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CNYYAN CUHOPOMA BAAPOEHBYPTA

Il TUMNA, OBYCJIOBJIEHHOIO HOHCEHC-
BAPUAHTOM r'EHA MITF B KOHTEKCTE I -
NOTE3bl ANMUTEHETUYECKOIO

MO3AULIN3MA

KnrouyeBble cnoBa: cvHapom BaapaeHbypra, retepoxpomus pagyxku, MITF, anureHeTrka, mosavmumam.
Keywords: Waardenburg syndrome, iris heterochromia, MITF, epigenetic, mosaicism.

Cuvnppom BaappeH6bypra (CB) npegn-
cTaBnger cobon peakoe ayTOCOMHO-AO-
MUHaHTHOe 3aboneBaHue. PacnpocTtpa-
HeHHocTb CB oueHuBaeTca Kak 1 Ha
42000 cpean eBpONencKoro HaceneHus,
a cpeav nogen ¢ BpoXAEHHbIM HapyLue-
Huem cnyxa — 2-5% [5-8, 11]. N3BecTHO,
4YTO Hambornee YacTbiMU NPUYNHaAMN BO3-
HukHOBeHust CB saBnswTcs MyTauum B
reHax PAX3, MITF, SOX10 n SNAI2 [2,
4]. CB pgensT Ha YeTbipe Tuna B 3aBUCU-
MOCTM OT (PEHOTUNUYECKNX NPOSIBNEHWNIA:
CB I tTuna (OMIM 193500); CB Il Tuna
(OMIM 193510); CB Ill Tna — cuHgpom
BaappeH6ypra-KnenHa (OMIM 148820);
CB IV tuna — cungpom BaappeHOypra-
LWaxa (OMIM 277580). O6wmmn ceHo-
TUMWYECKMMU MPOSIBNEHUAMU OIS BCEX
TunoB CB sBNAKTCA NoTepsi criyxa, Ha-
pyLlEHME MUIMEHTALUN KOXMW, BOMOC U
pagy>XHoW 00OMoYKkM rnas, CHWKeHue
OCTPOThbl 3pEHUSA, U3MEHEHUS B KOCTHAX
N CHWXEHVWe WMMyHuTEeTa. W3BeCTHO,
4yTo (peHoTUnuuyeckme nposereHns CB
KpaliHe BapuabenbHbl. Tak, npu CB B
nuTepaType 4acTo OMMCbIBAKOTCS Criydau
3HaUUTENbHbLIX (HEHOTUMNYECKUX pasnu-
YA gaxke mMexay nopakeHHbIMU urneHa-
MU OOHOW CEMbM, HECYLLMX OOHY U Ty Xe
myTauuto [10]. PaHee Habrntogaemyto npu

AHL, KMMN: TEPKOTUH ®epop MuxannoBuy
— K.M.H., C.H.C., rest26@mail.ru, https://orcid.
org/0000-0002-8659-0886, BAPALLKOB
Hukonan AnekceeBu4 — K.6.H., PyKOBOA.
nab., barashkov2004@mail.ru, https://orcid.
org/0000-0002-6984-7934; MeauunHckuin
nHctUTYyT CB®Y um. M.K. Ammocosa: JE-
BEOEBA Hatanbs AdaHacbeBHa — K.M.H.,
lebedeva-lor@mail.ru.

CB deHotunmyeckyto BapuabenbHOCTb
nopaxeHusi CBsA3biBanM B OCHOBHOM C
BMMAHWEM TEeHOB-MOAMdUKATOPOB. Tak,
npy CB Il Tmna 6bino nokasaHo Moau-
duumpytowee gencreme reHa LEF-1 Ha
akcnpeccuto reHa MITF [12]. OgHako B
2021 r. R. Happle Ha ocHoBe knuHu4e-
CKMX HabnoaeHn NaLMeHToB ¢ acMMMe-
TPUYHBIM MOPaXEHNEM OpPraHoB 3pPEeHWUs
n crnyxa 6bina BbickasaHa runoresa o
BO3MOXHOM 3MUIEeHETUYECKOM BIUSHUN
Ha eHoTUNNYecKyl BapuabenbHOCTb
CB [3]. Knaccuyeckum npumepom ponu
AMUreHeTNYecknx aKkTopoB SABMSETCH
VUMMNPUHTUHT NPU HEKOTOPbIX ayTOCOMHO-
OOMWHaHTHBIX 3aboneBaHusX: CUHAPOM
AHrenbMaHa («BbIKIIOYEHA» MaTEPUH-
ckas annenbs) u cuHgpom lMNpagepa-Bun-
nn («BbIKMOYEHa» OTLIOBCKasd annenb)
[9], no oTHoweHuo k cuHapomy Baap-
OeHbypra Takas runotesa Obina BbicKa-
3aHa Brnepsble.

B AxkyTnm B 2019 1. 66111 ONMCaH KNUHK-
yeckui cnyyar CB Il Tna, npu KoTopom
y nauneHTa Habntoganack reTepoxpoMus
pagyXHoW 0BO0MnoYkM C CceKTopanbHbIM
YYaCTKOM HOPManbHOW MUIrMeHTauuu
Ha MopaKeHHOW pafyHoW obonouke u
aCMMMETPUYHOM MoTeper cnyxa (ogHOo-
CTOpOHHAA rnyxoTta) [1]. OnucaHHbIN
KIMHUYECKWI CryyYal ¢ aCMMMETPUYHBIM
nopaxeHneMm OpraHoB 3pPEeHUst U cnyxa
(nopaxkeHa neBasi CTOPOHA) y NauueHTa
¢ CB Il Tuna 6ornblue cBuaeTensCcTByeT B
nonb3y runotessl R. Happle 06 anureHe-
TnyeckoM mosauumame npu CB [3], uem
B MOMb3y rMNoTe3bl O BMAUSHUWA FEHOB-
moamdumkaTopoB [12]. Ha Haw B3rnsa, B
criyyae 3nureHeTM4Yeckoro mosauumama
HepaBHOMEPHOE MOPaXXEHNE CEHCOPHbIX

opraHoB TeopeTunyeckn bonee BEPOSITHO,
4YeM Npu 3NUreHEeTUHECKOM BIIUSIHUW re-
HOB-MOANMMKATOPOB, NMOCKOMNbKY B 3TOM
cnyyae mbl 6bl Habntoganu Gonee pas-
HOMepHOe nopaxexue (Hanpumep, AByX-
CTOpPOHHEe MOopaXKeHWe OpraHoB 3peHUst
n cnyxa).

Takum 06pa3om, HECMOTPS Ha TO, YTO
CB xopowo u3yyeH, HoBas runoTesa
anureHeTn4yeckoro mosavumama npu CB
TpebyeT AanbHenwero n3yyYeHus n cBu-
AeTenbCTBYET 0 HEOBXOANMOCTM Moncka
HOBbIX CBMOETENbCTB SMUreHeTUYECKOro
KOHTPONSA Npu APYrnx criyvyasx HepaBHO-
MEPHOW 3KCMPECCHM rEHOB.

Paboma npoeodunacb 6 HUP AHL|
KMI «N3ydeHue eeHemuyeckol CmpyK-
mypbl U e2py3a HacriedcmeeHHoU namo-
noeuu nonynsayul Pecnybnuku Caxa
(Flkymus)» u eocsadaHus MuHucmep-
cmea HayKu U ebicwie20 obpa3osaHusi
P® (FSRG-2020-0016), a makxe npu
noddepxke epaHma POOU 20-015-
00328_A.
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KIIMHUWYECKOE HABINIOAEHUE PEBEHKA
5 JIET C SOPH-CUHOPOMOM

B ctatbe onucaH KNUHWYECKUA NpUMep peaKoro HacrneacTBEHHOro 3aboneBaHus SOPH-CVIH,ElpOM Yy pe6eH|<a caxa. OnucaHbl HabnogeHve
pe6eHKa C AaHHbIM 3aboneBaHMeM, 0COGEHHOCTM ANarHOCTUKN U BEAEHUS NauneHTa.
KnioueBble cnoBa: SOPH-CMH,EI,DOM, HW3KOPOCIOCTb, NefbrepoBckasi aHoManunsi NEVKoLUTOB, aTpodusi 3puTeNbHbIX HEPBOB, AETH, ﬂKyTMﬂ.

The article describes a clinical example of the rare hereditary disease SARS-syndrome in a Sakha child. The observation of the child with this
disease, features of diagnosis and management of the patient are described.
Keywords: SOPH syndrome, stunting, Pelger leukocyte anomaly, optic nerve atrophy, children, Yakutia.

BeeaeHue. B Pecny6nvke Caxa (Aky-
TWS1) ONMCaHO HaKOMMeHNe peaKkon ayTo-
COMHO-PELLECCMBHON, X-CLIENMEHHON pe-
LECCMBHON UM ayTOCOMHO-OOMUHAHTHOW
HacneacTBEHHOW MaTonorun y npeacra-
BUTENEN KOPEHHOro HaceneHusi — caxa
[1,2,5]. MNoa pykosBoacTBom A.M.H. H.P.
MakcrMMOBOW OMMCaHO HOBOE reHeTu4e-
ckoe 3abonesaHue y geten Pecnybnvku
Caxa (AkyTtnsa) — SOPH-cuHgpom. et ¢
3TMM 3aboneBaHNEM POXAAKTCHA C HOp-
MarlbHOM Maccom U POCTOM, HO K 6-7 me-
csauaM OoTMevyanucb atpodus 3puTenb-
HOro HepBa, CHWXeHMe pocTa MU Macchl,

MBAHOBA Onbra HukonaeBHa — A.M.H.,
npo. MW CB®Y wum. MK. Ammocosa,
olgadoctor@list.ru; CYXOMSACOBA Awutanu-
Ha JlyknyHa — K.M.H., MaBHbI BHELUTATHbIN
reHetuk PC(A), 3aB. mMeguKo-reHeTu4eckoro
ueHtpom PBNe1- HLIM; T'YPUHOBA Enu-
3aBeta EropoBHa — Bpay reHeTuk Meauko-
reHeTuveckoro ueHtpa PBNe1- HLIM; UBA-
HOBA Pos3a HukonaeBHa — Bpay reHeTvk
Mefuko-reHeTuveckoro LeHtpa PBNe1- HLIM;
FOJNIMKOBA OkcaHa AcdhaHacbeBHa — K.M.H.,
3aB. otaenexHnem MAY PC (A) «PBNe1-HLM»;
MWBAHOBA WpuHa CemeHOBHa — CTyfeHT 1
kypca MU CB®Y; BYPLIEBA TatbsiHa Ero-
poBHa — A4.M.H., npod. M/ CB®Y; B.H.c. AHLL
KMIM; CINIOBOAYUKOBA Mais MNaBnosHa —
npenogasatens Cr6IrTMY.

CHWKEHNe cybnonynauum MMMYHOKOM-
NETEHTHbIX KINETOK - )OpMMpPOBaHUE UM-
MyHogedumumTa [3,4]. AHanu3 katamHesa
1 AnHamu4yeckoe HabnopgeHue 3a nauu-
eHTamn ¢ SOPH-cnHgpomMom no3Bonut
paspaboTaTb KIMHUYECKME peKoMeHAa-
LM BeOEHUs 3TUX NaLUEHTOB.

KnuHuyeckun npumep. Bnepsble
cembs obpatunace B fekabpe 2017 r. B
getckyto nonuknuHuky ML, PBNe1-HLM
¢ »anobamy Ha 4yacTble pecrnmpaTtopHO-
BMPYCHblE MHEKLMMW, OTCTaBaHue B ou-
3M4ECKOM PasBUTUM, YXYALUEHWE 3PEHNS,
3a4epXKKy peqyeBoro pa3suTus.

M3 aHamHe3a xusHu. PebeHok 2016
r.p, AeBouyka, caxa. Ot Il 6epemeHHOCTH,
npoTekaBlUen Ha oHE UCTMUKO-LIEp-
BMKaINbHOM HEOOCTaTOYHOCTM Ha (POoHe
yrpo3bl  npepbiBaHus  GepemMeHHOCTU.
Popbl B cpok, B roffloBHOM NpeanexaHum.
Bec npu poxaenun 3460 rp, agnuHa 53
cm. OueHka no wkane Anrap 8/9 6annos.
PebeHok cpasy 3akpuyan, K rpyauM npu-
noxeH cpasy. BckapmnueaHue rpygHoe
no 1 roga 6 mecsues. lcuMxomoTopHoe
passutue: Oepxut ronosy ¢ 1 mecsua,
nepeBopaymBaeTcs ¢ 4 MecsueB, roBO-
put ¢ 13 mecsaues, xoauTt ¢ 16 mecsiLeB.
MepeHeceHHble 3aboneBaHusi: OPBW,
NMHEBMOHWMW, FAPUHIOTPaxeuT, OpPOHXUT.
TpaBm He oTMevanocs.

M3 aHamHe3a 3aboneBaHus: C roga
OTMEYAETCH CHWXEHWEe BeCO-POCTOBbIX
nokasatenen, 4dactole OPBW, B Teue-
HWe roga ABa pasa nepebonena ocTpom
NMHEBMOHUEN.

Mpn ocMoTpe cocTosiHne pebeHka
pacueHeHo Kak cpefHen CTeneHn Tsxe-
ctn. dnsmyeckoe, peveBoe U MNcuxmye-
ckoe pasBuTUe OTCTaért. lNuTaHme NoHu-
KeHHoe. KoXHble MOKpOBbl 1 BUAUMbIE
cnusuncTble brnegHble, YncTble. Katapanb-
HbIX SIBMEHUA HeT. [1oaKOXHO-XMpoBas
KneTtyatka BblpaxeHa crnabo. [pyanHas
KneTka npasBunbHoOW dopmbl. B nérkmx
[ObIXaHve Be3uKynsipHoe, NPOBOAMTCS MO
BCEM MoOnsiM, XpunoB HeT. CepaeyHble
TOHbI SICHblE, PUTMUYHbIE. XKNBOT MSATKUIA
6e3bone3HeHHbIN. [levyeHb, ceneséHka
He yBENUYeHbI.

Mo paHHbIM 06cnegoBaHUs B 0OLLEM
aHanm3e kposu ot 11.01.2018 r.: Mmnox-
pomMHasa aHemus. JlumdoneHus. Jlenko-
neHus. lMenbrepoBckas aHOManusi neu-
KOLMTOB.

buoxummyeckun aHanua KposBu OT
11.01.2018 r.: cHwXeHue cogepxaHus
dpakumm rnobynmHoBs.

MmmyHorpamma ot 22.01.2018 r.: IgA
0,1 mr/mn (0,21-2,82r/n '), IgM 0,49 mr/mn
(0,47-2,40 mr/mn ), 1IgG 1,7 mr/mn (4,83-
12,26 wr/mn), CD3+81,0% (62-69%),



