ISSN 2221-2582 Children’s medicine of the North-West
2023 /T.11 Ne3

YK 616-039.42+616.831-009.12+616-079.4
DOI: 10.56871/CmN-W.2023.73.94.011

CUHOPOM ANKAPAU-TYTbEPA Y MALUMEHTA
C AETCKUM LIEEPEBPAJIbHbIM NAPAJTIUHOM

© AnuHa bynatoBHa AimeTanHOBa, AHHa HUKnTHMYHa 3aBbAnoBa,
MwuneHa HukonaeBHa ikoBneBa, Onbra BuktopoBHa Jlilo6nmoBa

CaHKT-lMeTepbyprckuin rocyaapcTBEHHbIV NeANATPUYECKN MEAULIMHCKII YHBepcuTeT. 194100, r. CankT-MeTepbypr, yn. inToBcKas, 2

KoHTaKTHasa nHpopmaumsa:

AHHa HMKnTrYHa 3aBbANOBa — K.M.H., JOLEHT KapeApbl NponeaeBTUKN AeTCKUX 60ne3Hel C Kypcom obLero yxona 3a fleTbMu,
JoueHT Kadeapbl 06LWelt MeAULNHCKOW NpakTuKm, Bpay-guetonor Knuuuku CMN6rrMy. E-mail: anzavjalova@mail.ru

ORCID ID: 0000-0002-9532-9698 SPIN: 3817-8267

Ana yumupoeaHnus: AiimetanHoBsa A.b., 3aBbanoBa A.H., ikoBnesa M.H., Jllo6bumosa O.B. CnHapom Aiikapan-TyTbepa y nauueHTta
C AeTckum LepebpanbHbiM napanuyom // Children’s medicine of the North-West. 2023.T. 11. N2 3. C. 131-138. DOI: https://doi.org/10.56871/
CmN-W.2023.73.94.011

Mocrynuna: 15.06.2023 Opo6peHa: 17.08.2023 MpuHAaTa K neyaTn: 12.09.2023

Pe3tome. Pefikvie HacneacTBeHHble 3a60fieBaHNA U UX CUMNTOMATUKa ABMAIOTCA HEOObIYHBbIMU ANA Bpayen,
0C0beHHO ecnn 3ab0JieBaHNE reTEPOreHHO, 1 3TO NPEACTABIAET CEPbE3HY0 MeAULMHCKYIO npobnemy. B mupe
cywecTtByeT okono 7000 pa3nnyHbIX peakux 3aboneBaHun, n3 H1UX 80% — reHeTUYecKn AeTepPMUHUPOBAHDI.
MosBnseTcs Bce 60siblle BHOBb OOHaPY>KeHHbIX OpdaHHbIX 6onesHen. MprnbnnsntenbHo 50% NaLyeHToB, CTpa-
JaoLWmnx pegkumm 3abonieBaHMAMM, — 3TO AeTu, YTO 0OyCNOBMBAET BaXXHOCTb 13YUYeHUA AaHHbIX 6one3Heln B
negmaTpuyeckon Hayke. Ha npymepe KINMHNYEeCKOro ciiyvyas pacCMOTPEHbI NPOABAEHUA CMHAPOMa AKapan—
l'yTbepa y pebeHka 17 neT, rocnutan3MpoBaHHOro B KNMHUKY CI6ITIMY ¢ ocHOBHbIM AnarHo3om: HebpoTurye-
CKUI cHAPOM Npu Anddy3HOM MembpaHO3HOM riomepysioHeppute. OTpaxkKeHbl OCHOBHbIE AaHHble aHaMHe3a
N KNuMHUKo-nabopaTtopHoro obcnepoBaHus. MNpefcTaBneHo onucaHue myTauui, NPUBOAALLMX K BO3SHUKHOBE-
HUO cuHApoMa Ankapau-TyTbepa, a Takke Gpopmbl JaHHOTO 3aboneBaHuA. Ocoboe BHUMaHUE OTBeAeHO And-
depeHUmanbHoM fMarHocTrke cuHapoma Ankapam-lyTbepa ¢ Apyrumim KIVHNYECKU CXOXKUMM HO30M10rYeCKu-
M1 hopMamm.

Knioueavie cnosa: pedkue (opghaHHeie) 3a6onesaHus; cuHopom Alikapou—lymeepa; AGS; demul.
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Abstract. Rare genetic diseases and their symptoms are unusual for doctors, especially if the disease is
heterogeneous, and this poses a serious medical problem. There are about 7000 different rare diseases in the
world, 80% of them are genetically determined, and more and more newly discovered ones are appearing.
Approximately 50% of patients suffering from rare diseases are children, which determines the importance of
studying these diseases in pediatric science. On the example of a clinical case, the manifestations of the Aicardi-
Goutieres syndrome in a 17-year-old child admitted to the St. Petersburg State Pediatric Medical University clinic
with the main diagnosis: nephrotic syndrome with diffuse membranous glomerulonephritis are considered.
The main data of history and clinical and laboratory examination are reflected. The description of mutations
leading to the emergence of Aicardi-Goutieres syndrome, as well as the forms of this disease, is presented.
Special attention is paid to the differential diagnosis of Aicardi-Goutieres syndrome with other clinically similar
nosological forms.

Key words: rare (orphan) diseases; Aicardi-Goutieres syndrome; AGS; children.
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BBEOEHUE

Penkune 6one3Hn cpaBHUTENbHO HeAaBHO Hauyanu
npuenekatb BHUMaHue Bpayen. 13 7000 Ho3onornye-
ckmx popm 80% penknx 3aboneBaHnil ABNAIOTCA reHe-
TUYECKN feTepMUHUPOBaHHbIMK, a 50% cTpagatoLmx
LaHHbIMY 3a6051eBaHNAMN — MALMEHTbI IeTCKOro BO3-
pacta [1]. Okono 30% peTel ¢ pegKknmn 3aboneBaHms-
MW He foXuneatoT ao 5 net [10].

Ecnn 6onesHb nmeeT pacnpocTpaHeHHoCTb 10 cy-
yaeB Ha 100 TbIC. HaceneHuUsa — OHa OTHOCUTCA K Op-
¢daHHbIM 6onesHsaM. Bce opdaHHble 6onesHu nmelT
XPOHNYECKOEe MOKU3HEHHOEe TeyeHue K 4YacTo npo-
rpeccupytowmin xapaktep [6]. 3a 2018-2020 rr. npo-
N300 yBeNMYeHne obLero KonmyectBa 6GOMbHbIX
3a CUeT NpaKTUYeCKn BCex Ho3o0rnyecknx Gopm op-
daHHbIX 60ne3Helt [13, 14]. Mo cpaBHeHuio ¢ 2019 T. B
2021 r. 6logkeT Ha opdaHHble 3aboneBaHns B CaHKT-
MNeTepbypre yBenuuunca. KonmyectBo nauueHTOB C
OTAENbHON Ho30M0rnyeckon Gopmort — ngmonaTmye-
CKOW TpOMbBOLIMTONEHNYECKON Nyprnypo, Bbille cpes-
Hero B 2 pa3a [13]. BBugy HeyKnoHHOro pocta pefKumx
BPOXJEHHbIX NaToNOrnin Heobxoammo obecneunTs 3a-
WMTY AeTel OT TAXKENbIX NOCNeACTBUN Takux 6onesHen.

B Poccuinckoin Qepepauunn paspaboTaHbl HOpMa-
TUBHO-MPaBOBble aKTbl, pernameHTMpyloLlmne okasa-
HMe MOMOLLM MauneHTaMm, CTPaAaLWMM pejKnmMn 3a-
6onesaHuAmHK [9]. B uacTtHocTu, B yKase [Mpe3ngeHTa
Poccunckon ®epepauymm ot 1 uioHa 2012 r. Ne 761
«O HaumoHanbHOM CTpaTerun AeNCTBUN B NHTepecax
getenn Ha 2012-2017 ropbl» NOAQYEPKUBAETCA Ba)-
HOCTb co3faHuA defepanbHOro perucrtpa geTten c
pefkumun 3aboneBaHNAMUN U OpraHM3aunn agpecHoro
bUHAHCMPOBaHUA TaKMX AeTel 3a CYET OIoAPKETHbIX ac-
CUTHOBaHUN defepanbHOro 6roKeTa CorfnacHoO SToMy
peruncTpy [8]. CyliecTByeT TakKe BeJOMCTBEHHas Npo-
rpamma «CoBepLUeHCTBOBaHME CUCTEMbI OpraHu3aLum
MeAULNHCKOW NMOMOLLM U NTeKapCTBEHHOTO obecneye-
HUs rpaXk[aH, CTpagaoLwmx 3aboneBaHUsIMM, BKITIOYEH-
HbIMUM B MepeYeHb »KMN3HEYrPOoXKatoLMX U XPOHNYECKMX
3aboneBaHuWin», MoKasaTeNAMU KOTOpPOW B pasgene
«nepuaTpuA» ABNAITCA: CHUXKEHE CMEPTHOCTM U WH-
BaNMAQHOCTY geten Ao 18 neT, cTpajalowmx JaHHbIMU
3a60/1€BaHVAMY, YBENIMYEHNE MPOLOIHKUTENIbHOCTU 1
ynyuylleHne KauyecTBa UX XnU3Hu. BaxxHbiMm OKyMmeHTOM
asnaetca MNopyueHue MpesnpeHTta Poccuiickon Mepe-
pauun B.B. MyTnHa ot 16 anBapa 2014 r. N2 [1p-78 «O
KOHLIeNuMn oKasaHnA paHHel NOMOLM AETAM C reHe-
TUYECKMMUN OTKITOHEHUAMM» [12].

Penkune 3aboneBaHna xapaKTepusylTca Hecneuu-
duryeckon cMMnTOMaTUKOW, MaHudecTaumen npu-
3HAKOB B Pa3HbIX BO3PaCTHbIX Nepuopax, nporpeccu-
PYIOLWUM XapaKTepoM, a TaKkKe TpebyloT TwaTenbHom
anddepeHUManbHON  ANArHOCTMKNA € KIUHUYECKN
CXOXMMM natonornamu. 3t dakTopbl obycnosnvBa-
0T 3aTpyAHEeHVe NOCTaHOBKM AMArHo3a 1 MOryT npu-
BECTU K HECBOEBPEMEHHOMY OKa3aHMI0 MeauLMHCKOMN
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nomow. Bonpocbl nekapcTBeHHOro obecneyeHus
nauueHToB, cTpagallmx opdaHHbIMK 3abosieBaHU-
AMW, OYEeHb CJIOXHbl U3-3a BbICOKOW CTOMMOCTU He-
o6xoAMON Tepanumn 1 orpaHNYeHHOCTI BIOXKETHbIX
cpencTB. OTCyTCTBME HEOOXOAUMOW Tepannn NpuUBo-
OUT K COKPALLEHMIO MPOLOKNTENIbHOCTM XN3HW Na-
LMEHTOB, a B page cnyyaeB — K cmepTu [11]. CnoxHasA
[MarHoCT1Ka, OTCYTCTBME efMHON KOMMNEKCHOW CTpa-
TErMM oKazaHWA MeAULUHCKON NMOMOLM NauueHTam C
op¢daHHbIMK 3a060NIeBAHUAMMU, TAXKENbIE NMOCNEACTBUSA
3aboneBaHnin 6e3 CBOEBPEMEHHOTrO fleueHns onpeae-
NAT aKTyaNnbHOCTb M3yYeHUs pelKkux 3abonesaHuin B
HacTosLee BpemMA. PelleHnem gaHHon npobnembl Mo-
XKET CNYXXWTb HEeOHaTasIbHbIA CKPVMHMHT Ha op¢daHHble
3aboneBaHuA.

C uenbto UNNOCTPALIMY 3HAYNMOCTU U3YYEHNA pea-
Kux 3aboneBaHuin npepcTaBnsaem ciyyal cH{poma
Aikappun-Tytbepa (kopg no MKB-10 G31.8), KoTopblIi
OTHOCUTCA K OpdpaHHbIM 3a60/1€BaHMAM Ha OCHOBAHUN
MepeuHsa opdaHHbIX 3ab6oneBaHun MnH3gpasa Poccun
[7]1y pebeHka Bo3pacTa 17 ner.

KNUHNYECKUI CNYYAT

C uenbio 0b6cnefoBaHVA U ONpeaeneHnsa TakTUKY
JanbHenwero BefeHWs B MIaHOBOM Mopsgke B OT-
aeneHvie KnuHukKK CM6IMMY 6bin rocnutannsnpoBaH
OHOLIA C MepuoamnYecKkon NpoTenHypuern B TeuyeHne
10 net (c 2013 r.). [Mpy noCcTynneHnn yCTaHOBMAN Npea-
BAPUTENbHbIN ANATHO3: HeGPOTUYECKUA CUHLPOM MpK
anddy3HOM MeMbpaHO3HOM riomepynoHedpuTe.

PebeHok-unBanug (LM, cnactnyeckaa gunnerus,
crmbaTenbHble KOHTPAKTYpbl B KONEHHbIX CycTaBax),
COCTOMT Ha AUCMAHCEPHOM yyeTe y HeBporsora B CBA-
31 € cmHagpomom Ankappaun-lyTbepa, KOTOpbI Hacsne-
ZyeTca Nno ayTOCOMHO-AOMVHAHTHOMY Tuny. Y pebeH-
Ka cnacTMyeckuin TeTpanapes C NperMyLiecTBEeHHbIM
NMOPa’KeHNEM HUWKHUX KOHEYHOCTEN, TMnepKUHeTU-
YeCKUN CUHAPOM, KOTHUTMBHbIE PACCTPONCTBA, MCU-
XOBEreTaTuBHbIA CUHAPOM C LepebpoBaCKyNAPHbIMA
HapyleHnAMU, MUTrpeHenofobHble ronoBHble 6onu.
B kauecTBe Tepanuu runepKkMHETMYECKOro cuHapoma
noslyyaeT MMOpPEeNaKCaHT LLeHTpanbHOro AencTeuaA (Tu-
3aHVMAVH unn cuppanya). Optonenom Obin ArarHoOCTU-
poBaH KUPOCKOSMO3, KOHTPAKTYPbl CYCTaBOB HUMKHMX
KOHeuHocTel, BanbrycHasa aedopmauma neBol cTonbl,
KaBo-BanbrycHasa gedopmauma npasoi, fedpopmauus
nepBbIX NanbLeB KUCTEN KU CTOM, POTaLMOHHOE CMe-
weHve C,. B cBA3M C AMArHOCTMPOBAHHbBIM 3HOOKPU-
HONIOroM CYOKJIMHUYECKNM FMNOTUPEO30M MosiyyaeT
L-TupokcuH. CTpapaet Muonuen, acTUrmMaTu3mMoM,
HOCOBbIMUW KPOBOTeUYeHMAMU. Y MauneHTa BTOpUYHaA
apTepuanbHasa rMnepTeH3ns 2-i cTeneHu, Npu guHa-
MUYECKOM HabnogeHN 0TMeYaloTcs SNM304bl NOBbI-
weHna pasneHna go 170/90 mm pT.cT. XpOHUYECKNIA
ToH3UNNUT. [eTckne mHbekuum oTpuuaet, Tybepky-
Ne3HbIl aHaMHe3 OTpuLaTeNIbHbIN, TPAaBMbl OTPULLAET.

PRACTICAL NOTES
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M3 aHamHe3a, cobpaHHOro co cnos 6abyLwku 1 no
npeacTaBleHHON MeAULMHCKON AOKYMeHTauuu, u3-
BECTHO: Y MaTepun pebeHKa C 4 neT cnacTmyeckuin na-
panapes, MHTenneKkTyasbHO COXpaHHa, y otua AUI.
PebeHOK OT NepBoil 6epeMeHHOCTH, NEPBbIX CPOYHbBIX
POAOB NyTEM KecapeBa CeUYEHMs, Macca Tesla Npu PoXK-
aeHun 2450 r, pocT 47 Cm, N3 pOAUNbHOrO flOMA Bbl-
nncaH Ha 7-e CYTKW, BCKapMAMBaHMe NCKYCCTBEHHOE.
B nepBble AHW XXN3HW OTMEYEHbI TMMePKUHE3bI B HUX-
HUX KOHEYHOCTAX, nonsan ¢ 8 mec, cugen ¢ 8-9 mec,
xoAuTb Havan ¢ 1 r 2 mec. B Bo3pacte 1 r4 mec npo-
ABUANCL GebpusibHblE KNOHUKO-TOHUYECKUe Cypo-
poru, 6bIIM KynupoBaHbl camocToAaTenbHo. C 3Toro
MOMEHTa OTMeYeHO ObICTpoe nporpeccrpoBaHme
CNacTUYHOCTY HUXKHUX KOHeUYHocTel, dopmrpoBaHme
napanapesa, perpecc HeBPONOrnYecknx HaBbIKOB.
OBaxpabl noBTopAnuck bebpunbHble cygoporu, nocne
KOTOpPbIX Npoun3oLna yTpata HapaboTaHHbIX HaBblKOB.
HanbHenwunn Temn passutuA: € 2,5 neT nepesopayn-
BaeTcA, nonsaet ¢ 3 neT, cnaut ¢ 4 neT, XoAuT C nopg-
aepkkon c 4 net. C 2010 r. B aHanu3ax KPOBU NOCTOAH-
Ho BblcoKue undpbl COD. B 2013 r. BnepBble BblsiBIEHA
npotenHypua. B 2014 r. npoxoamn onepaTnsBHoe ne-
yeHune B HWOOW nm. TypHepa — TeHOMnoTOMUA Npu-
BOAALMX MbIWWL C OTCEYEHNEM CYXOXKWUbHOW 4YacTu
m. iliopsoas, ynnuHeHne crnbaTenen roneHu c ABYxX cTo-
poH. ApTpoAes TapaHHO-NaAbeBUAHOroO CycTaBa crnpa-
Ba. B cBA3M C nosABneHvem nuxopaaku, NpoTenHypuu,
nosbiweHnem COD nepeBefeH B NpodubHOE oTaese-
Hue CIM6ITIMY. Ha Y3/ 6bino BbiABNEHO pacwnpeHne
NOXaHKM MNOYKM creBa, 6e3 Npu3HaKkoB My3blpHO-MoYe-
TOYHMKOBOrO pediiokca. BoiaBneHa npoTenHypma 6e3
HapylweHna GyHKUMM noyek. B pganbHelwem coxpa-
HANocb nosblweHne COSD, NpoTeMHypusa B aHanusax
MOUM MOCTOAHHO, MaKCMManbHO fo 5r/cyt. B 2017 r.
BbiNosiHeHo MPT ronoBHOro Mo3ra — HMU3Koe CToAHNe
MUHAANH Mmo3Keuka. Npun KoHTpone MPT ronosHoro
Mo3ra B 2021 r. BbiiBNeHbl KalbLMHATbl pasMepoMm [0
5 MM B npoeKuun 6asanbHbIX agep B BelecTse o6enx
No6HbIX gonein. OnpenensoTca pacliMpPeHHble nepu-
BaCKyNsApHble NMPOCTPaAHCTBa B MPoeKunmn H6asanbHbiX
anep. Mo pesynbTatam reHeTUYECKOro UCCiefoBaHmA
Ha GJIOK «HelpopereHepaTnBHble 3a00eBaHNUsA» Bbl-
ABNEH BapuaHT C HEU3BECTHbIM KIMHUYECKNM 3Haue-
Huem c.2636A>G reH IFIH1 B reTepo3nroTHom cocTos-
HUW. Y MaTepu pebeHKa BbIAABNIEH TOT XKe reHeTUYeCKuni
BapuaHT B reTepPO3UrOTHOM COCTOAHUK. PebeHokK
MPOKOHCY/IbTMPOBAH FeHeTUKOM: Oblna UCKNYeHa
6onesHb LUtptomnens, a Takke cuHgpom CUHIATOHa-
MepTeHa 1-ro TmMna, acCoLUMNPOBAHHbBIN C MyTaLMAMN
B JAHHOM reHe, HO KNMHMNYeCcKan KapTUHa He COOTBeT-
CTBOBana fJaHHoMy 3aboneBaHuto. C yyeTom reHeTnve-
CKOrO BapuaHTa, AHHbIX KNUHNYECKON KapTuHbl, MPT
rOSIOBHOrO MO3ra [aHHbIA Ciyyal MOXKEeT COOTBeT-
CTBOBaTb AMarHo3y «CcMHApom Akapan-lyTtbepa 7-ro
THMa», NOBbILWEHNA A-UHTEPPEPOHA He BbIABIIEHO.
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O6wvekmugHblli cmamyc. CoctoAaHMe no 3abone-
BaHUIO CpefHelN TAXKeCTW 3a CYeT HEeBPOJIOrMYeCcKmx
nposasneHun AOUM. KoHTakTeH, Ha BOMPOCbHl OTBEeYaeT.
CamouyBcTBMe yaoBneTBopuTenbHoe. BblHyxaeHHOe
NONOXeHne B KPOBaTW, CAMOCTOATENIbHO CafUTCA, No-
BOpauvBaeT cebs B KpOBaTK C ONOPON Ha pyku. Kanob
Ha MOMEHT OCMOTpa HeT. KoXHble NMOKPOBbI YNCTbIE,
06bIYHON OKpPACKKU, NHPEKUNOHHOWM cbinn HeT. Mepu-
bepuryeckmne oTekn oTCyTCTBYIOT. Buanmble cnnsncrolie
0605104k yncTble. Meprudepuyeckne NMUMPoy3snbl He
yBennYeHbl. 3eB He rnunepemmpoBaH. HocoBoe fapbixa-
Hue cBoboAHOe. [lbixaHne Be3nKynAapHoe, NPOBOANTCA
no BCeM MoNAM, NaToNornyeckmne gbixaTenbHble WyMbl,
Xpunbl oTcyTCTBYIOT. [ynbCc Ha nepudepunyecknx ap-
TepUAX YAOBNETBOPUTENbHbLIA MO BCEM XapaKTepwu-
cTkaM. TOHbI cepaua ACHble, PUTMUYHbIE, 3BYUYHbIE,
BbICNTYLUMBAIOTCA Haj BCEW MNOBEPXHOCTbIO CepAaua,
COOTHOLLEHNE TOHOB MpPaBWIbHOE, AOMONHUTENbHbIE
MbILIEeYHble TOHblI OTCYTCTBYIOT, pacllensieHna 1 pas-
[IBOEHVA TOHOB BO 2-11 11 B 3-11 TOUKE ayCKySibTaLnn HeT,
3KCTpaKapAmnanbHble LWYMbl He BblCNyLNBAOTCA. TeM-
nepatypa — 36,6 ‘C. YCC — 80 ya./mvH. ApTepuasb-
Hoe pgaBneHne — 130/90 mm pT.cT. KNBOT Npu Nanbna-
L1 paBHOMEPHO NPVHMMAET yyacTre B aKTe AblXaHus,
MArkni, 6e3605e3HeHHbIN BO BCcex oTaenax. [paHuubl
neyeHn B Hopme. CeneseHKa He nanbnmpyeTcsa.

MNokonaunBaHue MO NOACHULUE OTpuUATEeNbHO C
06enx CTopoH. MouencnyckaHne cBobopgHoe, 6e3-
60N1Ie3HEHHOE, ANYPETUYECKUX ABMIEHUNA HeT. [lnypes
JocTaTouHbIn. CTyn perynapHbii, obopmieHHbiin. Cy-
CTaBHOW CTaTyC: BCe CyCTaBbl He ropAaYne, Haj CycTaBa-
MU MepBbIX NanbLeB Y NACTHO-danaHroBbIx CyCcTaBOB
BTOPbIX ManbLeB 06enx pyK ManbAvMpyloTcsa MArkue
y3€enKy, 06bem ABVXKEHMWI B CYCTaBax HE OrPaHUYEH.
HV>XHMEe KOHEeUYHOCTW B BblHYXOEHHOM MONOXEeHUU,
KONeHHble CyCTaBbl BbIMPAMIEHbI, FONEHOCTOMNHbIE CY-
CTaBbl B MONOXEHMW NOAOLWBEHHOIO CrubaHums.

OueHeHo ¢uM3mMyeckoe pas3BuUTME MaLMeHTa C yye-
TOM [ABMraTeNIbHOM aKTUBHOCTW 1 AUarHOCTUPOBAHHO-
ro QLM GMFCS lll, a Tak’ke KOMNOHEHTHbI COCTaB Tena
meTooM bronmnenaHcomeTpuu (puc. 1).

CyyeTom cemenHOro aHamHe3sa, KNMHNYeCKon Kap-
TWHbI, AaHHbIX MPT, reHetnmuyeckoro wuccrnefoBaHusA
nauueHTy 6bl1a Ha3HayeHa KoarynorpaMmma C Bosya-
HOYHbBIM aHTUKOAryNAHTOM C LieNblo UCKNIOYEHNA MO-
HOreHHbIX BapWUaHTOB CUCTEMHOW KPAaCHOWN BOMYaHKM.

Mo utoram obcnenoBaHNA NauvieHTa Bpavyom-gme-
TOJIOrOM BbIfiB/leHa 6efIKoBO-3HepreTnyeckas Hepo-
CTAaTOYHOCTb NErkon CTeMeHn Ha KOppeKuum CMecblo
(+500 kkan). Ha npotaxeHun 6 net pebeHOK nony-
yan gotauun cmecbio MogyneH IBD B o6beme 500 mn
Apo6HO B feHb. Macca Tena 39,4 kr, pocT 155 cm (pac-
CYETHbIM MeTooM Mo ronenn), UMT=16,40, uTo HUXKe
HOPMarsnbHOro.

AHTUTena K BUPYCY repneca, LMTOMeranoBumpycy,
BMpYcy dnwTeiHa-bapp He obHapyeHbl. IgE 06w

3AMETKU U3 NMPAKTUKN
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4 (xr) 7,50 5,97 -1,53 -20,43
SR (%) 17 15
BXM (xr) 37,01 83,15 33,43 84,85 -3,58 -9,67
ARM (xr) 24,55 22,52 -2,03 -8,29
$AKM ($) 55 57
OB (31) 27,39 61,53 24,47 62,11 -2,91 -10,64
00X (1) 22,51 21,60 -0, 90 -4,02
OBrnex.X. (i) 7,50 6,82 -0,68 -9,09
OBayx.X. (i) 15,00 14,78 -0,22 -1,49
00 (xxai) 1481 12867 -215 -14,50

Puc. 1. [aHHble KOMMNOHEHTHOrO COCTaBa Tena

nosbilweH. AHTUPochonunuable aHTUTENa He 0OHapy-
eHbl. MoBbIWeHNA YPOBHA a-MHTEPdEPOHA He BbiAB-
neHo. [lnHamunka nokasartenein nabopaTtopHoro obcrne-
[OBaHMWA NayMeHTa NpeacTaBieHa B Tabnuue 1.

OBCYXAEHUE

CnHgpom Ankapgu-TyTbepa — pepgkoe reHetu-
yeckoe 3abonesaHue. B mupe onucaHo okono 400
cnyyaeB cvHpoma. B nutepatype ynommHatooTca pas-
NINYHble Ha3BaHMA 3aboneBaHuA: cMHAPOM AWnKap-
an-TyTtbep(a), Akapau-TyTbepec(a), dkapaun-TyTbep.
B cratbe npuBognTca Ha3BaHue Alkapau-TyTbepa.
CnHgpom Ankapgn-Tytbepa (AGS) — 370 reHeTtu-
YeCcKn [eTepMUHMPOBAHHaA UHTepdepoHonaTusa,
MOHOreHHas BOCMaNuTeNbHAA 3SHUedanonatus, Bbl-
3blBaemMad MyTauusMu B N06OM M3 [OeBATU TFeHOB
(TREX1, RNASEH2A/B/C, SAMHD1, ADAR1, IFIH1, LSM11
n RNU7-1), kognpytowmx 6enku, yyactayolme B MeTa-
60n13Me 1 OOHapYXeHUN HYKNEeNHOBbIX KMcoT [15].
3aboneBaHue xapaKktepusyeTcs HecneuuduyHbIMur
KINUHNYECKUMU NPOoABAeHnAMN. BonbWNHCTBO Nauyu-
€HTOB, CTpajawwwmx cuHgpomom Ainkapan-TyTtbepa,
MMEIOT HEBPOJIOrMYECKME HApYLLUEHNA Pa3INYHON CTe-

MeHun: OT CnacTMYeCcKoro napanapesa c OTHOCUTENbHO
COXPaHEHHbIMWN KOTHUTUBHbIMU OYHKLMAMK JO Te-
Tpanapesa u TAXKeNoW YMCTBEHHOW oTcTanoctu [2]. Y
75% navuneHTOB pa3BMBaeTCA ANUNENCKA, B MONOBUHE
c/lyyaeB pe3nCTEHTHaA K Tepanuu ¢ npeobnagaHvem
TOHUKO-KNOHMYecKnx cygopor [4]. HTepdepoHona-
TWUA CBA3aHa C paHHEeN HeBPONOrmyeckom NMHBaNUZK-
3aument U CUCTEMHbIM BOCManeHnem. YUnTbiBas, 4To
Kaxkabln nogtn AGS nmeeT obLime XxapaKTepuctuky,
BO3HUKAIOT C/lyyan PasfMYHON TAXKECTU TeyeHuA U
nocnegyowmx ocnoxHeHnn. OgHako He3aBUCUMO OT
KOHKpEeTHOro BapuraHTa Bce $opmbl CMHAPOMa MPUBO-
[AT K NOBbILEHWNIO0 YPOBHA a-UHTepdepoHa [16]. 13-3a
3TON HEOAHOPOOHOCTM BaXHO MOJTHOCTbIO OXapaKTe-
pr30BaTb TpaekTopuio pa3BuTua cuHapoma [3]. op-
Mbl C Ha4yasiom 3abofneBaHNA B HeOHaTaJIbHOM Mepuro-
[le NpoTeKaloT KNNHNYecKn 6onee Taxeno, Yem Gpopmsl
c febl0TOM Noce NepBbiX MecALEB XN3HU pebeHKa, 1
CBA3aHbI C BbICOKOWN CMepTHOCTbIO (A0 34% Ha NnepBOM
rogy *usHu). Ecnu pe6ioT 3abonesaHus npowusowlen
nocne nepsbIX MecALEB KMU3HU pebeHKa, Takme nauu-
€HTbl OTNnYalTcA Oosnblie NPOAOCIKUTENBHOCTbIO
XKN3HW 1 TYYLLUM MHTENNEeKTYyanbHbIM NOTEHLMANoM, a
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Ta6nuua 1. luHaMnKa noKasaTeneii nabopaTopHOro o6cnefoBaHNsA NaLmeHTa

Table 1. Indicators of laboratory observation of the patient

PedepeHTHbIi [JaTbl NpoBefjeHNA nccnefoBaHnA
MapameTp / Parameter WHTepBan
30.08.2022 05.09.2022 09.09.2022
JlabopaTopHble NoKa3aTenu Kposu
JlenkouunTbl, X10°/n 4-9 x10°/n 6.40 11.90
SputpouunTbl, X10'%/n 4,2-5,6x10"%/n 5,02 5,02
femorno6wH, r/n 117-166 r/n 151 149
Tpom6ounTbl, X10°/n 150-400 x10°/n 198,00 289,00
MukpoanbOymuH, Mr/n (0,0-30,0) 500
MunKpoanbbyMuH/KpeaTuHWH, Mr/n (0,00-2,50) 71,40
®ubpurHoreH (Knaycc), r/n (2,00-4,00) 5,08 3,16
BonuyaHouHbI aHTUKOArynAaHT NOATB. (0,90-1,20) 0,98
XonecTtepuH, Mmonb/n (3,60-5,18) 5,59 6,93
XonectepwuH JITHI, mmonb/n (0,00-2.60) 4,39
AnbbymuH, % (55,8-66,1) 48,4
Anbda 2, % (71-11,8) 18,3
AnbbymuH, r/n (34,80-48,10) 29,04
Anbda 2, r/n (6,10-8,40) 10,98
[nioko3a, Mmonb/n (3,33-5,55) 794 3,86
AnTucTpentonusnH-0, ME/mn (166,00-250,00) <50
MoueBas Kncnota, MMosnb/n (0,21-0,42) 0,53
IgE 06wmin (R), ME/mn (0,00-110,00) 999,95
JlabopaTopHble NoKasatenn Moun
benok, r/n 6,50 7,60
YnenbHbIn BEC, r/Mn 1,012 1,017 1,015
LiBeT CBetno-xentbin | CBETNO-KEeNTbIN CBeTNo-XenTbin
SpuTpOoLMTbI, KN/MKN 4,00 10,00 4,00
LunuHppbl rmanvHoBble, KN/MK 3,00

Takke 6osiee HU3KOM CMepTHOCTbIO (8%). Mo AaHHBIM
nuTepaTypbl, NaLuueHTbl ¢ No3gHen GopmMon ymmpatT
B TeueHue 10 neT }un3Hu [4], ogHaKO NaUMeEHT KINHUKK
CM6rmMY 6bin rocnuTanu3npoBaH B Bo3pacTe 17 net
6 mec.

Yacto 3aboneBaHve [MarHOCTUPYETCA Kak BHY-
TPUYTPOOHbIE WU NEepuUHaTanbHble BUPYCHbIE WH-
dekuun. B cnyuae, ecniv BHyTpuyTpoOHasa nHdekLma
WCKIOYeHa, HeoOXoAMMO MpPOBECTU AUArHOCTUKY
BPOX[EHHbIX reHeTnyYecknx cuHapomos [4]. CuHgpom
Ankapan-TyTbepa npoABnAeTcA nporpeccupytoLen
sHuedanonaTtuer c 1ebOTOM B paHHEM [ETCKOM BO3-
pacte, CONPOBOXAAeTCA renaTocryieHOMeranmen c
NoBbILIEeHNEeM YPOBHA TpaHcammHas, TpombouumTone-
HUen, Kanbundpukaumen 6asanbHblX raHrnmes, MMMoo-
LMTO30M, nenkogmcTpoduren, MoBbIlEHNEM YPOBHA

a-nHTepdepoHa B CMUHHOMO3rOBOWM XUAKOCTU B OT-
CYTCTBME JaHHbIX O HanMuumn BUpycHon nHdekuum [4].
Cpegv rematonornyeckmx HapyweHun npm AGS Bbl-
LensaT HEUTPOMNEHMIO, aHEMUIO U TPOMOOLIUTOMNEHMIO,
TAXenble cnyvyanm cpeam KOTOPbIX BbIABAAAMCH MpU
npuMeHeHnn GapuuntTnHmnbGa [16]. MaymeHtol ¢ AGS
UMeloT 6oniee BbICOKUIN PUCK PA3BUTUS ayTOMMMYH-
HbIX 3a00M1€BaHNI, B TOM UYMCSIE CMCTEMHOW KPacHOW
BONYaHKN [4]. PebeHOK B npeacTaBNeHHOM KINHUYe-
CKOM CJlyyae MocTynun ¢ AnarHo3oM: HeppoTUUeCKUiA
cuHgpom npu anddysHom MemObpaHO3HOM rlomepy-
noHedpwuTe. B coBpemeHHOIM NuTepaType BCTpeyaeTca
onncaHne NOpaXxeHua Noyek npm cnHagpome Ainkap-
on-Tytbepa: y nauymeHTta 19 net nabopaTopHbIN aHa-
N3 NoKasan TAXeNyl MOoYeyHylo HeAoCTaTOYHOCTb
(kpeatuHmH 2,85 mr/an, CKO® 30 mn/MuH) C apTepu-
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anbHou runepTeHsuven. Yepes 1 mecAL okasaHuA nan-
NMATUBHOM NMOMOLWM OH yMep. MMcTonaTonormyeckni
aHanm3 no4ku BblsiBUN GUOGPUHOBbIE TPOMODI 1 NPONU-
depauyo MHTMMbI, MPY3HAKN TPOMOOTUYECKOI MUKPO-
aHrnonatum [18].

MamozeHe3z 3a6oneeaHusa: o-NHTepHEPOH, WC-
TOUYHUKOM KOTOPOTrO SIBNIAIOTCA aCTPOLUTDI, Bbi3blBaeT
MUKpOaHrnonatum (MMKponHopaKkTbl B HEOKOPTEK-
ce N B KOpe MO3XKeuKa), Kanbumodurkaumo H6asanbHbix
FaHTIMEB 1 MEPUBACKYNIAPHOIO NPOCTPAHCTBA MENKMX
cocynos, nerikoguctpoduio (anddysHyo HeogHopoa-
HYl0 AemuenvHm3aumio ¢ actpoumTtosom). B ocHose
TaKUX MOBPEXAEHUN NEXUT NUMPOLMTAPHbIN BacKy-
T ¢ GUOPUHOMIHBIM HEKPO3OM U MUKPOTPOMOO-
obpa3oBaHveM. YpoBeHb a-MHTepdepPOHa B JIMKBOpE
NnoBbILAeTCA Npu aebloTe 3a601eBaHNA 1 MOXKET HOp-
Mann3oBaTbCA B NpoLecce pasBuUTUA U cTabunmsaumm
6051e3HM, Kak 1 NPOU30LWNO Y NaumneHTa B ONMCaHHOM
KIUHNYECKOM Ciyyae.

[narHoctuka AaHHOrO CUHAPOMA NpeacTaBnseT
CJIO’KHOCTW, TaK KaK Hayano 3aboneBaHuUs U KIMHU-
yeckoe TeyeHVe HanoMMHAKT BHYTPUYTPOOHbIE WH-
dekunn, HacneacTBeHHble 6ones3Hn obMeHa BelecTs,
3MNMNencmio, NO3TOMY NCTUHHAA PACNPOCTPaHEHHOCTb
3aboneBaHna HeusBecTHa. Kputepuamnu puarHosa
CMHAPOMa SIBNIAIOTCA: PaHHee NosB/IeHUe CbiMn, Hano-
MUHaloweln o6MopoXKeHNe, NOsABNIEHME KaNlbLMHATOB
B LUIHC, neiikognctpodus, 3agepxKa pasBmutus, JUCTo-
HUS, MOJIOXKNTENbHbIE aQyTOVMMYHHbIE QHTUTENA, MOBbI-
LeHVe YPOBHA a-UHTepdpepoHa 6e3 noaTBepKaeHHOM
NHbEeKLMN. BHMMaHWe npuBneKkatT Takke MnauueHTbl
C CMCTEMHON KPacHOWM BOJIYAHKOW aTUMMUYHOro Mpo-
ABJIEHUA, He BOCMPUMMUMBbLIE K OObIYHBIM METOAAM
neyenusa [17]. Heobxogumo anutenbHoe HabnaeHne
B [OMHaMVKe, NprYMeHeHne MeTOAOB HelpoBK3yanu-
3aUumM 1 reHeTnyeckoe nccneposaHue [4]. Tpebyetca
oueHKa QYHKLUN >KN3HEHHO BaXKHbIX OPraHoB.

JleueHrie HOCWUT CUMMNTOMATUYECKUA XapaKTep.
MporHo3 HanpsiMyo 3aBMCUT OT BO3pacTa AebioTa CUm-
NTOMOB 3ab0JsieBaHVA, TAXKECTU MOPOKOB Pa3BUTHUS,
BbIPA’KEHHOCTN KIUHUYECKUX CMMMNTOMOB M COMYyT-
CTBYIOLWMX OCNOXHeHUN [5]. Tepanua BkAovaeT npo-
TUBO3NMWMIENTUYECKNE Mpenapatbl, ¢ur3noTepanuio,
neyeHrie CONyTCTBYIOLWMX MHOEKUNIA, afeKBAaTHOE MO
KanopuMNHOCTU NUTaHNE, SHLOKPWHONOTMYECKNI 1 0d-
TaNbMOJIOFMYECKUA MOHUTOPUHT, UCKIOYEHNEe nepe-
oxnaxxpeHus. MprMeHeHe ropMOHaNbHON Tepanuu u
BbICOKMX 03 UMMYHOII00YNHA He nokasanu 3¢ dek-
TUBHOCTW, OAHAKO NpPY BBEAEHUN KOPTUKOCTEPONIOB
OTMeYanochb CHMXeHne YPoBHA a-uHTepdepoHa [4].

3AKJTIOMEHUE

OTKpbITME HACNeACTBEHHbIX VHTepdepoHonaTui,
K KOTOpbIM OTHOCUTCA opdaHHOe 3abosieBaHne «CUH-
apom Ankapaun-IyTbepa», Ha npuMepe npeacTaBneH-
HOrO KNMHUYECKOro Clyyas NpUBOAUT HAC K MOHMMa-
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HUIO CUCTEMHOTO BIIMAHUA U30ObITOYHON SKCnpeccuu
UHTepdpepoHa Ha opraHu3Mm, ybexpaetr B Heobxogu-
MOCTU AJINTENIbHOTO HabnioAeHUs TaKMX MauueHToB,
TLWATeNbHON AWArHOCTUKN CUHAPOMA M CUMATOMATW-
UECKOro JIeUeHus, MPOrHo3 KOTOPOro 3aBUCUT OT BO3-
pacTa febloTa 3aboneBaHNA, ero TAXKECTU U BblpaXkeH-
HOCTV CMMNTOMOB.

OOMNONHUTENIbHAA UHOOPMAL A

Bknap aBTOpOB. BCe aBTOpbI BHECNM CyLleCTBEH-
HbI1 BKNag B pa3paboTKy KOHLeNuuu, npoBeaeHne uc-
CnefoBaHWA 1 NOAFOTOBKY CTaTbU, NPOYM U 0J06pu-
nn drHanbHylo Bepcuio nepeq nybnmnkaymen.

KoHNUKT uHTepecoB. ABTOpPbl AeKnapupyioT
OTCYTCTBME fABHbIX U MOTEHLUMANbHbIX KOHMIUKTOB
MUHTEpecoB, CBA3aHHbIX C NybnvKauuen Hactosulen
cTaTbu.

UcTouHuK PpuHaHcMpoBaHuA. ABTOpPbI 3asABNAIOT
06 OTCYTCTBMY BHELIHEro GMHAHCMPOBaHUs Npu Npo-
BeAEHUN UCcCcnefoBaHus.

NudopmmnpoBaHHoe cornacue Ha ny6nukauyumio.
ABTOpPbI MONYYNAN NUCbMEHHOEe Corflacne nauneHToB
Ha Ny6nrKauuo MegnLMHCKUX faHHbIX.
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