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6upck), PLICCX (r. Xabaposck), HMAL]
PAH (r. Tomck), HMALK nm. akag. E.W.
Yaszosa (. Mocksa). lNMonyyeH nonoxu-
TenbHbI oTBeT M3 PLICCX r. Xabapos-
cKa: MokasaHO ornepaTvBHOE feyeHne B
obbeme XMpypruyeckon peeackynspusa-
LMn KopoHapHOro 6accemnHa.

MaumneHTke B okTA0Ope 2022 r. B Gbina
BbIMOJIHEHA COYETaHHas onepauums: npo-
TesampoBaHue crteona JIKA cocyouctbim
npote3om «Vascutek PTFE» Ne6. lNna-
ctuka JIC 3annarton n3 aytonepuvkapga.
lMnactvka MuUTpanbHOrO KramaHa Ha
onopHoM Konbue «MegWux» Ne28. Ha
KoHTponbHon KAI: CtBon JIKA: npoTtes
npoxogum. B MKA, NMMVXB, OB okknto-
3MOHHO-CTEHOTUYECKOTO MOpPaXkeHUs1 He
BbISIBNEeHO. PeBackynapusaunsa Muokap-
[a He nokasaHa (puc.2).

PaHHWA  nocneonepaumoHHbIA  ne-
pvog npoTtekan 6e3 ocnoxHeHun. Cpok
HabnoaeHus 22 mec. YKanob akTUBHbIX
He npeabsBnsert. [NauneHTka Tpygocno-
cobHa, npuBepxeHa K Ha3Ha4YeHHoW Te-
panuu.

O6cyxaeHue. KnuHnyeckass kapTtu-
Ha «B3pocrnoro» Tuna CBYI MHoronu-
Ka, BKItoyash 6ecCMMNTOMHOE TeYeHwue,
KOTOpPOE MOXHO OOHapyXuTb npu Me-
OnumHCknx ocmotpax [7,10]. Y Hawen
nauneHTKn MaHudecTaumns npovsoLuna
¢ napokcuamos PXK. o pesynsratam Bu-
3yanuanpyoLnx METOLOB AMarHOCTUKM
ObINK BbISIBNEHbI MHAMBUAYaNbHbIE OCO-
OEHHOCTM KOPOHApPHOro pycna, KoTopble
obecneunBany apekBaTHyl nepdysunio
Muokapga. HemanoBaxHbIN GakT, yYTo y
nauMeHTKM, HeCMOTpsi Ha pemMogenunpo-
BaHue JDK, He Habntoganock NpUM3HaKoB
cepAevHon HepocTaTtoyHocTu. B cBsiam
C 9TUM He MCKNoYaeTcs YyHKLMOHUPO-
BaHuWe cocynoB BbecceHa-Tebesusi, ko-
TOpbl€ PaCnonoXeHbl UHTPAMyparbHO 1
aHaCTOMO3MPYIOT Kak C apTepuarbHbIMU,
Tak 1 BEHO3HbIMW COCyAaMU, TEM CaMbIM
obecneynBasi KOMNeHcaTopHyl nepdy-
310 ULLEMU3NPOBAHHOIO Muokapaa [5].
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BoccTtaHoBneHne pasvepoB n 06beMoB
JDK MOXHO 06BSCHUTE heHOMEHOM Xpo-
Hu4eckon rmbepHaummn Npu ANUTENbHOM
neduumTte KOPOHapPHOro KPoToBoKa [2].
3akntoueHue. Npn CBYT eanHcTBEH-
HbIM METOAOM IleYEeHUS SBMSAETCH Xu-
pypruyeckoe BOCCTaHOBMeHue OuapTe-
pvanbHOrO KOPOHApHOrO KPOBOTOKa ANs
CHWXEHUs1 pucka pasBuTUs daTarnbHbIX
apuTMUIA NpU  ULLEMUYECKOM pemoge-
nuposaHun JIK. Ha npumepe gaHHOro
cryyas nNpoOAEeMOHCTPUPOBAHO  KBamnu-
dMUMpPOBaHHOE fiedYeHne Ha BCex aTanax
OKal3aHus MeguUMHCKOM nomoLwmn: 1-51
MOMOLLb, CKOpas crneuuanusnpoBaHHas,
KapgonopeaHumaumoHHas, cneumanunsmn-
poBaHHas Kapauonoruyeckasi, BblCOKO-
TEXHONOrMYHasa  KapAuoxupyprudeckas,
KOTOpble NPOBOAMINCL MO abCOMIOTHLIM
XXM3HEHHbIM NMOKa3aHWAM. YunTbiBas pas-
nWYHbIE KNUHUYeckne BapwaHTbl CBYT
y cheunanucToB, OKasblBaloWmMX nep-
BMYHYIO MEOUKO-CaHUTapHYK MOMOLLb,
- y4yacTKOBbIX MeavaTpoB, TepaneBToB,
Kapamornoros, AOMKHa ObITb HacTOpo-
XKEHHOCTb B OTHOLLEHWW 3TOr0 PefKo-
ro, HO OMacHOro ANs XW3HW NauUeHTOB
BPOXAEHHOro 3aboneBaHus.
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KNUHUYECKUN CNYYAN ANTbBUHU3MA

Y PEBEHKA 12 JIET

B cratbe npeactaBrieH KIAMHWYECKMIA NpuMep pebeHKa C rnas3oKoXHbIM ansbuHuamom 1A
TUNa. YCTaHoBMeH TvN anbbuHuama 1 BbIsSiBEHbI COnyTCTByoWwMe 3a6oneBaHnst. [MasoKoXHbI
anbBMHU3M - 3TO ayTOCOMHO-PELIECCHBHOE HACMNeACTBEHHOEe 3aboneBaHuve, Npy KOTOPOM Kpome
rMasHoro anbbuHU3Ma UMEEeTCs TMMONUIMEHTALMS KOXKM 1 BOSOC.

KnioueBble crioBa: rMasoKoXHbI anbouHuaM 1A TUna, CHUXKEHWE 3pPEeHMUsi, MUrMEeHTaLus,

AxkyTna, Apktuka.
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The article presents a clinical follow-up of a child with oculocutaneous albinism type 1A. For the first time, the type of albinism was established
and concomitant diseases were identified. Oculocutaneous albinism is a disease with an autosomal recessive type of inheritance, in which, in
addition to ocular albinism, there is hypopigmentation of the skin and hair.

Keywords: oculocutaneous albinism 1A, lower vision, pigmentation, child.

BeegeHue. AnbOvHM3M — ayToOCOM-
HO-peLeCCUBHOE HacneacTBEHHOe 3a-
boneBaHue, CBS3AHHOE CO CHUXXEHMEM
WU OTCYTCTBMEM BbIPAbOTKM MenaHuHa
B 9KTOAEpME, NPOSIBNSAETCA MMNOnNUrMeH-
Taumen Koxmu, Bonoc n rnas. B ocHoBe
3aboneBaHns NeXUT HapylieHne obpa-
30BaHWs MENaHnHa B MenaHoumTax, ooy-
CINOBIEHHOE UHAKTUBALUUEN TUPO3MHA3bI
[1, 2, 6]. B HacTosiLLee Bpems reHeTuqe-
CKMMM UCCNEAOBAHUSIMUN BbISIBNEHO, YTO
npakTU4eckn Bce (POpMbl MMa30KOXKHOIo
anbbuHnama (F'KA) HacnegytoTcs no ay-
TOCOMHO-PELIECCMBHOMY TUMY, @ rMa3Hom
anbOWHM3M - TONMbKO Mo X-CLenfeHHoOMY
TMny. Mcxoass M3 aToro Obina npuHATa
cneayowas knaccugukaums:

- TnposuHazosasucumbln KA (Tun 1),
BKItoyaoLwmn 1A — TMpo3nHasoHeraTvB-
HbI, 1B — TMPO3MHA30MO3NTUBHBIN;

- M-rensaBucumbin MKA (Tyn 2), Bkto-
vyatrowmn A — lM-reH3aBUCUMbII TITa30KOX-
HbIi anbbuHuam, B — Tl-reH3aBUCUMBbIN
«YaCTUYHbI» anbbuHmam, B — «kopuu-
HEBbIN» anbbUHM3M;

- TRP- 3aBucumebin KA (Tvn 3).

Kpome aToro, B knaccudukaumo
BKITHOYEHbI CMHAPOMarbHble OpMbI anb-
©OvHu3ma — cuHgpombl MepmaHckoro-Iya-
naka, Yegmnaka-Xurawm, X-CBsI3aHHbIN
rmasHon anbbuHW3Mm, CMHOPOMbI C MpPO-
SIBNEHMeM TUMONMUIMEHTALUN KOXMW, CO-
yeTatoLmecs C rnyxoton u 6e3 rmyxothbl,
rnasHas runonMrMeHTaumMss 1 CuHApOM
AHrenbmana [3, 4, 9, 13].

Ha cerogHsiWWHWIA [O€Hb W3BECTHO
12 KAWHWKO-reHeTuyeckmx TunoB [KA.
Hawnbonee pacnpocTpaHeHHbIM SBMSIET-
ca 1 tun N'KA. OH nmeeT gBa nogtmna:
1A — MonHoe OTCYTCTBUE TUPO3UHA3bI
n 1B — 4yacTU4YHOEe CHWXEeHMEe aKTUBHO-
CcTn TuposmHasbl [1, 10, 12]. KnuHude-
CKM MNPOSABMAKTCA MOYTM OOUHAKOBO,
HO MEepBbIA NOATUM CUYNTAETCA TshKenee
n3-3a OTCYTCTBUSA YNy4lLeHWs C Bo3pac-
Tom. Tak, TKA 1A Tuna xapaktepuay-
€TCsl MONHbIM OTCYTCTBMEM MeNnaHuHa.
YacTtota BCcTpe4aemMocTn B Mupe OT
1:17000 go 1:20000. MNpoaykT reHa TYR
TUPO3MHa3a rmapokcunmpyeT L-TuposnH
po L-NO®PA u okucnsier L-AOPA po
OO®AxmHoHa. [loTepst aToW OYyHKLMM
npMBOOMUT K HECMOCOBHOCTM CUHTE3MPO-
BaTb MenaHvH. PeHoTunMyeckn y aetemn
Oenas Koxa, Genble BOMOCHI, pagyXKu
CBeTMble UNU KpacHble, BOCNPUUMYMBBI
K BO30ENCTBUIO yNbTpadroneToBbIX ny-
Yen, OOIMKHbI MOXM3HEHHO cobniaaTtb

Mepbl NPefoOCTOPOXHOCTU, Tak Kak Bbl-
COKa BEPOATHOCTb Pa3BUTUSI paka KOXWu
[3, 7, 11].

Haunbonee KknuHUYeCKN  TSKENbIM
nposiBNeHnemM anbbvHuama gBngaeTcd
odhTanbmornoruyeckas natonorus. MNopa-
XKEeHWe rma3 BKITHYaeT rmnonMrmeHTaLmio
WUNN OTCYTCTBME NMUIMEHTA rMa3HOoro AHa
1 pagy>XHol 060MoYKM, CHUKEHNE OCTPO-
Tbl 3pEeHUs, HAUCTarMm, Kkocornasme, oTo-
Gobuto 1 HenpaBUIbHLIA NepekpecT
HEPBHbIX BOJTOKOH Ma3HbIX HEPBOB B 00-
nactu xvasmsil [5, 6, 10].

Cneuundumyeckoro nevyeHns anbonHM3-
Ma He CYyLLIEeCTBYET, TONIbKO CUMMTOMATU-
Yyeckoe, HanpaBMneHHOe Ha KOPPEeKLMo
3peHnst 1 npodunaktTuky 3abonesaHun
KOXMU.

KnuHuyeckun npumep: PebGeHok A,
12 net, non »EeHCKWUA, 3BEHKWUIKa, CO-
CTOWUT Ha y4yeTe B MEeAMKO-TeHETUYECKOWN
koHcynstauum PBNe1-HUM nm. M.E. Hu-
konaesa ¢ 2012 r. NocTynaeT nnaHoBO
anst obcrnepoBanus B Negnatpuyieckun
ueHtp PBNe1-HUM um. M.E. Hukonae-
Ba C Xanobamu Ha M3ObITOYHYIO Maccy
Tena, NfoxXoe 3peHue, OTCYTCTBUE BTO-
PWYHBIX MOMOBbLIX NPU3HAKOB.

M3 aHamHesa: PebeHok ot 3-i1 Gepe-
MeHHoCTU. Macca Tena npu poxaeHuu
5000 r, poct 57cm. C poxageHusi aHO-
ManbHO CBETNbIA LUBET nuua, obecu-
BEYEHHbIE BOJIOChI, PecHuLbl 1 GpoBw,
ropusoHTanbHbin Huctarm. C  paHHero
OeTCTBa WM30bITOYHbLIA Bec, nporpec-
cupylownin nocrnegHve 2 roga. Hocut
acTurMaTMyecKkMe O4YKM Ha MOCTOSIHHON
OCHOBE, KOPPEKTUPOBKA NNH3 — B anpe-
ne 2023 r. CocTtonT Ha AMCNaHCEpPHOM
yyeTe B AETCKOWN MOMUKIMHKKE MO MECTY
XWUTEnbCTBa C [AMarHO30M: YacTU4Has
aTpodusa amcka 3putensHoro Hepea. Co
CMnOB, anneTUT MOBbILEHHbIA, COH Ha-
pyweH. [NepeHeceHHble 3abonesBaHus:
OP3, OPBMW, BeTpsiHas ocna. TpaBm,
onepauuin He 6b110. Annepronornyeckmn
aHaMHe3 crnokoeH. [onHoro kommnekc-
Horo obcnegoBaHus He GbIno NPoBeAEeHO
n3-3a HEBO3MOXHOCTW BblexaTb 3a npe-
J€enbl parioHa NpoXMBaHUSI.

O6GbekTuBHbBIN cTaTyc: pocT 152 cwm,
Macca Tena 69 kr, WMT= 29,8 kr/m?
(Hopma 18,0 — 18,4); SDS UMT+2,7 (Hop-
ma+-1,0 SDS WMT). [NponopuuoHans-
HOro TernocnoxeHus. ®opma ronosbl
okpyrnas. KoxHble NokpoBbl U BUAUMbIE
CNN3UCTbIE, BOMOCHI, PECHULbI U BPOBU
rMNONUrMeHTUPOBaHbI. [OAKOXHO-KNPO-

Basi KrneTyaTka Ype3MepHO Bblpa)keHa B
obnacTu xuBoTa, AedeKkTbl KOXM B BUAE
CTpUI Ha xmBOTe 1 begpax. Habnogaet-
Cs1 TMNOTOHMSA MblWwL,. BanbrycHasi nocta-
HoBKa cTon. Jlnuo cummetpudHoe. Lleq
KopoTKasi, lnpokas. [pyaHas knetka 6e3
ocobeHHocTen. XKuoT yBenudeH. [le-
YeHb, ceneseHka He yBenuyeHbl. KoHeu-
HOCTW CMMMETpUYHbIE. NMonoBoe pa3su-
TMe no xeHckomy Tuny. CTyn, avypes B
HOpMe.

MpoBeneHbl crnepgytowme naboparop-
HO-MHCTPYMEHTarbHbIE UCCINENOBAHNS:

O6wwuin aHanus kposm o1 28.01.2024 1.
runoremorrniobuHemusi, nMM@ouunTO3,
MOHOLMTO3, HenTpodunes. COD no MaH-
YyeHkoBy -26 mm/y (PU: 1-15 mm/y).

Broxnmunyeckuii aHanma KpoBu U rop-
MOHanbHbI cTatyc ot 23.11.2024 r. B
npegenax HopMbl.

ViccnenoBaHne KpoBM Ha FOPMOH po-
cta ot 23.01.2024 r.: wHCynMHOMNogZoo6-
HbI dpakTop pocta — 520,2 Hr/mn (PWU:
123-396 Hr/mn), coMaTOTPONHbLIV FOPMOH
— 0,16 Hr/mn (PW: 0,12-8,08 Hr/mn).

[MoKO30-TONEepaHTHbLIN TECT:
7,00=4,72 mmons/n; 8,00=9,79 mmonb/1;
9,00=7,91 mmonb/n.

OnekTpoaHuedanorpamma oT
23.01.2024 r.: 6uoanekTpuyeckasl akTuB-
HOCTb MO3ra COOTBETCTBYET BO3pacCTy.
MaTonornyeckon annnNenTMOpMHON ak-
TMBHOCTM He BbISIBIEHO.

Y3/  wuToBMOHOW  XKenesbl  OT
24.01.2024 roga 6e3 natonoruu.

Ha undpoBon peHTreHorpamme Ku-
CcTen pyk B AByx npoekumsax ot 19.01.2024
roga KOCTHbIA BO3pacT COOTBETCTBYET
11-11,5 ropam.

OcwmoTp rnHekonora ot 14.01.2024 r.:
Ma1, PO, Ax0, Me0. 3agepxka nonoeo-
ro Co3peBaHus.

KoHcynbraums reHetuka. 3akmove-
Hue: ANbOUHU3M Na3oKoXHbIA 1A Tun.
PekomeHaoBaHo HabnogeHne npobaHaa
N CeMbu B MEOUKO-TEHETUYECKON KOH-
cynbTauum u NpoBeaeHne 3K30MHOIO UIn
NMOMHOIEHHOrO CEKBEHNPOBAHMS.

MpoBeneHo reHeTnyeckoe wuccreno-
BaHME METOOOM CEKBEHMPOBAHWSI KOAMW-
pylOLMX NOCrnefoBaTeENbHOCTEN [EHOB
TYR OCA1A, OMIM#203100. 3aknto4e-
Hue: AnbOMHN3M rMas3oKoXHbIN 1A TUn.

KoHcynbTauns odTanbmonora
or 19.01.2024 r.. OctpoTa 3peHuss ¢
koppekumen: OD: 0,05sph +3,0 cyao-
2,0ax0=0.05; OS: 0,05sph +2,5 cyno-
1,0ax0=0.07. JlokanbHbI cTaTyc: rnas-
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Hoe sibnoko OU: nnaearoLlime ABUKEHUS
rnas, ropu3oHTarnbHbIN cpegHepa3MaLlm-
CTbI HUCTarm, YK+15, Ha koBepTecT anb-
TEPHUPYET, NOABWKHOCTb B NMOMHOM O0b-
eme. Bekn 6e3 ocobeHHOCTEN, crnesHble
TOYKM B HOpMe. KOHbIOKTUBA CMOKOMHas.
Porosuua npospayHas. MNepegHsa kame-
pa: cpegHen rmybuHbl. Bnara nepegHei
Kamepbl: npo3payHasi. 3pavoK Kpyrmbi
MeLMKaMEHTO3HbIV Mugpuas - 6 mm. Pa-
[OyKKa: OTCYTCTBYET MUIMEHTHBIN NINCTOK,
npoceeunBaeT. XpycTanuk npo3padHblii.
CreknoBugHoe Terno 6e3 ocobeHHOoCTEN.
CeTyaTka spKO-po30BOro LBeTa, 6ecnur-
MEHTHasi, MPOCBEYMBAIOT COCYAbl, XOpU-
oungpl. 3aknodenne: OTcyTCcTBME NUT-
MeHTa B pafyxHowu obonoyke n Ha rnas-
HOM AHe, runonnasusa dosea 3-n—4-n
cteneHn. CHWXeHMe OCTPOTbl 3pPEHMS.
OunarHos: OU — yacTuyHasa BpoXxaeHHasi
HUCXoasLWasa aTtpodusi 3pUTENBHONO He-
pBa Ha doHe anbbuHmama. M'nepmeTpo-
nMs cpegHen CTeneHn TSKEeCTU, NPSMON
acturmatmam. Cxopsuieecss BTOpUYHOE
COOpPYXECTBEHHOE anbTepHUpYoLLee He-
aKKkOMaZaunoHHOe Kocornasue.

Mo pesynstatam  obcnegoBaHus
YCTaHOBMEH KnuHuYeckuii amarHos: Oc-
HOBHOW: AnbOWHM3M TMa3oKoXHbIA 1A
Tmn. OxwupeHue 2-n-3-i crtenenn. Co-
nyTCTBYOLWMIA: YacTuyHasa BpoXaeHHas
HucxoasLwasi atpodums 3pUTENBHOMO He-
pBa Ha doHe anbbuHnama. MNnepmertpo-
nMsa cpegHen CTeneHn TAXeCTH, NPsMon
acturmatmam. Cxopsilieecs BTOPUYHOE
COAPYXECTBEHHOE anbTepPHUPYOLLIEE He-
aKKoMaZaumnoHHoe Kocornasue.

O6cyxpageHue. Hawmu npeacTaeneH
KNMUHWYECKMI CryYyal HacneacTBEHHOro
3aboneBaHus - rMa3oKOKHOro anbLOVHN3-
Ma 1A Tuna. PeGeHok cocTosin B Meau-
KO-reHeTMYEeCKOW KOHCYNbTaUmMmn Ha yyYeTe
C POXAOEHWs, HO MOMHOE reHeTu4eckoe
uccrnefoBaHne npoBedeHO BrepBble U
TMn anbbuHuM3ma onpegerneH Brepsbie.
MonHoe odranbmonornyeckoe obcneno-
BaHVe C BbISBNIEHNEM BCEX MMEILLNXCS
HapyleHWn 3peHnst Takke MpoBeAeHO
BrnepBble.

CornacHo nuTeparype, y OOHOM Tpe-

TV OeTel C rmasoKOoXHbIM anbOMHU3MOM
M3-3a 3pUTENbHbBIX HAPYLUEHUA MOXET
Habntogatbes 3agepxka peun. Hapylue-
HWE 3PEHUS MOXET NPUBECTU K UCKaxe-
HUIO coLMarnbHO-PEnsiUMOHHbLIX HaBbIKOB
[8, 14]. Y maHHOro naumeHTa UHTENNEKT
He CTpafaer, yCrneBaeMOoCTb B LUKOSE, CO
CInoB, BblCOKas.

/3BeCTHO, 4TO anbOMHU3M 3TO peakoe
reHeTuyeckn oOycroBrneHHoe Hacnea-
CTBEHHOe 3aboneBaHWe C MHOXECTBEH-
HblMu copmammn. Kpome ToOro, cylie-
CTBYKT CUHAPOMarbHblE MNPOSIBIEHMUS
anbObMHM3Ma U AaHHasi NaTonorns cyu-
TaeTcs BCE elle MOSIHOCTbI Hen3y4eH-
HoW. [10 HacTosILLero BpeMeHu Npoaor-
)KarTcsa uccrnenoBaHust reHoB, MyTaumm
B KOTOPbIX BO3MOXHO BIIUSIOT HA CUHTE3
MenaHvHa. 1o [aHHbIM nuTepatypbl,
naeHTndUUMpoBaHoO BoceMb (HopM rmna-
30KOXKHOTO anbbuHuama ¢ pasnnyHbIM
EeHOTUMNOM.

PaHHss anarHocTuka BakHa Ans Bbl-
ABMNEHWS TSXKECTU NopakeHust rnas u on-
TUYECKOM KOPPEKTUPOBKN N MOBbILLEHNS
KayecTBa KU3HW. MNMauneHTbl ¢ anbobuHN3-
MOM [OIMKHbI NOXW3HEHHO HabrnoaaTbes
y odhTanbmoriora u gepmartonora u no
HeobXoaUMOCTU Y ApYrX CneumnanucToB.

TpebyeTcsa cosgaHne ocobbix ycro-
BUA XM3HU Ona pebeHka ¢ anbOUHM3-
MoM. CRnoXHOCTb mpeacTaBnsieT obyde-
HVe ¥ JanbHenlee TpyaoyCTPOWCTBO U
netopoxaeHue. Takum obpasom, nccre-
[oBaHWe aaHHou npobnembl 6yaert Beer-
[a akTtyanbHo. M3yyeHue KrivHUYeckmx
CUMMTOMOB N OCOGEHHOCTEN TeYeHus 3a-
OoneBaHUs NpeAcTaBnsieT MHTepec Ans
NPaKTUKYOLWMX NeANaTPOB U OKYINCTOB.
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