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AHHOTALNA

Bsedenue. CrappoM AnbcTpéMa — pefKoe ayTOCOMHO-PELleCCHBHOE 3a007IeBaHIe, XapaKTepH3yoLeecst TOMnop-
raHHON aycdyHKIelt. PacpocTpaHeHHOCTb COCTaB/IsIeT MeHee OJHOro YelioBeka Ha 1 MiH. HepaBHee nccnenoBanme
IO aHA/IV3Y F€HOMHBIX My TallMii BBLABIIO 109 HOBBIX, YBeIMYMB YMC/IO M3BECTHBIX MyTanuit 6enka ALMS] no 239, 4to
IIOf{YePKIBAET A/UICTIbHYIO FeTepOreHHOCTD 3TOr0 3a00/IeBaHNA 1 eT0 (PeHOTUIINYeCKOe pasHooOpasye.

Llenv pabomvi — TOBBIIIEHNE OCBEJOMIEHHOCTY MENUINHCKUX PabOTHMKOB O HAC/IE[CTBEHHOM CUHPOME
AnbcTpéMma.

Mamepuanvt u memodvt. IIpoBefieH aHaIM3 MEAMIIMHCKOI KapThl aMOymatopHoro 6ombHoro (popma Ne 025/y),
TAHHBIX APAaKIMHIYECKMX MeTOLOB JccmenoBanmit marpyenTa I1. 2013 rofa po>xeHNs, HaXOAMBILET0Cs Ha 00CIenoBa-
Huu B JleTckoit KpaeBoit knuHndeckoit 6ompanie (Kpacnogap; [IKKB) ¢ mopTBep/ieHHbBIM CUHAPOMOM AbCTpéMA.

Pesynvmamot. 3aboneBaHie geO0TUPOBAIO C OCTPOIL peCMpaTOpHOI nHeKINN B BodpacTe 4 Mecsues. [lep-
BUYHBIMU KIMHUYECKUMM TPOSIBIEHMAMY ObIIa OCTpast ObIXaTelbHas HELOCTATOYHOCTD, B CBSI3M C 4eM pebeHOK
rocnimtanusyposad B JIKKD. PesynpTaTbl TONONHUTENbHBIX METOMOB MCCIAENOBAHMA BBIABIIN [UIATALMOHHYIO
KapAMOMIOIIATHIO CO CHIDKEHMEM ITI00aNbHOI COKPATMMOCTH JIEBOTO JKEMy[OYKa, OTHOCUTENbHYI0 MUTPATbHYIO
HE0OCTaTOYHOCTD, HEJOCTaTOYHOCTb KpoBoobpamienns IIA craguu mo Poccy. [lna mampHelineil AMarHOCTUKA 3a-
6oneBaHMsI U KOPPEKI[MY JiedeHNs1 peOeHOK HarpasieH B HalmoHanbHbI MeUIMHCKIIT ICCTIEOBATEIbCKIIT IIEHTP
(HMIII) 3nopoBbs feTell, Iie HabIogancsa B TedeH1e HeCKO/IbKIX JIeT MY/IbTUVICIVIIIMHAPHO 6purapoi crierma-
mmcToB. Ha ocHOBaHMM IIPOBefieHHBIX MOJIEKY/IIPHO-TeHeTUYeCKIX VICCTIeOBaHWIT (IIaTOreHHas TOMO3UTOTHAA MY-
Tauys B rede ALMSI) pe6eHKY BBICTaB/IeH JUAarHO3 — CUHAPOM ATbCTpéMa B BO3pacTe 8 JieT.

O6bcynoenue. ITpencTaBieHHBIN KIMHUYECKMIT CTyYail HeMOHCTPUPYET HETMUIIMYHOE Havano 3a0ojeBaHMs
C IpM3HAKaMU CePIeYHO-COCYAUCTON HeJOCTATOYHOCTH, CTIOYKHOCTD JUAaTHOCTUYECKOTO MOKUCKA ¥ OTCYTCTBME ITaTO-
TeHEeTNYeCKOTO JIeUeH NS,

3axnouenve. Knunndecknit cydait siBIseTCsl IPUMEPOM LIMPOKOTO CIEKTpa (HEHOTUINYECKIX 0COOEHHOCTEN
PeKOro HaC/IEe[CTBEHHOTO CUHAPOMA A/IBCTPEMA, MMEIOIETO HAadalo 3a060/IeBaHNs C TIOPAXKEHNUsI CepedHO-COCY/MN-
CTOVI CUCTEMBL.

Kirouesble cnoBa: cungpoM ANbCTpéMa, pefKoe reHeTrdecKoe 3ab0eBanue, Iporpeccupylolas noreps spe-
HUS1, METabO/IMYeCKII CMHAPOM, IM/IaTallIOHHAsE KapAMOMMOIIaTIs

KOH(i)TII/IKT WHTEPECOB. ABTOpr 3asABIIAIOT 00 OTCYTCTBIM ABHBIX M IOTEHLVIA/IbHBIX KOHCbHMKTOB MHTEPECOB.

CootsercrBue npuHImam 3Tukn. OT opNIanbHBIX IIpefiCTaBNUTeNel MaIieHTa ITOTyYeHO MHPOPMIPOBaH-
HOe COoI/IacKe Ha IyOIUKaIIio KINHIYecKoro crydas (ot 9 uions 2023 1.).

IOna nutuposanmsa: Cungpom AnbcrpéMa. Onmcanme pefgkoro KnyHudeckoro ciaydas / O.B. Ilepsum-
ko, H.T. JIynam, A.C. ViBaHenko [u gp.] // Ypanbckmit MeguuyHcKuii xypaair. 2024. T. 23, Ne 3. C. 136-145. DOL:
https://doi.org/10.52420/um;.23.3.136. EDN: https://elibrary.ru/JCDOYU.
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Abstract

Background. Alstrom syndrome is a rare autosomal recessive disease characterized by multiple organ dysfunc-
tion. The prevalence in the population is less than one person per 1 million. Genomic mutation analysis study identi-
fied 109 new mutations increasing the number of known mutations of the ALMS1 protein to 239 which highlights the
allelic heterogeneity of this disease and its phenotypic diversity.

The aim of the work. Increasing awareness among medical professionals regarding Alstrém syndrome.

Materials and methods. The analysis of the medical record of an outpatient patient, data from paraclinical re-
search methods of the child of patient P,, born in 2013, who was examined at the Children’s Regional Clinical Hospital
(CRCH; Krasnodar).

Results. The disease debuted with an acute respiratory infection at the age of 4 months, the primary clinical man-
ifestations were acute respiratory failure, and therefore, the child was hospitalized at CRCH. The results of additional
research methods revealed dilated cardiomyopathy with reduced global contractility of the left ventricle. For further
disease diagnosis and treatment correction, the child was referred to the National Medical Research Center for Chil-
dren’s Health (NMRCCH), where he was observed for several years by a multidisciplinary team of specialists. Based on
results of molecular genetic studies (pathogenic homozygous mutation in the ALMSI gene), the child was diagnosed
with Alstrém syndrome at the age of 8 years.

Discussion. This report illustrates difficulty diagnosis and lack of specific treatment.

Conclusion. This clinical case demonstrates a wide range of phenotypic features of the rare hereditary Alstrom
syndrome.

Keywords: Alstrom syndrome, rare genetic disease, progressive cone-rod dystrophy leading to blindness, dilated
cardiomyopathy, metabolic syndrome
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BBenenmne

CunppoM AnbeTpéMa — Iporpeccupyloliee 3aboneBaHue, BliepBble OICaHHOe B 1959 T. 1Ben-
ckyM BpadoM K.-I. Anbctpémom (wsed. Carl-Henry Alstrom), xapakTepusytolieecs fereHeparyei
CETYaTKM, JIByXCTOPOHHEN HEMPOCEHCOPHON TYTOYXOCThIO, OVIATALIIOHHON KapAMOMMOIIATHEN,
OXXMPEHNEM, MHCYIMHOPE3UCTeHTHOCTBI0. [10/IMopraHHOCTD ITOpaskeHNsA CBsI3aHa ¢ MeTabonmye-
CKVIMI HapYUIEHVAMMY, IPOABIAIOIIVMICA B BUJIE AUCTUIINIEMIY, TUTIEPTPUITNALIEPUIEMIUY, KOTO-
pble JIeXXaT B OCHOBE PAa3BUTVSI CTEATOTEIIATUTA, IPOrPECCUPYIOIIero o GrOpOTUYECKUX M3MeHe-
HUI [1, 2], y HEKOTOPBIX HeTeil OTMeYaIach 3afep>KKa B ABUTATEIbHOM PasBUTHM IIPY COXPAaHHOM
uHTe/UIeKTe [3]. CuHApOoM ANbcTpéMa XapaKTepHU3yeTCs IPOrpecCUPYIOLIVIM, ITOTeHIATbHO OIac-
HBIM JI/I JKM3HIU T€YEHVEM U B CBOEM MCXOJIe MOXKET IPOABIATHCA NPU3HAKAMM CEPHIeYHOI HElO-
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CTQTOYHOCTY ¥ TEPMUHAIBHON CTa[VIi XpPOHIYIECKOlT 601e3HN 1ToueK. JIuTepaTypHble MCTOYHUKI
YKa3bIBaIOT CPEIHIOI0 IIPONO/DKUTENBHOCTD XKM3HY MALIIEHTOB He 6onee 40 et [4, 5].

Bepuduxanusa sToro gyarsHosa NpoBOAMUTCA TOIBKO IIOCTIE BBIABICHMA M UIEHTUPUKALNU
aJlIeNIbHBIX TIATOT€HHBIX BapMaHTOB B reHe ALMSI [6, 7], B HacTosIee BpeMs UAeHTUPUIMPO-
BaHO OKOJIO 268 IAaTOTeHHBIX BapMaHTOB HouTty y 1053 manmenTtos B mupe. CymjecTByeT 6omee
BBICOKAsl 4aCTOTa HEKOTOPBIX KOHKpeTHbIX MyTaumii ALMSI B permonax EBpombl, Hanpumep,
10535ins(n) — B 19 % omnpeneneHo y ¢ppaHysckux nanyenTtos, 10775delC — y 20 % anrmryan [8, 9].
[Tpu 5TOM reH y4acTByeT B (PYHKIMOHMPOBAHNY PECHIYEK MEPLATEIbHOTO SINTE/V peciypa-
TOPHOT'O TPaKTa, KOHTPOJIE KJIETOYHOTO IVIK/IA, BHYTPUKIETOYHOM TpaHCIopTe, nudpdepeHm-
poBke agumountos [10, 11], yTo 06yc/IOBIMBaET IOMMOPIaHHOCTD MOpaxeHNsA. OcobeHHOCTH
TeYeHNA TAKOTro 3a00JIeBaHNA 1 HEOOXOAVIMOCTb MY/IbTUAVCIVIIIIHAPHOTO HAOIOIeHN JIeTTIN
B OCHOBY CO3JIaHNA 3KCIepTHOI rpymmbl Alstrom Syndrome International, momoratomest marven-
TaM U MX CEMbSIM ITOTYYUTh HeOOXOAVMBIe 3HaHNA O 3a00/IeBaHUY 11 OKA3bIBAOIEll IICUXOIOT -
JecKyIo MoajepxKy [12, 13].

ITenb pa6oThI — MOBBILICHE OCBEOMIEHHOCT MEAVIIVIHCKIX PAOOTHIMKOB O HaC/Ie[ICTBEH-
HOM CMHJpOMe AJIbCTpEMa.

Marepuanbl 1 METOIBI

Marpunk I1. (10 eT) HabmofaeTcs B AeTCKOM KOHCY/IBTaTYBHO-VIATHOCTIYECKOM IieHTpe [leT-
cKoil KpaeBoil kmHmdeckort 6ompHunbl (Kpacuomap; [JKKDB) mymsrumycnummHapHOi 6puramoit
CIIeVI/IVICTOB. AHAJIVI3 MEVILIMHCKOM JJOKYMEHTAIMV — MEIVIVMHCKON KapThl aMOy/IaTOPHOTO 60JIb-
Horo (¢opma Ne 025/y), BBIMICHOTO SIMKPYM3a U3 ICTOPYY O0/Ie3HM — ITOKA3aJI, 9YTO PeOeHOK POfVII-
Cs1 OT IepBOIt OepeMeHHOCTH, TIPOTeKaBIIIelt 6e3 OCTIOXKHEHMIT, TIEPBBIX CPOYHBIX POZIOB Ha 42 Hefiere.
I[Tpu poxpennn macca tena — 3 550 1, ymmHa — 59 M, OLieHKa 1o 1iKaje Anrap — 8-9 6aIoB.

Haxopnucs Ha rpygHOM BCKapM/IMBaHUM 10 5 MecAleB. HacnencTBeHHOCTD, CO CTIOB pofuTe-
7eil, He OTATOIeHa. MaTb 1 OTell MaTbylKa 3[0POBBI.

13 anaMHe3a 3a00/1eBaHNA N3BECTHO, YTO IALVIEHT B BO3pacTe 4 MecALeB IIepeHec 0CTpoe pe-
CIIMpaTopHOe 3abo/eBaHMe. B TeyeHNe HECKONBKIIX HefleNb Y peOeHKa OTMeqaIcsl CYXOll Kallle/b,
9KCNMPATOPHAs OfIbILIKA, I[1AaHO3 KOXKHBIX TIOKPOBOB NPV KOPM/IeH!N TpyAbo. C y4eToM yXyziie-
HMSI COCTOSIHMSA B 5,5 MecsALeB pe0eHOK rOCIUTAIN3MPOBAH B JJETCKYI0 MHQEKIVIOHHYIO OOIbHI-
11y, Tie AVAarHOCTYPOBaHa KapAyOMeraus 110 JAHHBIM peHTreHorpaduy OpraHoB IPYIHOI KJIETKIL.
B cBA3M ¢ yXypleHneM COCTOSHNA 3a CUeT HapacTalolell CepAeYHO-COCYAVICTON HEeJOCTaTOYHOCTH
HalMeHT IepeBefieH B otnenenne maamero Bospacta JIKKB. lunamuka HabmoneHns u obcneno-
BaHMA IOTpebOBasIa 0OpallleHNA B IIeHTPa/IbHbIE JIATHOCTUYECKYe MEIMUIIVIHCKIIE YIPEXKCHIIA.

PesynbpraTbl

Mapuuxk I1., 10 net, mepeHampasieH A/ ganbHelinero oo6cienosanns u Habmoenns B Ha-
IIVIOHA/IbHBIN MefMIMHCKII uccnegosarenbcknit neHTp (HMMII) spoposbsa geteri. Pesynbrarsr
JOTIOJTHUTETBHBIX 00C/IeOBAHNIT Y KOHCY/IBTAIUII IPefICTaB/IeHbI HIDKE.

Kapanonornyeckasa nmatomorus

B Hos16pe 2013 ., mOC/Ie TIepBOIl TOCIUTAIN3AINY, BBICTABJIeH AMarHO3 — AVJIaTal[IOHHAs
KapIMOMMOIIATIA; HEJOCTaTOYHOCTh MUTPAIbHOTO, TPUKYCIIN/FATbHOTO K/IAIIAHOB; JIETOYHAs IV~
HepTeH3Ms]; HeocTaTouHOCTh KpoBoobparenus (HK) ITA crapgmm; 111 dyHKumMoHambHBIN KIacc
(®K) mo P. [I. Poccy (anen. R.D. Ross). [TaunenTy Ha3HaueHa Tepanys MHOTPOITHBIMIY IIpenapaTa-
MU (gurokcuH — 0,02 M B CyTKM), aHTUTUIIEPTEeH3UBHAs Tepanys (KalTonpuI — 9 MT B CYTKI,
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6uconpomnon — 0,5 mMr B cyTku). Ha oHe Tepanym oTMeyanach NOMTOXUTEIbHAA JHAMMKA CO-
CTOSIHVS, HOPMa/IM3aLMs YacTOThl cepaevHblx cokpamennit (YCC) u apTepuanbHOTO JaBIeHNUA
(Al). C 1 ropa 3 MecsleB Ha3HAYeHA TePANNsA [0 KOPPEKIMM apTepuaabHON TUIIEPTEH3NH, [O-
6aByeH mpenapar amaopunuH (0,625 Mr 2 pasa B [ieHb /I IOCTOSIHHOTO IIpueMa) ¢ TIOBTOPHOI
Koppeknuen B 2016 I. v yBennueHneM 10351 1o 1,25 Mr 2 pasa B IeHb B CBA3M C Ha/IMYMEM IIpU3HA-
KOB apTepuanbHOI runeprensuy (1o 100/60 MM pr. cT.). Ha ¢pone nmpoBopyumoii Tepanyy nogbema
apTepMabHOIO NaB/IeHMS He HaOIoaeTCs.

3a nepuoy; Hab/MoeHNA ¢ 6-MeCYHOr0 BO3pacTa 10 HAaCTOSIEr0 BpeMeH 110 JaHHBIM 9XOKap-
puorpadpym (9XO-KI') orMevaeTcss nonoxnrenpHas MHaAMUKa MOP(OMETpUYecKIX ITapaMeTpoB
cepla B BUJI€ YMEHDIIEHNA IVIaTAl/ JIEBBIX OT/IE/IOB, YMEHBIIEHNA MUTPA/IbHON PErypruTaLVin,
OJIHAKO COXPaHACTCS YCU/IeHHas TPabeKyIAPHOCTD allMKa/IbHBIX CerMEHTOB JIEBOTO JKeTyI0uKa.

OdranbmMonormyeckas NaTomoOrusa

B Bo3pacTe 5 MecsleB MallMeHT BIIEpBbIe KOHCY/IBTMPOBAH 0(TaTbMOIOTOM, BLICTAB/IEH -
arHo3 — TOPM3OHTA/IbHBIN HUCTArM. B 1 rop 4 MecAlja AMarHo3 [ONOTHEH — TIMIIEPMETPOILA
BbIcoKOII cTenienu OU! (?); HapylIeHMe IPOBOAMMOCTY Ha YPOBHE 3pUTENbHBIX Iy Teli (?); ambmu-
onus cnaboit crenenu (?).

ExxeromHo manueHTy nposoavy o6cefoBanue y opTagbMoIIOra, B 6 IeT yCTAHOBJIEH OKOH-
JaTe/IbHBII VIATHO3 — IMIIEPMETPONVA BBICOKON CTEIIeHM C aCTUIMATMYeCKUM KOMIIOHEHTOM
OU; BropmyHO pacxopsiieecss MOHO/MaTepaabHoe Kocornasue OS?% wactmyHas arpodus fucka
sputensHoro Hepsa (I3H) OU.

MeTa6onmyeckue HapymeHN s

Ha 1 ropy »kKusHM y manjyieHTa y>Ke OTMe4asIich IPU3HAKY IapaTpoduy, B YaCTHOCTY B BO3pac-
te 1 rop 10 Mecs1ieB Bec pebeHKa cocTaByA 16 Kr (Jo/mkeHCTBYIommit Bec 13,5 KT — M30BITOK 2,5 KT
(18,5%), 4TO COOTBETCTBOBANO OXKMpeHnto I crenenn), poct 90 cm. HecmoTpst Ha cobmrofienne au-
eTUYECKNX PEKOMEHALNIA, B 4 TOJja HA OCHOBaHMM JAHHBIX AHTPOIIOMETPUYECKOTO VICCIIEOBAHNA
BbICTaBJIeH IyarHo3 — okupenne [1-111 crenenert (Mmacca Tema — 25 Kr, poct — 122 cm). [To maHHBIM
HoCreHero nccienoBanys (8 et 1 mecsi) ¢pusnyeckoe pasBUTHE BBIIIE CPEIHETO, IVICTAPMOHUYHOE
(Bec 40 xr — >97 nepLEHTUIPHOTO MHTepBasa, pocT 135 cM — 90-97 neplLieHTWIbHbI UHTEPBAI),
OT/IOKEHME TIOAKOXKHO-KMPOBOII KJIETYATKI IIPEVMYILECTBEHHO B BEPXHE II0JIOBMHE TeJIa.

ITaTonmorus remaToOMIMapHOI CUCTEMBI U MOYEK

B Bo3pacTe 7 1eT BbIAB/IEHBI U3MEHEHNUS CO CTOPOHBI TeNaTOOM/IAPHON I MOYEBBIIE/TUTEb-
HOJl CMCTeM — IIOBBbILIEHME YPOBHA aMMHOTpaHcdepas (amaHnHaMMHOTpaHCcepasa (AJIT) —
99,9 En/n, acmapratammuorpaHcdepasa (ACT) — 47,5 Ep/n), ramma-rayrammnrpancgepasa
(ITT) — 103,34 E[l/m).

ITo faHHBIM YIBTPa3BYKOBOTO MCCIEOBaHNA opraHos OprourHoi monoctu (Y3 OBII): re-
naroMeranus (mpasas gona — 142 MM, neBasg — 81 mMm), fuddysHble U3MEHEHNA NIeYeHN U N0 -
JKETYIOYHO JKeTIe3Bl.

YpTpa3ByKOBOe MCCIEIOBaHNe ITOYEK U MOYEBOTO ITy3bIps: HeppoMeranyis (JleBast Mouyka —
109x45 MM, mpaBast — 110x45 MM), moyeyHast MapeHXMMa UCTOHYEHA.

@Ou3nKanbHasI IMATHOCTMKA
IIpn nmpoBefeHnM MOCIEHETO OCMOTPA B BO3pAcTe 8 16T — COCTOSAHME MallYieHTa 110 CaMo-
4yBCTBMIO O/IVDKe K yIOBIeTBOpUTenIbHOMY. TeMmmneparypa tena — 36,6 °C, Bec — 44 Kr, pocT —

! OU — o6a rasa (nam. oculus uterque).
2 OS — nesniit r1as (nam. oculus sinister).
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143,3 cMm, ¢usmueckoe pasBuUTHE BBICOKOE, JUCTAPMOHMYHOE 3a CUeT M30BITKa MaccChl Tela
(IMT — 21,52 kr/m?).

Ko>xHble TIOKpOBBI (PM3MOTIOTMYECKOI OKPACKY, CYXOBaThl, 0e3 MaTOOTMYeCKMX BBICHIIA-
Huit. CmsucTble 000I0YKM PO30BbIe, YMCTHIE, BIaKHbIe. [I0KOXHO-)KMpOBas KIeTJaTka pas-
BUTa M30BITOYHO, pacnpeneneHa cummerpuyso. [lepudepnyecknx orekos Het. KocHas cucrema
0e3 medopmanuii, popma CycTaBOB He M3MEHEHa, ABVDKEHMA B IIOTHOM 00beMe, 6e300/1e3HeHHBI
BO Beex rpynmax. Yacrora gpixanus (U]]) — 36 B MUHYTY; Hafi BCeil TOBEPXHOCTBIO JIETKVIX ITEPKY-
TOPHO — SICHBII JIETOYHOI 3BYK; ayCKY/IbTaTUBHO — JbIXaHME BE3UKY/IAPHOE, IPOBOANTCS BO BCe
OTZieNbl, cuMMeTpudHOe, Xpunos HeT. YCC — 120 ypapos B MunHyTy. CepedHo-cocyaucTas cu-
cTeMa: 00/1acThb CepAlia He3HAUYNTEIbHO BbIOYXaeT, TPaHMUIbl OTHOCUTEIBHOM TYIoCTH (/1eBast —
HepefHAs aKCWIAPHast TMHYA 110 V MeXXpebepbio; IpaBasi — IIPaBbIii Kpail IPYVHBL; BEPXHAA —
II pe6po). AycKy/IbTaTMBHO — TOHBI Cepplia IMPUITYLIEHBI, PUTMUYHBIC, CUCTOMMYECKNI IIyM
B V touke. AJ] (Ha pykax) — 86/58 MM pr. cT. JKuBot MaArkuii, 6e300/1e3HeHHbII Py MTa/IbIALNN
BO BCex oTernax. [ledeHb mabIIaTOPHO — 110 Kparo peOepHOII AYTH; Cee3eHKa He MaIbIPYeTCs.
Cryrn eXeHeBHO, OTHOCUTCA K 3—4 Tumy no bpucronbckoit mkae, 6e3 maTomornyecKmx mpyume-
ceil. MouenonoBas cucTeMa pasBuUTa IPABUIbHO IO MY>KCKOMY TUITY. DHJOKPUHHAA ITaTOTOTMA:
0071acTh IMTOBYU/IHON XKe/le3bl BU3Ya/IbHO He MI3MEHEHa, IMEIOTCA IIPU3HAKY TMHEKOMACTHN.

I[To faHHBIM OCMOTPA MYIBTUAVCIUIUIMHAPHBIX CHELMAMNCTOB (BK/II0YasA FaCTPOIHTEPOIIO-
ra, MHPEKIVOHNCTA), YIUTBIBAsA HA/M4Me Y3KOro J10a, HU3KOTO POCTa BOJIOC, IUIIOIIA3UY CPeli-
Hell TpeTu M1, MOHTOJIONJHOTO pa3pesa I71a3, MMKPOTHATHIO, HU3KO PACION0KEeHHbIe IMCIIIA-
CTUYHBIE YIIHBIE PAKOBVHBI C KPYITHOI MOYKOII (pic. 1), CHVMDKEHUE OCTPOTHI 3peHus, aTpOopIIo
3PUTENIBHOTO HepBa, KapAMOMIONATHIO, TellaTOMeraInio, HepoMeraanio, peKOMEHIOBaHO IIPO-
BECTY KOHCY/IBTALUIO peOeHKa TeHEeTYIKOM.

[Toce mpoBeeHNs KIMHINYECKOTO OCMOTpa BBICTABJIEH AMATHO3 — CUMHAPOM AjbcTpéMa (?).
[t reHeTMYecKOIT BepuduKaluu AuarHosa nanueHT Hanpasied B HMUII 3nopoBbst meTeit.

i

Puc. 1. PebeHOK ¢ cuHApOMOM AbCTpéMa
(HykIeoTHaHBI BapuaHT c.4153dop)
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IuarHocTuYecKue Mpoueypbl

Pe3ynbTraThl 1a60paTOPHOI AMATHOCTYKY (ITOC/IeHee MOCelleHe HeTCKOTO KOHCY/IbTaTIB-
HO-IMaTHOCTUYECKOTO LIeHTpa) IIPeACTaB/IeHbl B TabmuIie.

OO61me aHanM3bl KPOBM M MOYM MMeNM IIOKa3aTeIy B Ipefenax BO3pacTHON HOPMBL. B 6mo-
XVMMIYECKOM aHajIi3e KPOBY BBIABJIEH CHHIPOM ILIUTONMN3A Y HapacTaH)e YPOBHSA JIMIONPOTEN-
HOB Hu3Koi1 inoTHocty (JITTHIT), uto oTpaskaeT nposBieHne MeTaboMMYecK aCCOLMIPOBAHHOI
60esun neyenu (tabmmia).

Tabnuya
buoxuMmuyeckuit aHa/IM3 KPOBY NallIeHTa
IToxasaTennb Yposenb | PedepeHcHble 3HaUeHNUA

AJIT, En/n 93 <40

ACT, En/n 45 <40
Bunupy6us npsimoit, MKMO/Ib/ Tt 1,6 <51

ITTIL En/n 104 5-35
I'moko3a, MMOJIb/ 1 4,33 3,3-5,5
KpeaTtnnnH, MKMO/b/1 38 27-62
MoueBnHa, MMOJB/TT 7,5 1,8-6,4

JIOL, En/n 196 91-295
XonecTepyuH, MMOJIb/JI 2,27 3,3-5,2

JITIBII, Mmmonb/n 0,876 0,9-2,6
JITTHIT, mMonb/n 2,27 1,1-3

ITpumeuanus: TT'TII — ramma-rayramuarpancdepasa; JIII — nakrargerugporenasa; JIIIBII — aMonpoTenHbl BBICOKO
IJIOTHOCTH.

VMHcTpyMeHTanbHbIE UCCTEJOBAHNA

Oxorpadudeckoe McCaefoBaHNe cepilia: KaMepbl CepALla He paclIMpeHbl, YMEPEHHO ITOBbI-
IIeHa TPabeKy/IAPHOCTD allMIKa/IbHBIX CETMEHTOB JIeBOro xkenynoudka (JK), HefocTaTo4HOCTD M-
TpaJIbHOTO K/IanaHa | cTenenn, cokparutenbHas GpyHkuna muokapaa /UK ynosreTBopurenbHas,
Auactomdyeckass QyHKIUA He HapyIleHa, JAaHHBIX 3a JIETOYHYIO IMIIePTEH3NIO HeT.

Anexrpokapayorpadust: cuuycoBbiii put™, YCC — 71 yapoB B MUHYTY, JielIbTa-BO/IHA BO BTO-
POM OTKJIOHEHIY, CHYDKEHa aMIUIMTYAa 3y6unos T B CTaHZApPTHBIX M TPYAHBIX OTBefeHVAX. [Ipn
opTocTtaTideckoi npobe cuuycossiit putM ¢ HCC — 98 (94-100) ynapos B MunyTy, QTc — 0,409 c.

XonrepoBcKkoe MOHUTOpUpOBaHKe: putM cuHycoBbIll, YCC — 96 ynapoB B MUHYTY, HOUbIO CH-
Hycopas taxukapgusa (YCC_ = — mo 135 ynapos B MuHyTY), sHaunmbix HPC u mays putma Her.

Y3V nodyek — KapTMHA yMEPEHHOTO yBe/IMYEHM A pa3MEPOB IOYEK.

Y3W 6pronrHoi nomocT: KapTuHa A Qy3HbIX M3MeHEeHNII NapeHXMMBI ITedeHn (110 TUITy
XKMPOBOTO TeIIaT03a), YBeMMYeHNe NedeHy, AU y3HbIX U3MEHEHMII TAPEHXVMBI ITO/DKeTyA0q-
HOJI JKeJIe3bl.

MonexynsapHoO-TeHeTM4YecKoe JcciefoBaHmne
[Tposeneno 8 HMMII] 3mopoBbsi ieTelt B Bo3pacTe pebeHKa 8 eT: MCCIefoBaHbl 9K30H 4 U Ya-
CTUYHO 9K30H 8 reHa ALMS]I ¢ npuieraninMyu MHTPOHHBIMY 0OTaCTAMINA.
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B ok3oHe 8 BBIABIEH HYKICOTMHHBII BapmaHT c.4153dup (chr2:73677810dup,
ENST00000264448.6) B TOMO3UTOTHOM COCTOSIHUU, TIPUBOAIINIT K CIBUT'Y PaMKU CUMUTHIBAHUA
p.E1385Gfs*14, HeonmcaHHBII B KOHTPOIbHOI BbIOOpKe gnomAD ' v2.1.1. Ha ocHOBaHMM poccuii-
CKOTO PYKOBOJICTBA II0 MHTEPIPETALM/ JAHHBIX IIOCTIENOBATEIbHOCTI HYKIEOTUOB JE30KCUPU-
6onyxerHoBott KucnoTsl (JJHK) [14] BbIABIeHHBI BapUaHT C/IeyeT paclieHNBaTh KaK IIaTOreH-
HBIJ1, YTO MTOATBEP)K/jaeT AMArHO3 — CUHAPOM AJIbCTpEéMa, HyK/ICOTUIHBI BapuaHT c.4153dop.

XpoHosorus pa3BuTusA 3aboneBaHys (BpeMeHHas IIKajla) IpefcTaBlIeHa Ha pIC. 2.

J1e6roT 3a0051€BaHusI C OCTPOI JABIXaTEIbHOM Tocnnranusanus B IKKB
HEJIOCTaTOYHOCTBIO JlnarHo3 — AuNaTaloOHHAs KapIHOMUOIATHS

Tocninranusanusa 8 HMHUL 310poBbs aerteii
Jlarno3 — aunaTalMoHHas KapAMOMUOIIATHS;
HEJI0OCTaTOYHOCTh MUTPAJIBHOTO
U TPUKYCIHUIAIBHOTO KJIATIAHOB;
JIETOYHAsk TUTIEPTCH3US

Koncyabranus odrajibmosora
CHIKEHHE OCTPOTHI 3PEHHUSL. o
Jlnarzo3 — aMOIHONHS BEICOKOH CTEICHN,
1 VBenuuenue Macchl Tena.
roa HapylIEeHHEe POBOJIUMOCTH Ha yPOBHE
Hopmanusarus apTepHanbHOro 1aBICHUs N
3PUTENBHBIX ITyTeH
IToBpexeHne TapeHXUMBbI IEYEHN U ITOYEK. KoncyabTanmsi reHeTHKOM
IIporpeccupyroliee CHHKEHUE OCTPOTHI Ha (oHe NOTHOPTAHHOI0 MOPAKEHHUST
3pennst. Habop maccel Tena TMono3penue Ha HannIMe CHHAPOMA AJbCTpEMa
IlpoBenenue MoJIeKy/IIPHO-TeHETHYECKOIO
HeC/Ie10BaHHs
8 ser BblsiBiIeHHE rOMO3UTIOTHOM MyTallK B reHe

ALMS1. [lnarno3 — cuHApoM AnbcTpéMa

Puc. 2. Xpononorus paspurus 6onesnn. Pe6enoxk I1. ¢ cungpomom Anbcrpéma

O6cyxnmenne

Bepudmkanuns guarnosa 6b1a 3aTpygHeHa IOCTENIEHHBIM Pa3BUTHEM KIVHIYECKNX U 1ab0-
PaTOPHO-MHCTPYMEHTA/IbHBIX IIPU3HAKOB, B CBA3Y C YeM CPOKM IIOCTAHOBKM JVIarHO3a yIJIVHI-
nuch [15].

MepuiHCKIe BMELIaTeIbCTBA, KOTOPBIE TO/Ty4an pe0eHOK, Kacaaich CMMIITOMAaTIYeCKOTO
Jle4eHNs IpenapaTaMi U3 IPYNIbl 6eTa-a[peH00I0KaTopoB (611COMpPOIo), MOYeTOHHBIMM (CITN-
POHOJIAKTOH) U >KeTYeTOHHBIMM (YPCOe30KCUXO/IeBast KICIOTa) MeAMKaMeHTaMy I10j] KOHTPO-
7eM 71a00paTOPHO-VMHCTPYMEHTA/IBHOI AMAarHOCTUKIY. [lyeToTepanys u 3aHATUA ne4eOHON Pus-
KY/IBTYPOJI IIPOBOVIIVCH MAIIVIEHTOM KYPCaMI C IIOCTIEAYIOLIel OIleHKO MacChl Tefa.

Ha ¢one npoBoayuMort Tepanny 0TME4aa0Ch BOCCTAHOB/IEHNE pa3MepOB MONIOCTEN Cepyla,
HOopManu3auu Gpaxkium BeIOpoca Yepe3 MUTPAIbHBII KTanaH. B To jke BpeMs MeTabonmuecKuit
CHHJPOM IIPOOJDKAJI IIPOTPeCcCUPOBATD, YTO COOTBETCTBYET SBJICHMUAM CTeaToremnaTuTa. [JuHa-
MJKa HaO/MIofieH sI TOKa3bIBaeT YXY/IIeH)e COCTOSHMS 0 TaTbMOIOTMYECKO ITaTOIOT UM B BU/JIE
oc/IoXHeHHOoI kartapakTbl OU.

CXO0XXeCTh KIMHMYECKUX M3MEHEHUIT B BUMIe CBETOOOS3HM, HUCTArMa ¥ TUIIEPMETPOIINH,
B CBSI3Y C 3aMeJi/IeHMEeM VIV ITOJTHBIM OTCYTCTBMEM HNAVJUIIPHOTO pediekca, moTpeboBaa mpo-

' gnomAD — basa faHHBIX arperanuy reHoMoB (axesn. Genome Aggregation Database).
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BegeHNA MuddepeHnnaNbHOro AMarHosa ¢ aMaBpo3oM Jlebepa [16]. B rpynmy moxoskeit maro-
noruy OBUI BK/IIOYEH cuHApoM bappe — bujid, HO B pefcTaBIeHHOM KIMHIYECKOM IIpUMepe
Ha/IM4uue CTPYKTYPHOI IMaTOJIOTUM CEPALiA, paHHAA MOTePs CIyXa M OTCYTCTBME aHOMAJINIL JVIC-
Ta/IbHBIX OTZE/IOB MaJIbIeB UCK/TIOUMIN YKA3aHHYI0 IMIonaTuio [17].

[pymnma MUTOXOH/pMa/TbHBIX 3a00/IeBaHNI, TAKMX KaK XpOHMYECKas IPOrpeccupyonias Ha-
py>kHas odranbMoIierus, nHpaHTwIbHasA Muonaryus, cuaapom Keprca — Ceilipa, XapakTepn-
3YI0TCSL CXOXKUMY (PEHOTUIINYECKUMY CYMIITOMAaMH, OJHAKO CIelUpIIecKuil JarHOCTUYeCKII
TecT — Omorncys Mpiy [18] — MMerT OTpUIaTeIbHBIN Pe3y/IbTaT y NPeACTaBIeHHOTO alleHTa.

B cBs3M ¢ MIMPOKMM CIIEKTPOM HO30JIOTMII, BK/TIOUEHHBIX B U(depeHIaIbHblil IMarHO3,
3KCIIEPTBI PEKOMEHJYIOT JCIIO/NIb30BaTh Iie/IeBble T€HHblE IaHemu, copepxkamye ren ALMSI,
B CBSI3U CO CTIOKHOCTBIO Bepudukaumu auaruosa [19, 20].

HarnmsagHocTh KIMHUYECKOTO C/Tydast JeMOHCTPUPYeT HeTUIIMYHOe MaHu(ecTupyolee Ha-
4aj10 3a00/IeBaHNA — C IPU3HAKOB CEPHAEYHO-COCYAUCTOI HETOCTATOYHOCTY JIO ITOC/IEAYIOLIero
pasBUTUS MeTabONMMYeCKNX, OQTaTbMONOTMYECKNX NPU3HAKOB. [eHeTmyeckas Bepuduxanmys
CMHJpoMa AJIbCTPEMa BbIABI/IA paHee HEONMCAHHYI0 MyTaluIo B 8 9k30He reHa ALMSI. 9o nop-
TBep>KJaeT 00IeMIPOBOE IPEIONIOXKEHNE O BCTPEYAeMOCTY HOBBIX T'€HETMYECKIX BapMAHTOB,
YTO He IT03BO/IAET CO3/laTh IATOTeHeTIYEeCKYI0 Tepanuio 3aboneBanus (20, 21]. VickmounTenbHo
CUMIITOMATIYeCKOE JIeYeHNe JIOXKUT B OCHOBE KOPPEKLMIU OCHOBHBIX KIMHUKO-Ta00PaTOPHBIX
IPOsIBJIEHNMI 3a00/IeBaHMsL.

Pe6eHOK, cTaBIIMiT CyOBEKTOM HACTOSIETO KIMHWYECKOTO CIydasi, HY)KJaeTcs B JVHAMM-
4eCKOM IIO>KVI3HEHHOM HaOTIOfIeHNY B CBA3M C IIPOTPECCHUPYIOIINM, IIOTEHIIVMATBHO OIIACHBIM 1A
XKVI3HY Te4eHVeM 3a00/IeBaHNA.

3aknroyeHue

[IpencraB/ieHHDII HaMM KIVHWYECKWII C/Iy4ail NEeMOHCTPUPYET TedeHMe 3a0ojieBaHNsA
OT IEPBBIX KIMHNYECKNX CUMIITOMOB JI0 T€HETUYECKOTO MOATBEPKIEHNA — CUHLPOMA AJIbCTPE-
Ma, — OIMCBhIBast CJIOKHOCTb Bepu¢uKanyy ayarfosa. CumraeM, 4YTO HEOOXOAVMMO ITOBBIIIATDH
OCBEIJOMJICHHOCTD Bpaueil pasHbIX CHELMaJbHOCTEN O PefKNX FeHeTUYeCKNX 3a00/IeBaHMAX /I
Oornee paHHel IIOCTAHOBKM [JarHO3a, BO3MOXXHOCTY HAa3HAYEHNUA ONTVMA/IbHBIX CXeM JIeYEeHVISA
1A yIy4IIeHNA Ka4eCTBa XKU3HY JIETEA.
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