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Pesztome

Hem;. I/IBy‘{I/ITB 9THUOJIOTHI0, TAaTOTCHE3, KIIMHUYCCKYI0 CUMIITOMATUKY, JTUAT'HOCTHUKY U JICUCHHUEC PEAKOI'O
TCHECTUYCCKOI'0 CUHAPOMA — CUHAPOMaA Ap6aJ'ICI[I:I-TaM.

Metoauka. [IpejcraBiieH aBTopamMul KIIMHHYECKHH citydail pedeHka 6 et ¢ cuaapoMom Apoanensi-Tam.
[IpoBenen anamu3 amOynatopHO# (¢.112/y) m cTanmmoHapHOW KapThl OOIBHOTO, PE3YIBTATOB KIMHUKO-
aHAMHECTHYECKHX, J1a00paTOPHO-HHCTPYMEHTANILHBIX METOJOB oOcienoBanus. [IpoaHann3upoBaHbI
3apyOexkHble HMcTOuHMKH Jureparypsl (6assl  UpToDate, PubMed, ResearchGate), mnposenex
CPaBHUTEJbHBIM aHAIN3 KIMHUKO-T1a00paTOpHBIX IAaHHBIX, OCOOCHHOCTEH BBISBJICHUS M JUArHOCTHUKH B
OIHMCAaHHBIX pPaHee KIMHHYSCKUX CIydasX JaHHOW PEIKOI MaToJIOTWU C MOJYYCHHBIMH Pe3yibTaTaMu B
X0JIe MPEACTABICHHOT0 HAOIIOICHNSI.

Pesyabtatbl. Cunapom ApOaimensi-TaM mpenacTaBiaseT coOOW peakoe TeHeTHdecKoe 3abosieBaHHUE,
BbI3BaHHOE MyTamuel reHa KAT6A. OOmue cHMITOMBI BKITIOYAIOT Pa3INYHYIO CTEIEHb YMCTBEHHOU
OTCTaJIOCTH, 33JICPKKU IICUXOPEUEBOr0 Pa3BUTHS, THUIIOTOHUIO, MATOJOTHIO CEPACYHO-COCYIUCTON
CUCTEMBI, TJIa3 U KEJIYJAOYHO-KHUIIEYHOTO TpakTa. B OonbmuHCTBE ciiydyaeB Bapuanuu B reHe KAT6A
Bo3HMKAOT de NOVO. B cTaThe omucaH KIMHUYECKHUU CITydail peIKOr0 TeHETHYECKOro 3a00JieBaHMS C
nopaxenueM reHa KATOA ¥ KIIMHUYECKHUMH HEBPOJIOTHYSCKUMU TPOSIBIICHUSIMHU.

3axiaroueHue. Bo BceM Mupe HBIHE TAIMEHTOB C CHHIAPOMOM ApOaiiensl-TaM HacUHUTHIBAIOT 0KOJI0 90
4enoBek. Pa3pa0aThiBalOTCSl HOBBIE JHATHOCTUYIESCKUE MEPOTPUATHS JIJIsl O0oJiee KaueCTBEHHOW M paHHEH
JIUATHOCTHUKH MATOJIOTUH, 2 COOTBETCTBEHHO U paHHEMY HAaualy JICUCHHSI.

Knioueswie cnosa: opdannsie 3adonesanus, net, cuaapoM KATO6A, cuaapom ApbGanensl-Tam
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Abstract

Objective. To study the etiology, pathogenesis, clinical symptoms, diagnosis and treatment of a rare
genetic syndrome — Arbaleda-Tham syndrome.

Methods. The authors present a clinical case of a 6-year-old child with Arbaleda-Tham syndrome. The
analysis of the outpatient (f.112/y) and inpatient patient records, the results of clinical and anamnestic,
laboratory and instrumental examination methods was carried out. Foreign literature sources (UpToDate,
PubMed, ResearchGate databases) were analyzed, a comparative analysis of clinical and laboratory data,
features of detection and diagnosis in previously described clinical cases of this rare pathology with the
results obtained during the presented observation was carried out.

Results. Arbaleda-Tham syndrome is a rare genetic disease caused by a mutation of the KAT6A gene.
Common symptoms include varying degrees of mental retardation, delayed speech development,
hypotension, pathology of the cardiovascular system, eyes and gastrointestinal tract. In most cases,
variations in the KAT6A gene occur de novo. The article describes a clinical case of a rare genetic disease
with a lesion of the KAT6A gene and clinical neurological manifestations.

Conclusion. There are about 90 patients with Arbaleda-Tham syndrome all over the world. New
diagnostic measures are being developed for better and earlier diagnosis of pathology, and, accordingly,
early initiation of treatment.
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BBepneHue

Cunzmpom ApbOanensi-TaMm — 3TO cHoOpaguyHOE TEHETUYECKH AeTEPMUHHPOBAHHOE 3abolieBaHuE,
Be3BaHHOe MyTanuerd reHa KATOA. JlaHHbIE TeH HWMeEeT paclolokeHHe B 8 XxpomocoMe H
YHOpAOOYMBaET CHHTE3 Oenka apyrumu reHamu. BrepBoie cunapom KAT6A Obin omumcan B 2015 1. n
[epBOHAYabHbIe onucaHus BKIro4aaud 10 kmuHudeckux ciydaeB [3,4]. JlaHHoe 3a0oiieBaHHE MOXKET
ObITh BBI3BAHO TAaKUMHU T€HETHYECKUMH H3MEHEHWIMH, KaK «MyTallds CIBUra PaMKU CUHUTHIBAHHS»
(crioHTaHHAs MyTaLus, P KOTOPOM MPOUCXOAUT BCTaBKa WM JieJIelUsl HyKJIEOTUIOB, B KOIUYECTBE HE
KpaTHOM TpEM) M «MHCCEHC» MyTalMed (TouedHass MyTauusi C M3MEHEHHBIM KOJOHOM, KOTOPBIH
KOJUPYET APYTyI0 aMHHOKHUCIOTY) [5, 9]. Bapuamuu B rene KAT6A moTeHIIMAILHO MOTYT BHI3BIBATH
IIUPOKUH CHEKTp cUMNOTOMOB. OOIIME CHMNOTOMBI BKIIOYAIOT PAa3lMYHYI0 CTENEeHb YMCTBEHHON
OTCTAJIOCTH, 3aJEPXKKU ICUXOMOTOPHOIO, DPEYEBOIO PAa3BUTUA U CXOJACTHUECKUX JOCTIKEHMH,
CHIDKEHHUE MbIIIeYHOro ToHyca (runotonus) [10]. Taxke MOryT BOHHKATh JOMOIHUTEIBHBIC CHMITOMBI,
BKJIFOYAs. MATOJIOTHIO CEPIAEYHO-COCYIUCTOH CHCTEMbl, IJla3 M HKEIyJOYHO-KMIIEYHOIo Tpakra. B
Oonpmias yacte Bapuanuu B reHe KAT6A BO3HUKAIOT CTUXHWHAHO, M B CEMEHHOM aHaMHE3€ HapyLIeHUH
HeT (Bapuaruu de novo) [3,6]. Hamu mpejcTaBieH KIMHUYECKUI ciydai pebeHka 6 JIeT ¢ CHHAPOMOM
ApOGanenpl-Tam. IlpoBemen ananmmuz amOymatopHoit (¢.112/y) u cranuoHapHOH KapTel OOJBHOTO,
Pe3y/IbTaTOB KIMHUKO-aHAMHECTUYECKUX, J1a00paTOPHO-UHCTPYMEHTAIbHBIX METOJOB O0OCIIELOBaHMUS.
[Ipoananu3upoBaHbl 3apyOeKHbIe UCTOYHHMKHU JuTepaTypsl (0a3pr UpToDate, PubMed, ResearchGate),
[IPOBEICH CPABHUTENbHBIN aHAIU3 KIMHUKO-TA0OpAaTOPHBIX JaHHBIX, OCOOEHHOCTEN BBIIBJICHUS U
JUAarHOCTHKH B ONMCAHHBIX paHee KIMHUYECKUX CIydasx AaHHOW PEOKOW MATOJOTHUU C MOJYyYEHHBIMHU
pe3yabTaTaMH B XOJI€ MPEJICTABICHHOTO HAOIIOICHHS.

LICJ'II: HUCCJICAOBAHUA — U3YUUTH 3THUOJIOTUIO, MATOICHE3, KIMHUYCCKYIO CUMIITOMATUKY, AUArHOCTUKY U
JICUCHUC PCAKOTO0 ITCHCTUYCCKOI0 CUHAPOMA — CUHAPpOMaA Ap6aﬂ€l[BI-TaM.

OnuncaHume KnMHMYecKoro cny4yas

HdeBouka ot 3-ii OepeMEeHHOCTH, NpoxoAuia Ha (oHE TOKCHKO3a, YrpO3bl NPEpPHIBAHUS, YIPO3BI
NPEXIEBPEMEHHBIX POAOB, POTaBUPYCHOM MH(ekuuu. Poapl 2-e cpouHble, MaTOJIOTHYECKUE (Ta30BOE
MpeyIe’kaHue, OcTpas THUIOKCHA IUIOAA) IyTeM OSKCTPEHHOTO KecapeBa cedueHHs. Macca Tema mpu
poxknennu 3060 r., mauHa Tenma — 52 cMm. Ouenka no mmkaie Amnrap 6/7 6amioB. 3akpudania cpasy, B
NepBhIe CYTKH ObLIa TPUIIOKEHA K TPYAW, B JaibHeiImeM peOEHOK OT Tpyau oTkaszaincs. M3 pommoma
peO&Hok ObuT TepeBel€H B OTAEJCHUE MATOJIOIMHU HOBOPOXKICHHBIX, I ObUT YCTaHOBICH IHArHO3:
HepeOpansnast wumemust |l cremenu, cunapom yruerenus. OTKpBITOE OBaJbHOE OKHO (AedexT
Mexnpeacepanoit nmeperoponku?). HK 0 crenenn. Jlucnnasus tazo0eapeHHBIX cycTaBoB. HocuTenscTBO
antutea Kk HCV. Anemus | cTeneHu, CMEIaHHOTO T'eHEe3a, ¢ YeM HaOJII0alach Y HEBPOJIOra U PEryJIIpHO
TOCIIUTAIN3UPOBaNach. Y JEBOYKH OTMEYAJOCh OTCTaBaHWE B TMCHMXOMOTOPHOM pa3BUTHH: C 8,5
MECSIIEB — CaMOCTOSTENBHO CHIUT, ¢ 1,3 MecsieB — XOTUT, TOBOPUT OJHO CIIOBO, B JICKCUKOHE
OTAeNbHBIE CIIOTH. BaknuHanus He NPOBOAMNACE B CBA3HM C MEIUIMHCKUM oTBOIOM. B mapte 2018 r.
mocjae NEepeHEecEHHON OocTpo BHEOONBLHMYHON MPaBOCTOPOHHEH J[0JIEBOW ITHEBMOHHWH, BBI3BAHHOU
BHpPYCOM rpummna A, ObUla TOCIMTAIU3NpOBaHA B CTalMOHAp. B 3TOM ke Mecsue BHOBb MOCTyNHJIa B
WHQEKIIMOHHBIA CTAllMOHAp C JKano0aMH Ha JIMXOPAJKY, Kalllellb, HACMOPK, OJBIIIKY, BBIPAKCHHYIO
001yr0o c1ab0CTh, PE3KO CHIKCHHBIA ammmeTuT. B o0meM aHamm3e KpOBH B JWHAMHKE OTMEUYaIoCh
CHIDKEHHE YPOBHs TpoMOouuToB 10 35%10%/1, nelikonenus o 1,7x10%/n, meiirponenus no 0,3x10%/1. B
OMOXMMHYECKOM aHajlu3e KpPOoBUM oOTMedalioch moBeimeHue JIJAI mo 798 mmounb/n. JleBouka Obuia
IepeBeicHa B OHKOT'€MATONIOTUYECKOE OTACNICHHE XUMHOTEpanuu sl JooOCiIefoBaHus U JeueHus. B
utone 2018 roma peOGEHKY OBUIO MPOBEACHO MONHOIK30MHOE CEKBEHHUpOBaHUE dK3eMa («IeHomeny):
BEISBIICHA paHEe HE OmHcaHHas Terepo3urotHas wMyTamus B 17 »k3oreHe rena KATOA
(chr8:41790988G>A), npuBoAAIIas K MOSBICHAIO CaliTa TPEKIECBPEMECHHON TEPMHUHAITUN TPAHCIISAITNN B
1584 konone (p.GIn1584Ter, NM 006766.3). 'etepo3uroraeiec myTtaiuu B reie KAT6A, npuBozsiue K
HapyIIEHUIO CUHTE3a TIOJHOPa3MepHOro Oelka, OMUCAHBl Y MAEHTOB ¢ YMCTBEHHON OTCTalOCThIO, THIT
32 (OMIM: 616268). MyTtanust He 3aperMCTpUpOBaHa B KOHTPOJBHBIX BbIOOpKax «1000 reHomoBy,
ESP6500 u EXAC. IlockonbKy MyTamus HapyllaeT CHHTE3 IOJIHOpPa3MEpHOro Oenika, e€ clemyer
pacieHHBaTh Kak BEpOSATHO IATOTCHHYI0. Pe3yiabraT TpeOyeT TIIATENBHOTO COMOCTABICHUS C
KIIMHIYECKUMHU TIPU3HAKaMU M aHallM3a MPOMCXOXKACHUS MyTaruu. Taroke Obuta BBIABIEHA MyTalus B
reie NF1. JlomoJIHHMTEIBHO [E€BOYKY KOHCYJIBTHPOBAIM Yy3KHE creundanuctel, B 2019 1. ObUIM
BBICTABICHBl ~ JAMAarHo3bl:  racTpo’3odarcalpHblii  peduiiokc € TEPMHHAIBHBIM  330()aruTom,
MOBEPXHOCTHBII aHTPANbHBIA TaCTPUT; JApUHTOTpaxeoMasius, Aucarus, Iu3apTpus; aTaKCHYECKUN
CHUHJIPOM; BTOPUYHBIA HEPBHO-MBIILICYHBIA CUHAPOM. Y peOeHKa Oblia BBIsBICHA TSDKENas BPOXKICHHAS
TPEXPOCTKOBAs aIria3us KPOBETBOPECHHS B paMkax reHetudeckoro cuaapoma (KAT6A). B ormenenuun
MPOBOJMIIACH  CTUMYJISIUSL  Jiedkomod3a — 0e3  addekra, 3aBucuMOCTh OT  TpaHCy3ui
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TPpOMOOKOHIIEHTpAaTa B AMHAMHUKE BO3pacTacT. 3a BpeMs HaONIOACHHS MpoBeaAcHO 19 remoTrpancdysmit
¢unbTpoBanHoii spuTpountapHoii B3Becu 0(I)Rh(+), mogobpannoii no ¢penorumy ccDEekk. B nunamuke,
HECMOTpPSI Ha MPOBOJUMYIO T€MOCTATHYECKYI0 W 3aMECTUTEIbHYIO TEepaluio, 0OTMEYaNIoCch HapacTaHUe
remMopparuueckoro cunapoma. [lanuentka crosuia B ouepean Ha TI'CK. B cenrsiope 2019 r. meBouke
Oblya MpoOBe/IeHa aJUTOT€HHAS TPAHCIUIAHTAIMS TEMOITO3TUYECKIX CTBOJIOBBIX KJIETOK OT HEPOJICTBEHHOTO
HLA-coBMecTuMOro joHopa ¢ mpoieccuHrom tpanciuiantaT TCRab/CD19 nemenueit. ®yHkims
TpaHCIUTAHTAaTa OCTAaBalach YIOBICTBOPHUTENbHOH, B cruMmyisamuu [KCO, 3aMecTUTEIHHBIX
reMoTpaHc(y3usX He HyKAajlach, UMMYHOPEKOHCTPYKIHs noctatouHas. B mexabpe 2019 r. y pebénka
ObUIM  OTMEYEHBI: CYOKIMHHUYECKHH THUIOTHPEO3, BTOPUYHBIM THUIIONApaTUpeo3; MHONATUYECKUN
aCTUIMaTU3M O0OWX TIJIa3, aJIbTEpPHUPYIOLIEE CXOAALIeecs KOCOTa3ue; OpraHHuecKoe SMOLHOHAIBHO-
nabuIpHOE PacCTPOICTBO, 3a/IepiKKa PEUEeBOTO pa3BUTHS. EyKeroaHo manueHTka IpOXOAUT CTallMOHApHOe
oOciieioBanme u Jieuenue. Ha MmomMeHT ocMoTrpa neBouke 6 yiet. OTMeuaeTcst 3a/iepiKka TICHXOPEYEBOTO
pa3BuTHs. BeIpakeHbI CTUTMBI AM3IMOPHOTEHE3a — aCHMMETPHSA JIUIA, TOTHYeCKoe He0Oo, YIUTOMEeHHBINA
KOHYMK HOCA, HU3KO PACIOJI0KEHHBIE YITHBIC PAKOBHHBI, THIIOT€IOPU3M, SMUKAHT, TUTMEHTHBIE IISITHA
KOo(eHHOro 1BeTa Ha TYJOBHUILIE, MAKPOCKOIHS, OTCTOSIIKE OOJbIINE MaTbLbl PYK, ATHHHBIA OONBIION
nanen cron. Puznyeckoe pa3BUTUE CpeAHEee rapMOHMYHOE. becmokosT >xamoObl Ha 3aJCpKKy B
IICHXOMOTOHOM pa3BUTHH, Kocoryiasue. Ha HacTosmuii MOMEHT peOEHOK COCTOMT Ha IUCHAHCEPHOM
ydeTe y psla CIelUaIMCTOB: HeBpoJjora (ATakcuueckuil cuHapoM, ajanus. Hefipodubpomaros | Tuma);
oranemoiora (OU-cxopsieecs compykecTBeHHoe Kocornasue. OD-uactrynas aTpodus 3pUTEIHHOTO
HepBa. OU-muonus cpenneit crenenn); oproneaa (Hapymenue ocanku. Jledopmanusi rpyAHOM KIETKH.
Banbrycnas nedopmanus KoJeHHBIX CycTaBoB. [l1ockoBasbIyCHasl yCTaHOBKaA CTOI. | HIEpMOOHIBHOCTD
CyCTaBOB); racTpodHTepoiora (DyHKIHOHAIbHOE HAPYIICHUE KUILICYHUKA. AHOMATIHA POPMBI JKEITYHOTO
ny3bips. [lankpearonatus). [lanieHTKa MO >KU3HEHHBIM TOKa3aHUSM MPHHUMAET OWIumH-5 mo 600
teic EJl 1 pa3 B 3-4 Hejenu, Tiy0OKO BHYTPHUMBIINIEYHO, JUTUTENHHO; COMPOBOJUTEIHHYIO TEPAIHIO
xoJekanbiudepostoM 1o 2 Karm 1 pa3 B IeHb BHYTPh JUTUTEIHHO.

O6cyxaeHne KNMHUYECKOro criyyas

[IpencraBieHHBIN HAMU KIMHUYECKUM Ciaydail JEMOHCTPUPYET TPYIHOCTH BBIABICHHUS U JUArHOCTUKU
cuaapoMa Apbanensl-Tam [Ipu HamvcaHWy CTaTHH U W3yYEHUN TOTOJHUTEIHLHON JTUTEPATYPhI, CHHIPOM
ApbGanens-Tam nposBi ce0si Kak MaJOM3yYeHHAass 1 MHOTOTpaHHAsl MaToyiorus. AnerunrpaHcdepast
KAT6 wurparor KIIO4eByl0 pOJIb B PEryJISiMM TPAHCKPHIINM, PA3IMYHBIX MpoIeccaX pa3BUTHUS,
NOJ/ICP)KaHUKM TeMOIOATUYECKUX M HEPBHBIX CTBOJIOBBIX KIIETOK, PETYSIuU Iu(QepeHInpOBKI
reMONOATUYECKUX KJIETOK W MHTOo3a. MccnenoBaHus AeMOHCTpUpPYIOT, uTo y 51% mnaunueHtoB c
cuHapoMoM ApOanensl-Tam umeroTcss mopoku pasButs cepaua [2, 12]. B ommcanHoM Hamu
KIMHAYECKOM CIIydae y IeBOUYKH HaOmoaaics AeekT MexnpencepaHoOl MeperopoiKH.

Knuanueckne nposiBinenus cuaapoMa ApoOaneasl-Tam m0cTaToOuyHO HNOJUMOPGHBI: B OJHOM CiIydae y
nanpeHTa HaOmomamuch — 1ucarus, THIOIUIA3Us XpAINA, 3aJepKKa HEPBHO-TICUXHYECKOTO U
¢u3nuecKoro pasBUTHs, MUKpoledanus, «roTuueckoe» HEOO, AedeKT MeKIpeacepIHON MeperopoaKu
[12]. BaxHO OTMETUTH CXOACTBA C OIMCAHHBIM HAMHU KIMHUYECKHM Cllydaem: o0a peOeHKa HMeIH
yIOBJICTBOPUTENILHBIE TAPaMETPhl (PU3NUECKOT0 Pa3BUTHUS IPH POKACHUH, a TAK)KE XOPOLINE NOKa3aTesn
COTJIACHO OICHMBAHHWIO MO IIKase Amrap. Y HaIIero HAalMeHTa TakKe ObUTM BBIPAXKEHBI CTUTMBI
IU33MOpHOreHe3a — acHUMMETpusl JHIa, TOTHYecKoe He0O, YIUIOMIEHHBIH KOHYMK HOCA, HHU3KO
PAcHOIOKCHHBIC YIIHBIE PAKOBHHBI, THIIOTEIIOPU3M, STUKAHT, IMTMEHTHBIEC MATHA KOQEHHOro nBeTa Ha
TYJIOBHIIE, MAKPOCKOIHS, OTCTOSIINE OOJIBIINE MAJbLBI PYK, JUTMHHBIA OOJIBIION Maser CToII.

B npyrom onmcaHHOM cnydae HaOJromanach «IAHOUTONCHHSA JUIMTENBHOCTBIO Oojee 4 1ery,
OrpaHUYEHHE JIECKCUKOHA OJHUM CIIOBOM, HO C COXPaHEHHEM BO3PAaCTHOTO Pa3BHTHUS OOIICH W MEIKON
MOTOpHKH [2]. B HameM KIMHHYECKOM Cily4ae Y JAEBOYKHM TaKXKE OTMEYAIINCh OTCTABAaHHE B
NICUXOMOTOPHOM pPa3BHTHH, YacThle PEHUIUBBI MH(PEKINOHHBIX 3a00J€BaHMH, Kak BHUPYCHOH, Tak U
OakTepuaTbHOW DTHOJIOTHH, HAOIIOMANNCh W3MECHECHHS B OOIIEM aHaau3e KPOBH (TPOMOOITUTOIICHHS
35x10%n, neiikonenus g0 1,7x10%n, ueiitponenus no 0,3x10°/1) ¥ B GHOXMMHYECKOM aHAIU3€ KPOBH
(JIAT mo 798 mmonb/n). Ilpu u3ydeHHUU JuTepaTypbl B ONMMCAaHHOM KiIMHWYecKoM ciydae (Kurait) y
pebenka He OBUIO BBIABIICHO HUKAKUX TMPH3HAKOB SMMJICTICUU, HAPYIICHUS 3pPEHHUS, HapyLIeHWH CHa,
KEITyI0YHO-KHIIEYHBIX MPOOJIEM, TeMaTOJOrNIEeCKIX U UMMYHOJOTHYECKUX HAPYIICHUH B OTIMYHH OT
Harero mamuenTa [12].

B wimHHYeckoM ciydae, omucaHHOM B Kwurae, y mammeHTa HE HaOMIOAAIOCH OTATOIIEHHOTO
HACJIeJICTBEHHOTO aHamMHe3a. Hu y oiHOTO M3 ero poauTeneit He 010 BeIsgBICHO MyTanuu [12]. To, uto
MyTarus Bo3HHKaeT de NOVO, MOATBEP)KIACTCSA JAHHBIMHM JIMTEPATYPhl M MPOBEACHHBIM HaMHU
HaOmoneHreM. Kak u B Oonbineli Macce marueHToB, myTtaius B reHe KAT6A B HamieM KIMHUYECKOM
cllyuae TaKKe BO3HHKIA (€ NOVO, TO €CTh T€HOTHUI POIUTEIEH HE HUMEET 3Ty MyTaluio. ITOT (akT
3aTPYJIHSIET BBISIBIICHUE TaKOM peNKOil aTOJIOTHH.
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BonpmMHCTBO THUArHO30B MOATBEPIKIACTCS METOIOM dK30MHOTO cekBecTpupoBanus. KAT6A u KAT6B
Bcero B mupe 500 ciyuaeB, mojacdeT BeAeTcs Ha MexAyHapoaHoMm coobmiectBe KAT6Foundation,
KOTOPOE TaKke OCYIIECTBIIACT MOANCPIKKY MAIIMEHTOB U UX POJAUTENCH, BeAECTCS IPYINa B COIUAIBHBIX
ceTsax, co3manHas J[xopmanom Mromiepom, oTiiom pebeHka ¢ cuHApoMoM ApbOanenbl-Tam. Tarxke B
MTOMOIIb HE TOJIBKO POIUTEISIM, HO W JICUAITIM BpadaMm cyiecTByeT opormmopa — «Cuaapom KAT6A» ot
Unique.

3aknioyeHune

Takum o6pazom, Cunapom ApOonenbl-Tam SBISETCS PEIKUM ayTOCOMHO-JIOMUHAHTHBIM 3a00JICBaHUEM,
BBI3BAaHHBIM A3 IMYHBIMH MHCCEHC- W HOHCEHC-MYTalUsIMH CO CcIOBUTOM pamMku B TeHe KATO6A.
IIpakTruecku BO BCeX Ciaydasx CHHAPOM ApOonenbl-TaM BO3HHUKAET B PE3YNIBTATE CIIYYAHHON «OIIMOKH
B kome» KAT6A. DTo o03HaA4aeT, YTO AAHHBIA CHHAPOM HEBO3MOXKHO IPEAOTBPATHThL. IIOCKOIBKY
«ommnoOKa Koma» CiIydaifHa, pUCK TOTO, YTO CIICIYIONINH PeOCHOK POMMUTCS C DTHM K€ OTKIIOHCHHEM,
oueHb HM3KUH. B HacTosmiee Bpems Bce ¢ynkimu reHa KAT6A moka HensBecTHbl. KATOA He TOIBKO
KOHTPOJIUPYET aKTHBHOCTh JIPYTHIX TEHOB, HO M MOXKET M3MCHSTH 00pa30BaBIIHECs OCIKH, BIIUSAS HA HX
paboty. JlocTaToyHo TpyAHO ommcath TUOUYHOro pedéHka ¢ KAT6A. OmHako oOIIMe CHMITOMBI IS
OOJIBIITUHCTBA TAIMEHTOB YaCTO BKJIIOYAIOT: 3aCPKKy HEPBHO-TICHXHMYECCKOTO Pa3BUTHS, OPOMOTOPHYIO
IUC(YHKIMIO, MAaJeHBKUI pa3sMep TOJIOBBI (3a CYEeT YCKOPEHHOIO CpalleHUs KOCTeH udepema),
MUKpOIIe(haInio, CYAOPOKHBIN CHHAPOM, TTOPOKHA PAa3BUTHS cepana (OTKPBITHIH apTepHaTbHBIA TPOTOK,
JIe(eKT MEKIPEICEPAHON TICPErOPOIKH), XapaKTepHbIE 4YepThl JiMla (TOHKas BEpXHAS Ty0a,
BEICTYNAIONIMKA KOHYMK HOCA), HAPYIICHUS 3peHHs (MT03, KOCOTJIA3Ue,CHIKCHHE OCTPOTHI 3PCHHUS),
yacThle WH(M)EKIMOHHBIE 3a00JieBaHUsl (OTHUTHI, TTHEBMOHHWM, OpPOHXUTHI, MH(MEKIUA MOYCBBIBOJISIIUX
MyTeH), MOBEIEHICCKNE TPYIHOCTH, HAPYIICHHUS CHA, TIPOSIBIICHUS CO CTOPOHBI JKEITyIOTHO-KAIIEIHOTO
TpakTa (CphITMBaHMs, TOIIHOTA, PBOTA, TACTpod30dareaabHbIi pediroke, 3amopsl) [2, 5, 8].

[Mupoxast BapHaOeIbHOCTh KITMHAYECKHX MPOSIBIICHUM JUKTYET HEOOXOIUMOCTD
MYJIBTHIUCIUTUTHHAPHOTO MOIX0/a K JMArHOCTUKE U KOPPEKITUK HAPYIIECHUH CHHpoMa Apbaseani-Tam.
K mHacrosimemy BpemeHu cuHapoM ApOanensl-TaM MOXKHO JMAarHOCTHPOBAThH TOJBKO — IOCIS
MOJTHOTEHOMHOTO TECTHUPOBAHHS W HAOIOJCHUS 32 KOHKPETHBIMH HEBPOJOTUYCCKUMU TPOSBICHHUSIMU.
BaxHpIM KOMIIOHEHTOM B HCCIICIOBAHWU IATOJOTHH SIBISICTCS HAKOIUICHWE KIMHWYECKMX JAHHBIX
MAIMEHTOB, KOTOPBIE MOTYT MPEJOCTABUTh TOJIE3HYI0 HH(MOPMAIIHIO O UArHO3€, MPOTHO3e M Oy IyIIHX
CTpaTerusx JieueHus 3aboneBanus. K HacTosmieMy BpeMeHH OOJIBHBIX ¢ cHHApOMOM ApOosnesnpi-Tam
HacuutbiBaeTcs 350 uwenoBek mo Bcemy mupy (2022 r.), mo cpaBuenuo ¢ 2016 r., rae ObUIO OMHUCAHO
Bcero 18 ciydaeB aroro peakoro 3aboneBanus [11]. MeaunuHa U WHBIE MCCIIEAOBATEIBCKHE OTPACITH
SIPOCTHO TIBITAIOTCS CIIOCOOCTBOBATH JyYIIIEMy ITOHUMAHHIO 3TOTO CHHIpPOMA. TeKyIhe BapHaHTHI
JICUCHHUS OTPAHWYCHBI UL yCTPAHEHWEM CUMITOMOB ((u3moTepanus, 3prorepamnvs W T.I.), HO B
Pa3IMYHBIX MEIUIMHCKUAX YYPESKICHUSAX TPOBOMATCS HCCIEAOBAHNS, YTOOBI JIydlie IOHATh OTY
naroyioruto. M3 roga B TOJl COBEPUICHCTBYIOTCS METOJBI JTUATHOCTHKH U UCCIICOBAHUS ONpEICICHUS
(denoTunmyeckoi xapakrepuctuku rena KAT6A [8].
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