae (hapMaKOpe3uCTEHTHOTO TeueHUsT nuddys-
HOU (hOpMBI BO3HUKAET HEOOXOIMMOCTD B MIPOBEACHUN
CyOTOTAJIbBHOW MaHKPEATIKTOMUM, YTO SIBJISIETCS WHBA-
JIMAU3UPYIOLIEN OTepaluen, TPUBOISLIENA K 9K30KPUH-
HOU U SHIOKPUHHON HETOCTATOYHOCTH TTOIKETYI0Y -
HOM xesne3bl. Oco6eHHOCTh (hOKaNbHOU (hOPMBI — He-

9(hHEKTUBHOCTh MHCYIMHOCTATUYECKUX TIPETIapaToB y
MOAABJISIONIETO OOJIBLIMHCTBA MALKMEHTOB |5, 6]. TIpen-
TMOYTUTEJBHON TAKTUKON JIeYEHUS] Y MAlIMEHTOB ¢ (ho-
KanbHOU opmoit BI'U gBisiercs mpoBeneHne pe3ek-
IIMM y4acTKa TUMEPHPONYKIIMU UHCYJIMHA C COXpaHe-
HUEM WHTAKTHOW TKaHU MOMXETYAOYHOU XKee3bl, UTO
TO3BOJISIET U3JIEYUTh 3200JIEBAaHUE U TTIOJTHOCTBIO COXpa-
HUTH (PYHKLINIO OpraHa.

3anmono3puth HoKaabHy0 (GOpMY TOMOTalOT MO-
JIEKYJIIPHO-TEHETUYECKUE UCClIeN0BaHUs. EMMHCTBEH-
HBIM JTIOCTYITHBIM HEMHBA3UBHBIM METOIOM TOMTMYECKON
MpeoTepaIlMOHHON TUAarHOCTUKN MOP(OIIOrMIecKon
dopmbl BI'M ocTaeTcst npoBeneHre NO3UTPOHHO-IMMUC-
cuoHHot Tomorpaduu (I1OT) ¢ pannodapmaleBTUYE-
ckMM TipernapatoM |F-murunpokcudeHuIaIaHUHOM
(UF-AO®A) [1, 7]. Ucrioab3oBaHUE IPYTUX METOIOB
Busyanusauuu (Y3U, MarHUTHO-PE30HAHCHASI TOMO-
rpadusi, KomnblotepHas Tomorpadus (KT) ¢ koHTpa-
ctupoBanueM, [1DT ¢ ¥*F-¢hTopne30KCUTIIIOKO301) He
MO3BOJISIET onpenenuTh hopMy 3adosieBanus. [Ipume-
Henue [1OT ¢ BF-JODA u onHOBpEeMEHHOE UCITO/b-
3oBanue KT 1aroT BO3MOXHOCTh HE TOJBKO IPOBECTH
nuddepeHIManbHy0 IMarTHOCTUKY MeXIy hopMamu 3a-
0oJIeBaHUS, HO W OINPEACIUTD JOKAIU3AIMIO OYara ru-
MepceKpeliu NHCYJIMHA B TKAHU MOIXKETyTOYHON Xe-
Jie3nl pu pokanbHol (popme BI'A.

B HacTosmiee Bpemst uMmeeTcst 1e(UINT TaHHBIX OT-
HOCHUTEJIBHO OCOOEHHOCTEW KIIMHUYECKOTO TEUCHUS U
JNUATHOCTUKU Y MAlUEeHTOB ¢ pokanbHOM hopmoiit BI'1
B pocculickoit monynsuuu. [Ipencrasisercs He00X0-
JVMBIM PACIIMPEHHOE UCCIeI0BaHUE JaHHOM TPYyTIIThI
MalUEeHTOB, BKIIIOYasd KTIMHUYECKYIO KAPTUHY, BBISIBIIE-
HUE CIIeKTpa MTATOTeHHBIX M YaCThIX MYTalINii, XapaKTep-
HBIX [IJIS1 POCCUICKON MOMYJISLIUY, ONIPEIeTIeHUE Paan-
OHYKJIMTHBIX XapaKTEPUCTUK U OCOOEHHOCTEN (POKaAIb-
Hoit hopmbl BI'N.

LleAb

OnpenesieHre KIMHUYECKUX, MOJIEKYISIPHO-TEHE -
TUYECKUX U PATUOHYKIUIHBIX XapaKTePUCTUK (HOKaATb-
HOU (hOPMBI BPOXKIEHHOTO TUTIEPUHCYJIUHU3MA B POC-
CUICKO TpyIIIe NAalUEHTOB.

MeToAbI
JIu3aiin uccieoBaHus

B HaGmogarenbHOE OMTHOMOMEHTHOE MHOTOLICHTPO-
BOC CIIOHIHOC UCCICAOBAHUE C PETPOCIIEKTUBHBIM KOM-
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TOHEHTOM ObLTHA BKJIIOUEHBI MALIUEHTHI C TOKa3aHHOUN
oxanbHolt hopmoii BI'U.

Kputepun cooTBeTcTBUSA

J71s1 yyacTus B UCCIENOBAHUU U3 0a3bl JAHHBIX Ta-
eHtoB HMMUWII sHapokpuHOI0rMKU ObUIM OTOOpaHbI U
MPUTJIALIEHbI BCE MAIUEHThI C BPOXKIEHHBIM TUIIEPUH-
CYJMHU3MOM (MX 3aKOHHBIE MPEICTABUTEIIN ), HAXOIUB-
muecs noja HabmoaeHueM ¢ sHBaps 2008 T. 1o siHBapb
2019 .

Kpumepuu exarouenus: BO3pacT Ha MOMEHT O0OCIeI0-
BaHUS MeHee 18 JjieT; Haluuue TUMOKETOTUYECKOM TH-
TMONIUKEMUU C MOBBIIIEHHON KOHUEHTPAIUE NHCYIU-
Ha; TUCTOJIOTUYECKHU MOATBepXKIeHHas (pokanbHast hop-
ma BI'U.

J 7151 OLIEHKY MTPUYUHBI TUTTOTJIUKEMUYECKUX COCTO-
STHUU BBIMOJIHSUIACH Mpoba ¢ TOJI0TaHUEM, B MOMEHT
oTipe/ie/IeHUs TUTIOTTMKeMny MeHee 3,0 MMOJTb/JT 110 Ka-
NWUISIPHOM KPOBU Y MAIIMEHTOB MMyHKTUPOBAIaCh Ie-
pudepryeckas BeHa U BBIMIOJIHSUICS 3a00p BEHO3HOU
KPOBH JIJTS ONpeAesieHUs] OMOXUMMUYECKUX TapaMeTpOB
(TIoK03a, KeTOHBI, MeYeHOYHbIe (DePMEHTHI, JaKTaT)
U MPOBEIECHUSI TOPMOHAIBHBIX UCCIENOBAHUMN (MHCY-
JvH, C-tientun). [Ipu HaTWYUKM MOBBIIEHHON CeKpe-
1 nHcyHa (6osee 2,0 MM E/mit) Ha choHe rumorim-
kemMuu (MeHee 3,0 MMOJIb/JT) ¥ TUTIOKETOHEMUM (MEHee
1,0 MMOJTB/JT) yCTaHABIUBAJICS IMATHO3 OPTAHUIECKOTO
TUTIEPUHCYTUHUA3MA.

Kpumepuu uckarouenus: OTCyTCTBUE TUCTOJIOTUYE-
CKOTO 3aKJTI0YEHUS TTOCIeONePallMOHHBIX MTPENapaToB;
OTCYTCTBUE COTJIACUS MTAIIUEHTOB/pONUTENEI TTAllMeH-
TOB Ha y4acCTUE B UCCIICIOBAHUM.

Ycnosus nposeaeHus

Kinunnunyeckoe, OMOXMMHUYECKOE U TOPMOHATbHOE
nccaenoBauus posoauaruck B ®I'BY «HMMULI samo-
kpuHonorun» (Mocksa, Poccus) u ®I'bY «<HMUILL
uM. B.A. Anmasosa» (r. Caukr-IletepOypr, Poccus).
C 2008 o 2017 r. IIDT mauueHtam nmpoBoauiach B Ja-
Huu, ¢ 2017 roga uccienoBaHue rposoauiaock B Poccuu.

HpOZ[O.]DKHTeJIBHOCT]) HCCIeI0BAHMNA

Wccnenosanue nposeaeHo B 2019 r. u BkiItovaeT aHa-
JIN3 KIIMHUYICCKUX W 1a00paTOPHO-MHCTPYMEHTATbHBIX
JIAaHHBIX MAlMEHTOB, 00CAeI0BaHHBIX 3a repuoj ¢ 2008
o 2019 rr. Bce yyacTHUKM McceqoBaHUs ObLIM 00ce-
IIOBAaHBI BO BpeMsI TIOCTAHOBKM JUArHO3a U TOCIIE OTIe-
paLmu.

Ommcanne MEIUIHUHCKOro BMEIaTeJabCTBa

I[J'If[ aHaJIn3a UCITI0JIb30BaHbI JaHHBIC I/ICTOpI/Iﬁ 00-
Je3Hu. Bce MeguumMHCKUE BMeIIaTeIbCTBA IIpOBOAN -
JIUCh BHEC UCCJIICAOBAHUA B paMKax pYTHHHOﬁ KIMHU-
4YeCKOM IIPAKTUKH I10 aKTyaJIbHBIM Ha COOTBECTCTBYIO-
WA MOMEHT BPpEMCHU MCKAYHApPOJAHBIM CTaHAApTaM U
CTpOro 1mp"u HaJIMunun NOoKa3aHUU Y KaXXKa0ro KOHKpPET-
HOTro nmammueHTa.

ORIGINAL RESEARCH ARTICLE

Hcxoapl uccaeroBanus

KoHeUHBIMI TOUKAMM UCCIICIOBAHUS SIBJISTACH Pa3-
HOCTb MEXIY BO3PAacTOM MaHMMECTAIM U BO3PACTOM
ITOCTAaHOBKHU AMAaTrHO3a, 4acToTa (papMaKOpPE3NCTEHT-
HBIX CJIy9aeB CpelM MallMeHTOB ¢ (DOKATbHBIMH (hOp-
mamu BI'M, BcTpeuaeMoCTh ajiieibHbIX BApUAHTOB Te-
HOB ABCC8 u KCNJ 11 B uccriemyeMoli BHIOOPKE, a TaKXKe
3HAYCHUE TTAHKPEaTUIECKOT0 MHIeKca ITPU ITPOBEICHIHT
I19T ¢ ¥F-JODA.

MerToabl perucTpanum NCxoa0B

MonekyJIsipHO-TeHEeTUYECKUIA aHAJIu3 KPOBU TTa-
LIMEHTOB BBIMIOJIHEH B JIJAOOPAaTOPUY HACJIENCTBEHHBIX
supokpuHomatuii ®I'BY «HMMUII sHmokpuHOIO-
run» (Mocksa, Poccust). Y Gosblieil yacTi maueHToOB
(21 pebeHOK) OBLTO MPOBENECHO CEKBEHUPOBAHUE HOBO-
0 TTIOKoJIeHus TTaHem reHoB GCG, GLUDI1, WFS1, HN-
FIA, GCK, INS, HNFIB, ABCCS8, HNF4A, RFX6, PT-
FIA, NEURODI, AKT2, ZFP57, INSR, EIF2AK3, PPARG,
PAX4, PDX1, GLIS3, KCNJ11, SLC16A1, FOXP3, BLK,
CEL, KLFI11, SCHAD v GCGR na nnatcdopme lon Tor-
rent. Y 10 maniueHTOB MOJIEKYJISIPHO-T€HETUYECKUI aHa-
ym3 reHoB ABCCS, KCNJ11 v GLUD I tipoBOOuicsT Me-
TonoM CaHrepa. Beibop TOro nau nHOro Metoga MoJe-
KYyJISIPHO-T€HETUYECKOTO UCCIeq0BaHUS 00YCIOBIECH
JIOCTYITHOCTBIO OTIPEIe]ICHHON TEXHOJIOTUU HAa MOMEHT
o0ciie10BaHMs MALIMEHTOB. B 26 ciiydasix Takke poBO-
JIJIOCh UCCJIeIOBAHNE UCKOMOI MyTalluM Y POAUTENEH
MaIMEHTOB METOIOM TIPSIMOTO CEKBEHUPOBAHMSI.

MOT/KT ¢ SF-JO®MA BbIOJIHEHO 25 malueH-
TaMm: 14 — Ha 6a3e HAyYHO-UCCIEN0BATEIBCKOTO OTAE-
J1a IAepHO MequIHBL ¥ TepaHocTuk @I'BY «<HMU L
uM. B.A. AiimazoBa» (Cankr-Ilerepoypr, Poccust), 11 —
Ha 06a3e YHuBepcurercko KinuHuku r. OneHc (OneHc,
Hanus).

o uccienoBaHus MPOBOAMIIACH TIOATOTOBKA TAIlN-
€HTOB B CTallMOHApe, MUHUMYM 3a 48 4 10 TIpOIIeTyphl
OTMEHSIJIaCh Teparusi MHCYJTMHOCTAaTUIECKUMU TIpeTia-
paTaMu (IMa30KCHUJI, COMaTOCTAaTHH, TIII0KaroH). Mccre-
JIOBaHUE TTPOBOAMIOCH TTOJT OOIIUM HAPKO30M C MCTIONb-
3oBaHueM mporodoina. [TDT/KT BeimonHs1ach Ha co-
BMmenieHHoOU cucteme Discovery 710 (General Electric).
Jo3a BBOIMMOTO pagrou30TONa PacCUUTHIBAIACh IO
dopmyrne 4 Mbk Ha 1 Kr Maccel Tesla nauueHTta. Peru-
crpauus nanHbix [19T u KT npoBoaunacek B cieayio-
11e OTPE3KN BPEMEHH B 3aBUCMMOCTH OT MOMEHTA BBe-
nenus $F-JJODA: 10-20, 20—40, 40—50 u 50—60 MuH.
Ouenky [1OT n300paxeHnil OCyIIEeCTBISIIN B PEXUME
3D-pexkoHcTpyKnK. Pacyer maHKpeaTMuecKoro MHIeK-
ca (ITN) npousBoauau no popmysie: OTHOIIEHUE MaK-
CUMaJIbHOTO 3HAYEHUST CTaHIAPTU3MPOBAHHOTO TTOKa-
3aTesisl HakoruieHus paguodapmmpernapara (SUVmax)
B narosiornyeckom (okyce ¥F-JJODA K cieayroiieMy
MaKCHMMaJIbHOMY TT0 3HaUeHMIo rokasarento SUV B ipy-
TOM y4YaCTKe MOKETYIOYHOM Kee3bl.

[Mocyie ipoBeAeHNST XUPYPIrUIECKOTO BMEIIATEb-
CTBa Y BCEX MALIMEHTOB ObUIO BBIMTOJIHEHO MOP(OIOTHU-
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YyecKoe UCCIeJ0BaHUEe TKAHU MOIXKETYI0UHON XKee3bl
MO CTaHAAPTHOMY MPOTOKOJY TuddepeHIInaIbHON T1-
arHocTuku Mopdonorndeckux (opm BI'U. [Togroroska
K oMepalyu, XMpypruyeckoe jJeueHne, FTMcToJIOrMueckoe
uccliefoBaHue, MocjieolepalMoHHOe BeleHUe TTPOBO-
nvnich Ha 6azax PI'BY «<HMUIL nMm. B.A. AnmasoBa»,
VYHuepcurerckoit KinuHuku I. OneHc (danus), PAKDB,
JAT'KDB uM. 3.A. baiwiseBoii.

DTHyecKas IKCNepTu3a

IIpoBeneHue rccaenoBaHus ObLTO 0100PEHO JOKab-
HbIM 3TYecKuM komutetromM ®I'BY «<HMUWI sHnoxkpu-
Hosorun» M3 P® (iporokon Nel18 ot 11.10.17). Undop-
MUPOBAaHHOE COTJIacue Ha MPOBeIeHUE UCCIIEIOBAHMS 1
00pabOTKy MaHHBIX OBLIO TTOATIMCAHO 3aKOHHBIMU TIPET-
CTaBUTEJISIMUA YIaCTHUKOB MCCIICTOBAHMSI.

CraTucTHYECKHUii aHAIN3

s aHanmM3a JaHHBIX UCITOJIb30BAJIM MTPOTPaMMYy
Statistica 10 («StatSoft», CILIA). ITpegBaputepHOTO pac-
yeTa pa3Mepa BbIOOPKU He MPOBOAUIOCKh. B xone pacue-
TOB UCITOJIb30BAIMCH MPOLIEHTHI, MEIMaHA U UHTEPKBap-
TWIBHBIN pa3Max.

Pe3yAbTathbl

O0BeKTbI (YIACTHUKH) HCCIIETOBAHMUS

Bcero 3a nepuon ¢ suBaps 2008 r. mo sHBapb 2019 1.
B MHCTHUTYTE NeTckoit aHmokpuHoiIornu ®I'BY «HMUI]
SHIOKPUHOJIOTUM» ObLI BbisiBIeH 241 mamueHTt ¢ BI'U.
W3 Hux y 32 6b1a tuarHoctupoBaHa dbokanbHas dhop-
Ma 3a00JIeBaHMsl, OHAKO Y OTHOTO U3 IETel OTCYTCTBO-
BaJIO TOCTOBEPHOE TMCTOJIOTUYECKOE 3aKIIIOUEeHNUE, TT0-
5TOMY JaHHBIN MAIIMEHT ObUT UCKITIOUEH U3 UCCIIeN0BA-
Hus. TakuM o6pa3oM, TPYIIY UCCIEIOBAHUS COCTABUI
31 mauueHT ¢ gokazaHHoU dhokanbHOI hopmoit BI'U.
V Bcex malmeHToB Ha (hOoHe TIPOOHKI € roiojlaHueM Oblia
3auKkcrpoBaHa TUTTOKETOTUYECKAs] TUTIOTJIUKEMUS C
TTOBBIIIIEHHOW KOHIIEHTpAIMelt WHCYIMHA. [ McToIorun-
YECKOEe UCCIIeN0BaAHUE TTOCIEONEPALIMOHHOTO MaTepraa
TKaHEe! MOIXEeTyI0YHON Xese3bl MOATBEPAUIIO HaTnyue
dokanpHOI hopmbl 3ab0sieBaHud. MenuaHa Bo3pacTa
MaIMeHTOB HAa MOMEHT 00CIeIOBaHMs cocTaBmiia 1 mMec,

DOI: https://doi.org/10.14341/probl10317

MeauaHa MpOoA0JIKUTEIbHOCTY HabmoaeHus: — 18 mec.
B kauecTBe MeIMKaMEHTO3HOW MHCYJIMHOCTATUYECKOM
Tepanuu 10 omnpeaeaeHus: Mopdoaornueckoin Gopmbl
3a0oJieBaHUs 22 MallMeHTa MoJayJyalu JUa30KCUI B Cpel-
Hell TepaneBTUYECKOM 103e He MeHee 3 AHeit; 25 mauu-
€HTOB IOJy4YaJIu OKTPEOTU ] B CPEHEN TeparneBTUYECKON
no3e He MeHee | cyT.

OcHOBHbIE Pe3yJIbTATHI HCCIETOBAHUS

C 1enpio TOCTUKEHUS dYTJIUKEeMUU 10 MOMEHTA
onpeneneHus: mopgosnorndeckoit popmel BI'M, nomu-
MO BHYTPUBEHHOTO BBEICHUS PACTBOPOB INIIOKO3bI, Ma-
IIMEeHTaM ITPOBOIUIACH MHCYIMHOCTATUYECKAS TepaTvs
(mmazokcun 19/31, okrpeorun 31/31). Menuana mak-
CHMaJTbHOI O3Bl MMa30Kcuaa cocTaBuia 14,9 Kr/Kr/cyT
[12,8;15,6]. MenuaHa CyTOYHOM 03Bl OKTPEOTHAA CO-
craBuna 13,7 mxr/kr [8,0;20,0]. Tepanust nua3okcuaoM
OblJTa OTMEHEHA Yy BCeX IMOJTyYaBIINX €TO MallieHTOB B
CBSI3U C OTCYTCTBUEM TTOJIOXKUTENBHOTO 3hhekTa (17/19)
0O U3-3a pa3BUTUS TAKUX MOOOUYHBIX 3P PEKTOB, KaK
oTeku, aHopekcus, psoTa (2/19). [IpumeHeHMe oKTpeo-
THAA OKa3anoch 0oJjiee ycrnemHbM: y 9/31 (29,0%) nawu-
€HTOB yJaJIOCh JIOCTUTHYTh CyOKOMTIEHCAIINK 3a00J1eBa-
HUS 6e3 BHYTPUBEHHON TOTAIIMU TJIIOKO301. Y 1 marm-
€HTa COXPaHsUIMCh TPUeMJIEMbIE TTOKA3aTeNIN TJIMKEMUN
Ha (hoHe YacToro IpOOHOTO KOPMJICHUS, Teparus qua-
30KCHUIOM OKa3ajach Hed(HEKTUBHOI, TTOTIBITKY Jieue-
HUST OKTPEOTUIOM HE TIPOBOIMIIN.

Y Bcex marnueHToB, KpOMe OTHOTO, OTMEYaJINCh HEO-
HartajxbHas MaHUdecTalrs 3a00J1eBaHNS U TTIOTPEOHOCTh
BO BHYTPUBEHHOI MOTAIIMW PACTBOPAMU TIIFOKO3BI JIJIST
TOAIep>KaHUsT Ayriukemun (Tadu. 1).

B 6onpmnHCTBE CiiydaeB nmpuunHoi pa3sutus BI'1
y nereii ¢ ¢pokanpHol popmoit BI'U gBasimuck rerepo-
3uroTHble myTaimu B rene ABCCS (27/31). Beero 6b110
BBISIBJIEHO 22 pa3jiuyHble MyTalluu, 13 13 KOTOPBIX pa-
Hee He ObUTM OTMCaHBI B JINTEpAType.

O6cnenoBaHue poauTeiei MpodaHA0B ObLIO BO3-
MOHO B 22 13 27 cemeii. Bo Bcex ciyyasix MyTalvu ObUIH
HacJIeJIOBaHBI OT OTIIA.

[Marorennsie myTtaimu B rene KCNJ 11 6butn 0OHapy-
KeHBI y 6/31 manueHToB. JlaHHbIe MyTalluK ObLUTY YHAC-
JIEIOBAaHbI TI0 OTIIOBCKON JTMHWM, OIMH BapUaHT paHee
He ObIJT OTMCaH B JIUTEepaType.

Tabanua 1. KamHnveckue xapakTepucTuku nauneHToB ¢ pokaabHoi chopmoii BIU (n=31)

XapakTepucruka

Menuana [Q25; Q75]

Bospact manudecrauum, 1H1

Bospact mocraHOBKM auarHosa, JTHU

Paznuia MEXIY BO3pacToOM MaHI/I(I)GCTaLU/WI M ITOCTAHOBKM TMarHo3a, 1H1

SDS Beca npu poXIeHWM 1O OTHOLIEHUIO K CPOKY recTaliuu
MuHuMasbHast 3apUKCUPOBAHHASK TIMKEMUST, MMOJIb/JT

WncynuH mna3msl Ha hoHe runornukemuu, En/n

CKOpOCTb yTHJIN3ALUU B/B BBOAMMOM TTTIOKO3bI 10 TOCTUXKEHUS SYIIIUKEMUH, MT/KTI/MUH

2(1; 3]

2 [14; 30]
14[12; 32]
1,0 [0,06; 1,99]
0,90,7; 1,4]
15,5[8.9; 28,1]
12,3 [8,7; 15,0]
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Puc. 1. Cxematnieckoe pacnoAoXkeHue pokycoB y naumeHToB c ¢o-
KaAbHoM chopmoii BTM (n=24).

B 6onbuinHeTBe cinyyaes (13/24) nokann3anust yyacTka MOBBILIEHHOTO CUHTE3a
MHCYJIMHA pacrojiarajach B rojoBKe MOLKETYI0UHON Xene3bl. Y 1 manueHTa
dokyc pacrionarazicst Ha rpaHMLe TOJIOBKY U Tena, y 3 — B Telie, Y 4 — B XBOCTe
TMOJIKEITYIOYHOM Xee3bl. [uranTckuit hokyc BU3yanTu3upoBaics y 1 nanueHTa
(mauueHT 14). DKTONMMYEecKoe pacrojoxeHue (Hokyca B CTEHKE IBEHaALATH-
MEPCTHOM KUILKYU ObLIO BBISIBJICHO y MatueHTa 31.

Y onHOTO ManueHTa He ObUIO BBISIBICHO HATWYUS
MMaTOTeHHBIX MyTaluii. JlaHHOMY peOeHKY TTPOBOIUIIOCH
nccaegoBanue reHoB ABCCS, KCNJ11 w GLUDI meto-
nom CaHrepa.

B cembsix mpobaHI0B HE OTMEYAIOCh OJU3KOPOI-
CTBEHHBIX OPaKOB U OTITOIIEHHOTO HACIEICTBEHHOTO
aHamHe3a o BI'W.

ITo pesynbratam IMOT/KT ¢ BF-JO®DA ¢ oneH-
KOW BU3YaJIbHBIX M PACYCTHBIX JAHHBIX Y BCEX TAlMEeH-
TOB ObUIa AUarHOCTUpOBaHa (okanbHasg popma BI'A.
MenuaHa Bo3pacTta MpoOBeIeHUST TTPOIIeTyphl COCTaBU-
Ja 4 mec. PazaMmepbl (hOKYCOB TUINIEPCEKPEIUN UHCYJIH -
Ha Kojebdanmuch ot 7 1o 21,5 mm. MHdpopmaiug o pac-
rmojioxkeHun pokyca Obl1a JOCTyIHA Y 24 /25 mMaimeHToB
(puc. 1). OcHOBHBIE pe3yNbTATHl UCCIEIOBAHUS TIPEI-
CTaBJICHBI B TA0. 2.

Nudopmanus aasa pacuera [ 6bina moctynHa
y 14 manuenTtoB. [Ipu 5TOM MakcuMajlbHOE 3HAYEHUE
JAHHOTO TlapameTpa IIMPOKO BapbUpoBayio — ot 1,16 1o
3,59, menuana 3Hauenust [1M cocrasuna 1,76 [1,4; 2,0].
BuyanbHO y Bcex MallieHTOB OTIPEAEISIICS TTOBBIIIEHHBIIN
3aXBaT U30TOTA B JIOKYCE TUTIEPIIPOIYKIINY UHCYINHA.

Oo6cyxaeHune

Ilo pesynbraTam uccienoBanus, 3a 11-1eTHuii ne-
puof ObUT BbISIBJIEH 31 MalMeHT ¢ AOKa3aHHOU (poKaib-

KNI/ H19 CDKN1C

[ W]

KCNJ11/
ABCCS IGF2

Orely, |: I

Hopma

ORIGINAL RESEARCH ARTICLE

Hoit ¢popmoit BI'M, uro coctaBuio 12,8% ot o61iero
yucia nmanueHToB. @opMupoBaHUe KilacTepa KIETOK
C HeaJeKBaTHONW TUTepceKpelreil MHCYIMHA y TIalu-
eHTOB ¢ (okanbHOi hopmoit BI'I Bo3mMoxHO 3a cueT
COBOKYITHOCTHU JIBYX MATOTEHETUYECKUX MEXaHU3MOB
(puc. 2). [TepBbIit MEXaHU3M BKJIOUYAET MOSIBIEHUE MY-
TallMy Ha OTLOBCKOW ajuiesii B XpOMOCOMaJIbHOM 001a-
ctu 11pl15.1, comepxameit renbl KCNJI11u ABCCS [4].
Bropoit MexaHu3M TIpeaCcTaBiseT cOO0i MOTepIo 310-
poBoro yvyactka 11pl5 Ha MaTeprUHCKOU ajuiesu, 4To B
COBOKYITHOCTH BeZIeT K (h)OPMUPOBAHUIO TOMO3UTOTHOM
MyTaluu B UICKOMO# kjeTKe. boyiee Toro, BcieacTere
JMIAHHBIX U3MEHEHWH pa3BUBaeTCs AucOalaHC B CUCTe-
Me nposudepanun kiaetok. Ha matepuHckoit amtenu
OIMMCAHHOTO yJacTKa pacIiojiaratloTcsl TeHbI, TTOIaBIIs -
fourue nenenue kietok (H19u CDKNIC). B to Bpe-
MsI KaK Ha OTIIOBCKOW aJulesIn pacIiojioXeH TeH, CTH-
MyJUpyoolunit neaenne kietok /GF2. Takum o6pazom,
TIPOMCXOAUT U30BITOUHAS TTposndepannst KJIETOK C OT-
LIOBCKOW M30MCOMUEN U MyTALlMEH B T€HAX, OTBET-
CTBeHHBIX 3a yHKIIMoHUpoBaHUe AT®M-3aBUCUMBIX
KaJMEeBBIX KAaHAJIOB, YTO U (hOPMUPYET TUTIEPUHCYIIH -
HeMuueckuit hokyc [8].

3a MCKITIOUEHNEM OJTHOTO CJTy4asi, Y BCeX MalueHTOB
OBITO BBISIBIIEHO HAJTMYME TTATOTEHHOW MyTallMy B TEHAX,
OTBETCTBEHHBIX 32 pa3BuTne AT®D-3aBUCUMBIX KaJIMEBBIX
KaHaJoB. JlaHHbIE MyTallUX Y TTAITUEHTOB ¢ (hOKATbHOMU
dopmoit BI' moryTt HaciienoBaTbes OT OTLA JTUOO BO3-
HUKAaTb de novo Ha OTLOBCKOU ajutenu. OTCyTCTBUE MY-
Taluu y manreHTa 19 MoxxeT ObITh CBS3aHO C HETIOJTHBIM
TOKPBITUEM B paMKaX MPOBEIEHMST TeHETUIECKOTO UC-
CJIeIOBAHUS, TTIOTPEITHOCTSIMU METO/Ia MW HaJTuIrueM
MyTalluy B THTPOHHOM 00J1acTH.

B uenom B xone ucciaeqoBaHus ObUIO OOHApYXe-
HO 13 paHee He onucaHHBIX MyTanuii B reHe ABCCS
(c.1923+2T>A, ¢.G1705C: p.A569P, ¢.2691C>G:p.
D897E, ¢.T3629C: p.L1210P, ¢.1332+1delG, ¢.C2113T:
p.R705X, ¢.3324dupC: p.M1109fs, c.A680G: p.E227G,
¢.3330-13G>A, ¢.4575+1G>C, ¢.3557+1G>A,
c.1038C>G: p.Y344X, c.C4059A: p. Y1353X). Tak-
K€ CTOUT 00paTUTh BHUMAaHWE Ha BHISIBICHUE UNICH-
TUYHBIX MyTalluil B TPYIITIE HEPOJICTBEHHBIX TAIMEH -
TOB. Y 4 poCCUIICKUX MAIIUEHTOB OTMEYaJI0Ch HAJIM -
yue rnaroreHHoi myrauuu c.1332G>T: p.Q444H B rene
ABCCS (MyTaius paHee orricaHa B IUTEPAType Y €BPO-

KCNJ11/
ABCC8

OTELLl_ b 4 |

KCNJ11/
ABCC8

OTeL, |: ' |

DokanbHas dopma Br'1

IGF2

IGF2

Puc. 2. Cxematnueckoe M306pa)|(eHue reHeTU4eCKUX ME€XaHU3MOB, 06yC/\0BAMBaI0[llMX (bopMMposaHue CbOKYCﬂ TMNepuHCyAMHU3ma.
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OPUTMHAABHAS CTATbBA

MefcKuX mauueHToB ¢ ¢pokanbHO dhopmoit BITN) [9].
Boiee Toro, y 3 HEPOICTBEHHBIX MTAITMEHTOB OBLIIO BbI-
SBJIEHO coyeTaHue HOHceHC MyTauuu c.1038C>G:
p.Y344X B rene ABCCS 1 BepOTHO MAaTOTEHHOM My-
tauuu ¢.1096G>A, p.G366R B rene KCNJ11 Ha onHOit
ajmnenu. Takke CTOUT OTMETUTb, YTO MO OTACIbHOCTU
JTaHHbIE BApUAHTHl HAMU BBISIBJIEHBI He ObUTU. Ha Ha-
CTOSIIINI MOMEHT TaKO€ COUeTaHWEe OMMUCAHO TOJBKO Y
POCCUICKUX TTAIIUEHTOB, YTO MOXKET OBITh BHI3BAHO (-
¢exrom ocHoBarens [10].

Knunuyeckas kapTuHa 3a00eBaHUs B TPYIINE IMa-
LIMEeHTOB ¢ (hokanbHOI (popmoii BI'M oTnruanacse Tsxe-
CTbiO TeueHUs1. OCHOBHBIMU OCOOEHHOCTSIMU (hOKaJb-
HOM (hopMBbI 3200JIeBaHUS SIBSUIUCh HEOHATAbHAS Ma-
HUbecTalrs ¥ TOTPEOHOCTD B BEICOKUX JT03aX TITIOKO3bI
IUIS TToAepKaHus oyriukeMuu. [lomydyeHHbIe pe3yib-
TaThl COTJIACYIOTCS C MTAHHBIMU 3apyOeXkKHOM JTUTepaTy-
pHI [5, 6]. Takkxe y GOTBIIMHCTBA TAIMEHTOB MTPU POXK-
NIeHUM OTMevaiach KpymHas mMacca Teja Mo OTHOIIEe-
HUIO K recTallMOHHOMY Bo3pacTty (MeauaHa SDS maccol
tena 1,0). Bo3pacT mocTaHOBKM KOPPEKTHOTO TUATHO3a
3HAUUTEJIbHO OTJIMYAJICS OT Bo3pacTa MaHUbeCcTalllu,
MearaHa 3aIepKKU B TIOCTAHOBKE JMAarHo3a COCTaBUIIA
14 nueit. CBsA3b MEXAY MEPCUCTUPYIOLIEH TUTTOTIIUKE-
MUEN U HaJTMYrMeM HEBPOJOTUYECKUX OCIOXKHEHU He-
OTHOKPATHO ObLIAa YCTAHOBJIEHA B IPYTUX UCCIIEAOBAHUS
[11, 12]. Anst npoWIaKTUKA HEBPOJIOTUYECKUX OCTIOXK-
HEHUI peKOMEH/IyeTCsT paHHEe BBISIBJIEHUE TIAIIUEHTOB C
BI' 1 He3ameinTe IbHOE HAYAJIO TePAITAM, HATIPABJICH-
HOM Ha moaaepxaHue syrkemud [13, 14].

Kak npasuio, y nauneHToB ¢ hokanbHOU (hopmoit
BT'U oTMedaeTcst OTCYTCTBUE MTOJIOXUTENBHOTO 3 dek-
Ta OT MTHCYJIMHOCTATUIECKOU TEPATTNU, XOTS Y YaCTH y/ia-
€TCsT MOOUTHCS SYTITMKEeMUN Ha (DOHE Tepariu OKTPeOo-
TUIOM [5,6]. Takske OMmyGIMKOBaHbI GAMHUYHBIC CITyYan
JIMAa30KCUT-UyBCTBUTEIBHOTO TeUeHUs (poKaTbHOM Hop-
™Mbl BI'U [15—17]. B Haweit BbIOOpKe MpUMEHEHUE qua-
30KcUa IMO0 0Ka3anoch Hed(hHEKTUBHBIM, JTUOO OBLIO
MPEepBaHO 13-32 MOOOYHBIX 2D HEKTOB y BCEX MOTyYaB-
IIMX ero nanueHToB. ClenyeT OTMETUTD, YTO MOYTU Y '/,
nmauueHToB ¢ dhokanbHOU Gopmoii BI'M Obu1 mostyuyeH
MOJIOXXUTEbHBIX OTBET HA (hOHE TepaIu OKTPEOTUIOM.

Y4uuTeiBas MpUHIUNUAIbHBIE PA3IMUYUS B 00BEME
OIepaTUBHOTO BMEIIATEIbCTBA, MallueHTaM ¢ papma-
Kope3ucTeHTHbIM TedeHneM BI'M mokaszaHo mpoBene-
Hue 19T ¢ ¥F-JJODA. Busyanusanus MoaxKeaym1od-
HOI KeJIe3bl TIPOMCXOINT 32 CUET 3aXBaTa OCTPOBKOBBIMU
kjieTkamu paguousorona [ 18, 19]. B mupoBoii turepaty-
pe MpejiaraeTcs IpuMeHeHNe MaTeMaTUIeCKOTO IMOoKa-
3atess [T ning ouenku pesyiastatoB [1OT. [Tpu 3Haue-
nuu [1U 6onee 1,5 ycranaBnupaetcs hokaibHas hopma,
npu 3HaueHuu [11 menee 1,3 nuarHoctupyercs nuddys-
Has (popma BI'U [20]. OnHako Ha MpaKTUKE CYLIECTBY-
0T OTIpe/ieJIeHHbIC 3aTPYAHEHUS TIPU PUMEHEHUH NaH-
HOTO napameTpa sl tuddepeHINaTbHON AMaTHOCTUKY
Mopdonornueckux dopM. B Haliem rccienoBaHuu, He-
CMOTPSI Ha TUCTOJIOTMYECKU MOATBEPXKIECHHYIO (POKAITb-
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Hyio dopmy, y '/, maunenTtos 3Hauyenue 1M Obi10 Me-
Hee 1,5. ®okanbHast popma BI'U 1o pesynbraram [19T y
JAHHOU TPYIIIbI NALIMEHTOB ObLUIA MPEANOJIIOXKEHA UCXO-
JIST U3 BU3YaTbHBIX TaHHBIX (puc. 3). 3Hauenue [TU Obu10
MaKCUMaJIbHBIM B TTpoMekyTKax yepe3 20—60 MUuH 1mo-
cJie BBeleHUsI paaron3oTora. TakuM o6pa3oM, BbI3bIBa-
€T COMHEeHUsI HEOOXOIMMOCTh IPOBEICHNST CKAHUPOBA-
Hus yepe3 10 MUH nociie uccienqoBaHusl. 3aTpyqIHEHUS B
npuMeHeHuu [TV MOryT BO3HUKHYTH 3a CUeT (PU3n0sI0-
rMYECKOro noBbiieHHoro 3axpara '*F-J1O®MA B ob1actu
TOJIOBKY TTOIKETYI0YHOM XeJIe3bl, MPU OLIEHKE TUTaHT-
ckux (hOoKycoB Uin MyJabTUGOKYCOB [21, 22].

CTOUT OTMETHTB, UTO Y 54% TaIieHTOB (POKYCHI TH-
nepcekpeliud MHCYJIMHA pacioiaraauch B 00J1acTu ro-
JIOBKU TO/KEJTyTOYHOM XeJle3bl, YTO OTMEUYEHO U APY-
TUMU TpynnamMu uccienosareneit [17, 23]. OnHako nipu-
YUHBI TPEBATUPYIONIETO pacnojioxkeHus ¢okyca BI'1
VMEHHO B 3TOI YaCTU OpraHa OCTalTcs HesICHbIMU. bo-
Jiee TOro, 0OHapyKeHO, YTO KOJIUYECTBO OCTPOBKOB JIaH-
repraHca y B3pOocCJibIX ITAIIMEHTOB B 2 pa3a 0oJibliie B 00-
JIACTU XBOCTA MOXKEJTyTOYHOU KeJe3bl 0 CPABHEHUIO C
TOJIOBKOM U TesioM [24]. Haubosee BepossTHO, 4TO Ompe-
JIEJICHHYIO POJIb B BOBHUKHOBEHUU O4Yara TUneprnpoayK-
IIMM UHCYJWHA UTPAIOT OCOOEHHOCTU YMOPUOTEHE3A,
npoavdepalnn U TMCTOIOTUYECKOTO CTPOEHUS TTOIXKEe-
JIyTOYHOM XeJie3bl B HEOHAaTAJIbHOM BO3pacTe.

B uccnenyemolii rpynmne nmaiueHToB y 1 pebeH-
Ka (manueHT 14) BU3yanu3upoBayiCsl TUTAHTCKUI ovyar
MOBBIIICHHOTO 3axBaTa Ipu mposeneHun [I1DT/KT ¢
BE-JJO®MA. ITo3aHee, 1o pe3ybTaTaM TMCTOJIOTMIEeCKO-
TO UCCJIEI0BaHUS, OblIa yCTAaHOBJIEHA MYIbTU(OKATbHAS
dopma BI'M. Takke npencrasisieT MHTEpeC TOT (HakKT,
YTO 3TOT MALUEHT UMEJT OTHOCUTEIbHYIO KOMIIEHCALIUIO
3abo0seBaHus Ha (hOHE IPOOHOTO KOPMJIEHUS Oe3 mpume-
HEHUSI MEAUKAMEHTO3HOU Teparnuu.

¥V 1 (maumeHT 31) AMarHOCTUPOBAHO SKTOMHUYECKOE
pacnoyioxxeHue (poKyca TUIIEPUHCYJIMHU3MA B IBEHAI-
HaTUNEPCTHON KulliKe. JlaHHOe HaOMIoAeHUEe He YOu-
BUTEJIbHO, YUYUTHIBAs SMOPUOTEHETUYECKYIO CBS3b MOJI-
KEJTYAOYHOU XeJle3bl C IBEHAAATUTIEPCTHON KUIIKOM.
B uenom MynbTH(hOKANTBHOE U SKTOMMYECKOE PACIOJIO-
KeHue okycoB y naureHToB ¢ BI'M BcTpeuaetcs nocra-
TOYHO penko [21, 22].

HecMoTpst Ha OTHOCUTENBHYIO PYTJIMKEMUIO Y YACTH
OOJIBHBIX Ha (POHE JIEYEHUST OKTPEOTUAOM WU IUETOTE-
panuu, BCeM MallMeHTaM ObLUIO MPOBENEHO XUPYprude-
cKoe BMelarenbeTBo. [TokazaHus K onepaTUBHOMY Jie-
YEHUIO ObLITU 00YCIOBJIEHBI BBICOKUM PUCKOM Pa3BUTUS
TUIIOTJTMKEMUU Ha (hOHEe MPOoITycKa MpuemMa MU, Taxu-
dunakcueit npy MPUMEHEHUN OKTPEOTUIA, a TAKXKE BO3-
MO>KHOCTBIO MOJTHOTO U3JIEYEHUS TIOCIIE IPOBEACHUS pe-
3exumu (okyca [23]. bonbieit yactu (25/31) neteit BbI-
TOJTHEHA Pe3eKIMs YYaCTKa aIcHOMATO3a C TPOBEICHUEM
WHTPAOIEPAMOHHON TMCTOJOTMYECKON TUAarHOCTUKU
JUTSI OTIEHKU Kpast ucceueHus (puc. 4). [IposeneHue cyo-
TOTJIBbHOW MaHKPEATIKTOMUU NalueHTaM ¢ (DOKATbHOMI
dopmoit BI'M 6bu10 CBSA3aHO C OTCYTCTBUEM BO3MOXKHO-
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CTU TIPOBENICHUST TIOJTHOM TpeIoTIepalliOHHON TMarHO-
ctuku, B yactHoct [1DT/KT ¢ "*F-JJODA Ha MOMEHT
o0cemoBaHMs.

B mogasistonieM OOJIBIIMHCTBE Cly4yaeB B MOCe-
OTepallMOHHOM TIEpUOJIe Y MAllMEHTOB COXpaHsIach
IYTJIMKeMUs Ha (pOHE OOBIYHOTO pexkruMa MUTAHUS,
y 3 meTelt mocie MpoBeAeHUsI CyOTOTaTbHOM TTaHKpea-
TOKTOMUU Pa3BUINCh UMHCYTMHOMOTPEOHBIN caxapHbIN
IabeT U 9K30KPUHHAST HETOCTATOUHOCTD ITOJKETY 10U -
HOM >kesie3bl, 2 MalreHTa HyXXIaJTUCh B YaCTOM KOpMJIe-
HUU Tocie poBeaeHus pesekiuu dokyca BI'U. YV ma-
LIMEHTA § B TOCJIEONEePALIMOHHOM NIEPUOJIE COXPAHSUTUCH
TUTIOTJIMKEMUYECKIE COCTOSIHUS B TeueHue 1 rona, 1mo-
TpeOOBaBIIIME TIPUMEHEHNST HEMTPEPBIBHOTO MTOIKOKHOTO
BBeneHuUs oktpeotuna. [Ipu nocnenyroiiem odcienoBa-
Huu B | ron 4 Mec y Hero Obl1a KOHCTaTUPOBAHA PEMUC-
cug BI' v Haurie KeTOTUYECKUX TUTIOTJIMKEMUI, UTO
MOTPeOOBAJIO YACTOTO KOPMJICHUSI U BBEIEHUSI B PALIIOH
KyKypy3HOro KpaxMaja. Y maiueHnra 13 mocie nposene-
HUSI OTIEPATUBHOTO JIeUeHUST 3a(DUKCUPOBAHBI TUTTOTIIH -
KEMUYECKUE COCTOSTHUS, UCKITIOUeHa HeaJeKBaTHasI TH-
TepceKkperns MHCYJIMHA, OTHAKO TeHE3 TUTIOTIMKeMU -
YECKUX COCTOSTHUI OcTaeTcst HesiCHbIM. B HacTosiimii
MOMEHT MalueHTy 13 peKoMeHI0BaHO KOPMJIEHUE TI0
TpeOOBAHUIO B TEUEHME THS U TIPUEM KYKYPY3HOTO Kpax-
MaJia Ha HOYb.

Ol‘pﬂﬂﬂ‘lEHHﬂ HCCIeI0OBAHNA

OCHOBHBIM OIrpaHMYCHUEM JAHHOTO NCCIICAOBAHUA
SIBJISIZIOCHh MaJIoe YMCJIO MAllMEHTOB B CBSI3U C HEBBICOKOM
pacnpoCTpaHCHHOCTLIO 3a00JIeBaHUSI.

3akAoueHue

®oxkanbHast ¢popma BI'U xapakrepusyeTcst TsoKe-
JIBIM TedeHueM 3aboJieBaHus. 3aepKKa B IOCTAHOBKE
JIMarHo3a ¥ Havyajie Teparuu y MalueHToB ¢ (hoKaTbHOM
dopmoit BI'1, o naHHBIM HCCleT0BaHUS, COCTABIISIET
npumepHo 2 Henl. [IpyuMeHeHre MeTUKaMEHTO3HOM UH-
CYJIMHOCTaTUYECKOU Tepanuu He 3 HEKTUBHO y 60Ib-
IIMHCTBA TAIIMEHTOB, 1 OCHOBHBIM METOJIOM JICUeHUSI
doxanbHOl hopmbl BI'U siBsieTcs npoBeneHue pes3ek-
1IMY yYacTKa TUIIePIPOayKIMU UHCyIuHa. [Tpu ananuse
npaHHbIX [19T ¢ *F-JIO®A cTouT npyuHUMAaTh BO BHUMAa-
HUE KaK pacueTHbIC, TaK U BU3yaIbHbIE JAHHBIE, a TAKXKE
TIOMHUTb O BO3MOXKHOCTH KTOINH, TUTAHTCKUX (DOKY-
COB M MHOXECTBeHHBIX 0uaroB. [IpumeHeHue mpenorie-
parmoHHON nuddepeHIINATBHON TMATHOCTUKHU C UC-
MOJIb30BAHUEM MOJIEKYJISIPHO-TEHETUYECKOTO aHAIU3a U
IMMOT/KT ¢ "*F-JODA no3Bo110 136€KaTh CyOTOTAb-

ORIGINAL RESEARCH ARTICLE

HOI TAaHKPEaTIKTOMUU U €€ MOCeCTBU Y MalUEHTOB C
doxkanbHoOl popmoit BI'U. B TeueHure nocnenHux 2 get
JIETU C JAHHOW MaTOJIOTUEN HAYAIU MOJIydaTh MOJTHBIA
UK iedeHus B Hatelt ctpade (PI'BY «HMMULI sHmo-
kpuHosorum», ®I'BY «<HMMUIIL nm. B. A. AnmazoBa»).
AKTyalbHbIMU TTPOOJIEMaMU B TAHHOM 00J1aCTH OCTAIOT-
Cs COKpallleHUE Mepruoaa MepCUCTUPYIOIEH TUTTOTIINKE-
MMWH 3a CUET CBOEBPEMEHHON nuarHoctnku BI'U, onpe-
nesieHre (HakTopoB PUCKA U MPOGMUIAKTAKA OCTIOXHEHUI
3ab0JeBaHuUs, pa3paboTKa JOCTYITHBIX METONOB nudde-
PEHUUATIBHON TUAarHOCTUKU C BO3MOXHOCTBIO OIpesie-
JIEHUS] OOBEKTUBHBIX MAPAMETPOB.

AonoAHuTeAbHas uHgopmaums

I[OHOJIHI/ITEJILHI)IG MaTepHuaJibl K CTaThe

Puc. 3. Pesyapratel IIDT/KT c¢ F-IO®PA y naunenros
¢ pa3muHbIMu Mopdosorndeckuvu popmavu BI'A.

a — muddysHas dpopma BI'U. 3axsar '*F-JJODA pas-
HoMmepeH; 6 — okanbHas opma BI'U. Busyanusupy-
eTcsl ovar HaKoIUIeHUsl pagrodapMipenapara; B — 9K-
TonunyecKast Jjokanusaius dhokaibHoi hopmbl BI'U.
QOuar HaKOTUIEHUST palMON30TOTIa BU3YAIN3UPYETCS B
00JTacTH IBEHAMIATUTICPCTHOM KUTIIKY.

Jloctynen Ha uBeTHO# BKJIeiike u B ceTu IHTepHeT:
https://doi.org/10.14341/probl10317-4766

Puc. 4. TucTojornyeckoe uccie0BaHNe TKAHH MOKe-

.
JIyIOYHO¥ XKeJie3bl y nanueHTa ¢ gokanbHoii popmoii 'EE 54
BI'A.

a — (hokyc runepcexpeLiii MHCYJIMHA, MeTara3ust O]

OCTPOBKOB (OKpacKka reMaTOKCHJIMHOM 1 03UHOM,
x20); 6 — BbIpa)K€HHas 9KCIPECCUsI MHCYIMHA B (hOKy-
ce MpU MPOBEACHUN UMMYHHOTUCTOXUMUM; B — TKaHb
TMOIKEJTYI0YHOM Kesie3bl BHE (hoKyca TurepceKpenu
MHCYTMHA (OKpacKa reMaTOKCUJIMHOM U 903MHOM,
x200); T — HU3Kasl SKCIpeccusi MHCYJIMHA BHe (hokyca
NP TIPOBEJIEHUU UMMYHHOTMCTOXUMUU.

JlocTyneH Ha BETHOIi BKJIelike U B ceTd HTepHeT:
https://doi.org/10.14341/probl10317-4767

Hcrounuk unancuposanus. MoJeKyJIsipHO-IeHETUUECKOE UCCIIe10Ba-
Hust v [1DT/KT ¢ $F-JIOMA BbimioiHeHO Tipy (DUHAHCOBO# TIOIIEPK-
ke oHa momiepkku 1 pazputus rantporu «KAD».

KongmkT uHTepecoB. ABTOPHI ICKJIAPUPYIOT OTCYTCTBUE SIBHBIX U IO~
TEHILIMATbHBIX KOHGMIMKTOB MHTEPECOB, CBSI3AHHBIX C MyOIMKALIUe
HACTOSILLEI CTaTbU.

Yuactue aBropoB: M.A. MenuksiH, [I.H. I'y6aesa, N.JI. HukutuHa,
X. KpucreceH — nuarHoctrka 3a00JieBaHUS, BeeHUE MallMeHTOB,
non6op tepanuu; [1.B. Peikkosa, M. /1. [Toitna — nposenenue [19T/
KT ¢ "F-JJO®A u ouenka pesynbratoB; B.I'. baupos, A.A. Cyxol-
kas, F0.10. CokoioB, A.M. EdhpeMeHKOB — TIpoBeIcHHUE OTepaTUuBHO-
ro jeyeHus; JI.b. MutpodaHoBa — rucTosiornyeckoe uccieaoBaHue ¢
orpeaeneHrueM hopMbl BpoxkaeHHoro ruriepuHeyanHusma; 1.H. Ty-
0aeBa, M.A. MenuksH, 11.B. Peikkosa, N.JI. HukutuHa — co6op u
aHaJIu3 TIOJYYEeHHBIX JaHHBIX, HAlTMCaHWe cTaTbu; M.A. MeJuKsIH,
J1.B. PeixxkoBa, U.JI. Hukutuna, X. KpucreceH — peqakrupoBaHue.
Bce aBTOpbl BHEC/IM 3HAUMMBIIA BKJIaJ B MIPOBEACHUE UCCIIEI0BAHUS
U MIOJIFOTOBKY CTaThU, MPOYIU U 0100pun hUHAIBHYIO BEPCUIO CTa-
ThU Tepel MyoJInKaluei.
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|
K crarbe /. H. I'yv6aeeoii u coaem. «Knunuueckue, reHeTHIECKHE U PATMOHYKIH/IHbIE
XapaKTepUCTUKH NAUUEHTOB ¢ (PoKaTbHOI (DOPMOIi BPOKIEHHOTO TUNEPUHCYTHHI3MA»

Puc. 3. Pe3yabtatbl MIT/KT ¢ 18F-AO®MA y nauneHToB ¢ pa3anyHbimu mopororndeckumu popmamu Br.
a — nuddysHas hopma BI'U. 3axsat 18F-JJODA pasHoMepeH; 6 — dokanbHas hopma BIU. Busyanusupyercst ouar HakoruieHus paarodapmiipenapara; B — 9K-
Tonuyeckas Jokanuzauus poxkanbHoit popmel BIM. Ouar HakoruieHus painon30Torna BU3yaln3upyercst B 00,1aCTH ABEHALATUIIEPCTHOM KUILIKHU.



|
K crarbe /. H. I'yv6aeeoii u coaem. «Knunuueckue, reHeTHIECKHE U PATMOHYKIH/IHbIE
XapaKTepUCTUKH NAUUEHTOB ¢ (PoKaTbHOI (DOPMOIi BPOKIEHHOTO TUNEPUHCYTHHI3MA»
(oxonuaHue)

Puc. 4. Tnctonornyeckoe MCCA€AOBaHME TKaHN MOAXKEAYAOUHO XKeAe3bl y naumeHTa ¢ hokarbHoi hopmoii BIU.

a — (hOKYC runepceKpeLin MHCYIMHA, MeTaruia3usi OCTPOBKOB (OKpacKa reMaTOKCUIMHOM M 303UHOM, 1X20); 6 — BbIpaskeHHast 9KCIIPeccusi MHCYJIMHa B (hoKyce
MPpU NPOBEICHUN UMMYHHOTMCTOXMMKMM;, B — TKaHb MOIKEIYI0YHOI KeJie3bl BHe (hOKyca TMIepCeKpelinu MHCYIMHA (OKpacKa reMaTOKCUJIMHOM U 303MHOM,
1%200); r — HU3Kas SKCIIPECCUst MHCYJIMHA BHe (DOKyca Mpu MPOBEeACHUM UMMYHHOTUCTOXUMUU.
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