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Pompe disease and ophthalmopathy: literature review

Tuy Nga Brignol', J. Andoni Urtizberea’
TAFM-T¢éléthon, Evry tnbrignol@afm-telethon.fr;
2Praticien hospitalier, MPR, Hépital Marin de Hendaye ja. urtizberea@free. f

Large number of ophthalmological problems has been found in patients with glycogenosis type 11 (Pompe disease, PD). Since enzyme replace-
ment therapy (ERT) has been introduced ophthalmic examination in the routine follow-up gained a special role in infantile-onset Pompe
disease and prolonged survival. Currently a number of cases with ophthalmic disorder as the first sign of PD is known. Histopathological fea-
tures of glycogen deposits in various eye structures has been described. Current review summarizes PubMed data on ophthalmopathy in PD.
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Bbonesus I[Momne (BIT, OMIM 232300 — ORPHA 365),
w rmkoreHo3 11 tuma (GSD 11, glycogen storage disease),
OTHOCHUTCS K HACJICACTBEHHBIM JIM30COMAJIBHBIM OOJIe3HSIM
HaKOIUICHUSI BCICACTBUE medummTa (hepMeHTa o-TIIFO-
ko3unasbel (GAA, acid a-glucosidase). BI1 — opdanHoe 3a00-
JIeBaHUE C ayTOCOMHO-PELIECCUBHBIM TUIIOM HaCJIeIOBaHMSI,
7151 IeYeHNsI KOTOpoli ObLia pa3paboTraHa (pepMeHTHasI 3aMe-
cturenbHas Tepanust (P3T, ERT, engyme replacement therapy).
B 2006 1. ObUTO TOJTYYEHO pa3peleHe Ha IPUMEHEHHE pe-
KOMOWHAHTHOI 0-TJTFOK031Aa3bl B EBporte, Kak eMmMHCTBeH-
HOTO TIperapara IjIsl MalMeHTOB, cTpamatonmx bIT.

B Hacrosimieii pabote mpeAcTaBieH 0030p JOCTYITHBIX
B PubMed KiIMHMYECKMX ¥ THICTOIOTMUECKIX TAaHHBIX, XapaK-
TepHbIx 4151 BIT. KimtoueBbIMU ciioBaMu MpH IMTOUCKE COOTBET-
CTBYIOIIEH JIMTEPATYphl OBUIM: prosis — strabismus — optic
neuropathy — retina — Pompe disease — acid maltase deficiency.

Knuxuyeckue npusHaku omanbMonamuu

OCHOBHBIMM KIIMHUYECKUMU MPpU3HAKaMU O(hTaIEMO-
natuu nipu BII gBnsiiorcst ctpabus3m U NTO3, Hanbojee
BEPOSATHO CBSI3aHHBIC C MBIIIIEYHOM CIA00CTBIO TJIa30IBH -
raTeJIbHBIX MBI ¥ MBIIIIBI, TTOTHUMAIOIIEH BepxXHee
BeKo. B Taby1. 1 cyMmMupoBaHbI OIMcaHHbBIEC KITMHUYECKHE
CIIyJamn.

Ilmos3

MMUOTEHHBIN IITO3 SIBIISIETCS PE3YJIBTaTOM JIOKAJIBHOTO
¥ TeHepaIn30BaHHOTO MbIIeYHOTo medurnmra. CoxpaH-
HOCTh (DYHKIIMHU MBIIIIIBI, TOMHUMAIOIIEH BepXHee BEKO,
OTpaxkaeT KOJWYECTBO MHTAKTHBIX MBIIIIEYHBIX BOJIOKOH.

I1to3 mpu BII BcTpeyaercs yaie u 6ojiee BbIpaXkeH
y neteii. Bce M3BecTHBIE CTyyan IT03a Y AeTei XapaKTepy-
3yIOTCS JBYCTOPOHHEN CUMITOMATUKOM, TOrIa KakK ABY-
CTOPOHHMI TITO3 Y B3POCJIBIX OITMCAH JIMIIb B 1 cirydae.

* Les cahiers de myologie 2014;11:22—24.
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Tadmuua 1. Cumnmomsr opmanrsmonamuu npu eauxoeerose Il muna (6oaesnsv Ilomne)

Agtop (cTpana)

Smith 1 coast., 1972 (CLIA)
[1]

Libert u coasr., 1977 (benb-
rus) [2]

Goebel u coabr., 1978 (Iepma-
Hus) [3]

Barnes u coasr., 1993 (Benu-
KoOpuTanus) [4]

De Wilde u coasr., 1995 (Hu-
nepaaHib) [5]

Groen u coaBT., 2006 (Hunep-
JaHzbl) [6]

Ravaglia u coasr., 2007 (MUta-
) [7]

Yanovitch u coasr., 2010
(CIIIA) [8]

Slingerland u coasr., 2011 (Hu-
nepraaHas) [9]

Chien u coasr., 2014 (TaiiBaHb
& CIIIA) [10]

Groen u coasr., 2006 (Hunep-
JTaHzbl) [6]

Ravaglia u coasr., 2007 (WUta-
) [7]

Ravaglia u coabr., 2010 (MTa-
) [11]

Yanovitch u coasr., 2010
(CLLA) [8]

Yanovitch u coasr., 2010
(CLLA) [8]

ITanuent

Manpuuk, 3 roga

Masbuuk, 4 Mec

Masbuuk, 9 Mec

XKenHmmuHa, 45 net

XKenmmuna, 33 et

XKeniuna, 37 et

Kenmuna, 46 et

PebeHok

Manbuuk, 4,5 roga

Manpuuk, 7 et

12 B3pOCIIBIX CPETHETO
BO3pacra: ot 25 10 67
JIeT

22 B3pocibiX (1 XeH-

ILMHA)

28 B3pOCIIbIX

30 mytageHIeB

7 B3pOCIBIX (6 XKeH-
IIMH, 1 My>XunHa)

ITopa:keHue oprana 3peHust

CrpabusM (330Tporust)

Her npusHakoB nopaxeHus opraHa 3peHusi. bu-
OICHS KOHBIOHKTUBbI: BKJIIOYEHUS JIMKOTeHa

C YJABTPAaCTPYKTYpPOWi, UIEHTUYHOUN TOM, YTO
ObL1a OOHapyXeHa y TUI0/Ia, HO B OOJIbIIIEM
KoJmvecTBe (CM. Tabr. 2)

Crpabusm

OIHOCTOPOHHUI MTO3

OmHOCTOPOHHMH MTO3, KAK €AMHCTBEHHBIN
MepBUYHBIN npu3Hak BI1

OmHOCTOPOHHM MTO3, KaK €AMHCTBEHHBIN
MepBUYHBIN npu3Hak BI1

OIHOCTOPOHHUI MTO3, KaK MEPBUYHEII MTPH-
3HaK B 46 JIeT, MpeAIeCTBYIOIIMIA TBUTATEb-
HOMY aedunuty; ¢ 58 1eT — GunarepanbHbBIIN
xapakrep nro3a. bI1 auarHocTupoBaHa B 48 et

[Tro3, cTpabuszm

[MepBUYHBII ODTATEMOIOTMYECKU OCMOTP

(B 2,5 rona): MUHUMAaJIbHBII ABYCTOPOHHMUIA MTO3
0e3 I1a30ABUTaTeIbHBIX HAPYIIEHWIA, MUOTIVSI
-7.75A v -8.751. B 4.5 rona: HapactaHUe MUO-
mu (-8.5] u -10/1), BEIpakeHHBII TBYCTOPOH-
HUIA MITO3, [1a30ABUTraTeIbHbIE PACCTPOMCTBA,
[J1a3HOE THO — HOpMa

JBYyCTOPOHHUIA NTO3, MUoOMUs - 107

Ito3: y 4 (33 %) 13 12 NOBHILICHHBII YPOBEHb

B CPaBHEHUM ¢ 0A30BOI MOMYJISALMEN, U3 HUX 3
JKEHIIWHBI; CPeIHUI Bo3pacT: 55 (47—63) jer;
TEPBUYHBIN CUMITOM Y 3 TarteHToB. CHIDKEH-
Hasl GYHKIMS MBIIILIBI, TOIHUMAIOIIEH BepXHee
BeKko: y 6 (50 %) u3 12; Koppesmusi ¢ ITO30M:
0,84, yTo yKa3bpIBae€T HA MUOTEHHBII XapaKTep
MTo3a

Ilro3:y 1 u3z 22
JBycTOpoHHUIA TO3: y 1 U3 22 (MyTauus

525delT)

JBycTOpoHHUIi NTO3: y 4 13 30

OIHOCTOPOHHUY MTO3: Y 6 3 7

IIpumevanne

®D3T: Her

®D3T: Her

®3T: Her

D3T: Het. BeipaxkeHHBIN OYITb-
OapHbIii Mapaany: AblXxaTeJbHast
HEJI0CTaTOYHOCTb, HAPYIIEHUSI
[JIOTAHUST

®3T: Her. JleyeHue nro3a
OIIEPATUBHBIM ITyTEM (pe3eKIIUs
MBIIIIIBI, [IOTHUMAIOIIEN BEpXHEE
BEKO)

®3T: Her

D3T: na; 6e3 ahdekra Ha MTO3
ocjie 2 MeC JIEYeHNST

O3T: na

®3T: ¢ Bo3pacra 4 Hep.
OrnepaTuBHOE JieYeHUe NTo3a C
XOPOIIIUM Pe3YTBTaTOM

O®3T: na.

Cnycrs S et u 11 Mec neueHust
CTaHJAPTHOU T030¥: yJydyllIeHUE
JIBUTATEJIbHOM U CEpIeYHOM Aesi-
TEJIbHOCTHU, NTO3 0€3 UBMEHEHUH,
B TOM 4YHMcJjie Ha (hoHe TBOMHOM
no3bl. [IpoBeseHo onepaTuBHOE
JIeueHue MTo3a

®3T: Hert.

HacnencrBeHHbI aHaMHE3:
OTCYTCTBUE BPOXIEHHOIO IITO3a
WJIM IPYTUX BO3MOXKHBIX (haKTOPOB
IIPOBOLUPYIOLINX IITO3

D3T: na. [eHeTUYIECKMiT aHATN3
(mst 17 u3 22 manueHToB): OTCYT-
CTBHE KOPPEJSIIIUN MEXKITY TUIIOM
MYTalUK U ITO30M

®3T: na. BeipaxkeHHBII TITO3, HE
pearupyiormii Ha @3T

®D3T: na. BerkuBaeMocTh: Gojiee
roga

MosnekynsipHblii aHaIU3 y S5 B3pO-
cibix: *mytauus [VS13T-G
Baeney S us S

*mytarus 525delTy 2 uz 5
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Agtop (cTpana) TTaument

ITopa:keHue oprana 3peHust

IIpoonxcenue mabauypr 1

ITpumevanue

JIBycTOpOHHUI 11T03: y 6 (46 %) u3 13

Prakalapakorn u coasr., 2014

(CILIA) [12] 13 nereit

Crpabusm: y 3 (23 %) u3 13.
Muonus: y 8 (62 %) u3 13.

D3T: na

Acturmatusm: y 9 (69 %) u3z 13

Anagnostou u coasr., 2014

) (15 5 B3pOCIIbIX

CuMnTOMBI O(DTATBMOTIATUN COOTBETCTBYIOT TEHETH -
YeCKMM XapaKTepHCTUKaM IalyeHTa. Tak, MyTalluu,
BBISIBJIEHHBIE Y B3POCJBIX MAlMEHTOB, UMEIOIIUX ITO3
(myratmst 525delT, B orcyrcTBue mytanum IVS13T-G),
aHAJIOTMYHBI TeM, KOTOPBIE, KaK IPAaBUIIO, OOHAPYKMBAIOT
IIpY MITAIeHYIECKNX (popMax O0JIC3HU.

o spsl ncmonb3oBanust P3T nTo3 y meTeii OMUCHI-
BaJIM PEOKO B CBSI3M C MAaJiOMl IIPOIOJIKUTEIbHOCTHIO
XU3HU pebeHKa, cTpagatouiero raumkoreHo3m Il tuna.
®3T mo3BoimMia MPOCICANTHh TeUCHNE M Pa3BUTHE 00-
JIE3HW U OOHApPYXHUTh TaKWe OCJIOXHEHUS, KaK IITO3,
IMoTeps Cayxa, HapyIIeHUS IIOTaHUS M KOTHUTUBHBIN
neULnT.

CoTpyqHWKM JETCKOTO OTAENIeHUs YHUBEpPCUTETa
Duke (CIIA) ipocnemnu rederne BIT Ha hone P33Ty 30
IeTell Ha TPOTSDKEHUN HECKOJIBKMX JIET. B 2T0i rpyrme
OOJIBHBIX ¥ 4 meTeld ObIT OOHApYXXEH ITO3 (PacCTOSTHUE
MEXIY IIEHTPOM 3padKa 1 BEpXHUM BeKOM < 2 MM). [IBy-
CTOPOHHMUIA TITO3, OOJIee BEIPAXKCHHBIN ClieBa, pa3BUIICS,
HecMmoTps Ha npoBeaeHue M3T. Takoe ke HabOIOHEHNE
MIPEICTaBICHO B MEHBIIICH KOrOPTe OOJTbHBIX, CTPATAIOIINX
mianeHdeckoii popmoit BIT u momyyarommx ®3T [8].

B ny6nukanum, mocBsIIEHHONM KoropTe U3 13 aeTei,
cTpamarIx MiageHdeckoit opmoii BIT u moryyaBmmx
®3T, y 6 (46 %) naumeHTOB HA0IIOAAICS ABYCTOPOHHUIA
nTo3 [12].

Takcke omrcaH ciIydail 1ITo3a, KOTOPBI perpeccupo-
BaJ Ha (oHe ABOIHOro yBenuueHus mo3upoBku M3T,
y marenTa 17 jiet, cTpamaroniero aTUIMMIHOM MIageHYe-
ckoil (¢opmoit BIl, nmarHocTupoBaHHOI B BO3pacTe
9 mec. [TomrMo c1abOCTU CKEETHON M ABIXaTeIbHOM
MYCKYJIaTypHhl, y ITallieHTa HAOII0AAJICI MEIJICHHO TIPO-
rpeCcCUpPYIOIINi, ABYCTOPOHHUI, AWHAMWYHBINA IITO3.
Br11 mpoBeneH aHaMM3 Ha aHTUTEJA K peleITopaM alle-
THJIXOJIMHA I UCKJIIOYEHUS] BO3MOXKHOTO CHHAMITHYE-
cKoro nedeKTa MUAaCTeHUYECKOTO THUIIa, KOTOPBIN OKa-
3aJICSl OTpULATENBbHBIM. [10IBMXKHOCTE MIa3HOTO 10710Ka
1 3pavyKoBbIii pediiekc 6butn B HopMme. C 13,4 roga mamy-
enty nposoamitack 3T B mo3uposke 20 MT /KT KaXKIbIe
2 Hen. JledueHre He CHU3MIIO, HO TTO3BOJIMJIO CTaOMIIU3H-
poBaTh AePUIINT CKEJICTHOM 1 IBIXaTeIbHOM MYCKYJIaTy-
PHI, IITO3 OCTaBaJICS Oe3 TMHAMUKY. MBIIIEYHBIN CTaTyC
MMallMeHTa YXYOIIWICS B IOCIeAHUE 2 Tona, U OBLIO TIpH-
HSTO pelllcHHEe O OIBYKPAaTHOM YBEJIMYCHUW ITO3MPOBKU
npenapara. B nociaenyiomniye 6 Mec yaIydinninch QyHK-

Cakkafbl: IMHAMUKA Takasi e, Kak U B KOHT-
posbHOU rpyte (19 yenoBek)

D3T: MuaMyM 2,5 roga

LIMOHAJIbHBIC BO3MOXHOCTH CKEJIETHBIX MBI X 9aCTUI-
HO perpeccupoBai nto3 [14].

B cayyae BIl ¢ mo3gHuM Oe0HOTOM MTO3 SIBIISIETCS
IIpU3HAKOM 00Jiee BhIpaKeHHBIX U3MEHEHUI B TCHOTHIIS
U yKa3bIBaeT Ha 0oJiee Tskeyto ¢opmy 00JIe3HU.

Tak, ormucan ciydaii BIT y skeHImHEI 45 J1eT, Xapakre-
PUBYIOIINICS 3HAYMTEIILHBIM MOpakeHneM OyIb0apHOI
MYCKYJIaTyphl M OTHOCTOPOHHHUM IITO30M [4]. MMeeTcs
OINMCaHMWE CJlyyasl pe3eKUMUM MbILILbI, MOAHUMAIOILIEH
BepxHEe BEKO, IIPU OMHOCTOPOHHEM NTO3¢ Y SKCHIIMHBI
33 nert, crpagarouieii BIT [5]. M3BecTHBI U Ipyrue J0Ky-
MEHTHPOBAaHHBIC ONMWCAHUS OJHOCTOPOHHETO IITO3a
rpu no3aHei popme BIT [6, 7].

Bbrum TakxKe BBISIBICHBI CIIydaW COYETAHHUS IITO3a
1 0TaTBMOIUIETUH Y B3pOCIBIX, cTpamatomux BIT ¢ mo3n-
HUM 0e0I0TOM.

HeszaBucuMo oT Bo3pacTta malydeHTa W B OTIWYNC
oT apyrux cumntoMoB BII (cHMXXeHMe CUJIBI CKeJeTHOM
W IBIXaTeJIBHOM MYCKYJIATyphl), CO3MAeTCs BIICUATICHHE,
YTO TTO3 HE YYBCTBUTEJIEH K «CTAHIAPTHON» JO3UPOBKE
®D3T [8, 11]. JaHHOE OTIMYME MOXET OOBSICHATBCS Pa3and-
HOU CTPYKTYPOi1 MBITIICUHBIX BOJIOKOH MBIIIIIBI, TTOTHUMA-
IOIel BepxXHee BEKO, M CKeJIeTHBIX MbIII. [1To3 Takke
MOXET OBITH CJICACTBHEM ITOPAKECHMS TJIMKOTEHO30M 1IeH-
TPaJIbHOM HEPBHOM CHCTEMBI, 3aTParuBaloIIero, K IpuMepy,
aapa 3-i mapsl YepelmHbIX HEPBOB B cpemHeM Mo3re [11].

Cmpabusm

Hecmotps Ha To, 9TO HAKOIUICHUE TJIMKOTeHA 1 BaKy-
OJIbHAsI MUOTIATHSI OMHOBPEMEHHO HAOJTIOMAIOTCS M B MBIIII-
11e, TIOMHMUMAIOIIEH BEpXHEe BEKO, U B SKCTPAOKYIISIPHBIX
MbImax, 1ro3 mpu BIT Betpedaercst ropasno vatiie, 4eM City-
yad CcTpabusMa. DKCTPAOKYISIPHBIE MBIIIIEI, TaKXKe
KaK ¥ CKEJICTHBIC, SIBIISTIOTCSI TTIOTTEPEYHO-TIOJIOCATHIMU U CO-
CTOSAT 13 MBIIIIEYHBIX BOJIOKOH MEHBIIIETO TaMeTpa C MCHb-
LIMM TIPOLEHTOM WHHEPBUPYIOLIMX HEPBHBIX OKOHYaHUMI
Ha 1 KoHKpeTHYI0 MBIy, CoKpallleH1e 3KCTPAOKYIISIPHBIX
MBIIIIIT IIPOMCXOIUT OBICTpEE, YeM CKEeJIETHBIX MBI, JlaH-
HBIE CTPYKTYPHBIE U (PYHKIIMOHAIEHBIE OCOOEHHOCTH MOTYT
OOBSICHSITH OOJIBIIIYIO YaCTOTY BCTPEUYAEMOCTH IITO3a B CPaB-
HeHun co crpadbusmom mnipu BIT [8]. B uccrmenoBanum
13 peteii ¢ mmaneH4yeckoit popmoit BIT 1 momyyaromnmx 3T,
y 3 (23 %) Habmonancs ctpabusm [12].

Jlpyeue eaasznote cumnmomot

* Mwuonus U acTUTMaTu3M. B yImoMsHyTOM BBIIIIE
ncciaenoBanum 13 gereit ¢ mnaneHdeckoit ¢popmoit BIT,
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Puc. 1. DxcmpaokyaspHbie mbiutybl npagoii opoumest: 1 — cocyducmoe konb-
yo Lunna; 2—6, 8 — enazodeucamenvhvie mvliupl; 7 — 610K epXHeOUCHANb-
HO020 yeaa enaznuupl; 9 — muluya, NOOHUMAawas eepxtee exo. Pucynox
cocmaenen Edelhart Kempeneers (Gray’s Anatomy), docmynen no adpecy:
http.//commons.wikimedia.org/wiki/ File: Eyemuscles.png

y 8 (62 %) obHapyxeHa muonus, y 9 (69 %) — acturma-
™3M [12].

+ Cakkanpl. CakKabl SIBJISIOTCS OBICTPBIMU U YETKH-
MU IBUXKEHMSAMHU TJA3HBIX SIOJIOK, IIPOBOILUPYIOIINMA
n3MeHeHne (UKCcAlMK B30opa Ha mpenMete. JnHaMuKa
cakkajl M3y4eHa y 5 MalMeHTOB, CTPANAIOIINX MTO3IHEN
dopwmoii BI1, 1 comocTapiieHa ¢ JAHHBIME Y 3I0POBBIX JINII
TOTO K€ Bo3pacTa. HUKakux pasnmmunii B aMIUIMTYIE, CKO-
POCTH ¥ MaKCUMAJILHOM [UINTEIBHOCTH CaKKa He OOHA-

pyxeno [13].

[laHHbIe rucmonoruyeckux npenapamos 3pumenbHoro

annapama

Tucronornyeckuii aHaau3 OMONTATOB 3PUTEIBLHOTO
anrnapara npu bIT mpoBoauics ¢ UCIIOIb30BAHUEM ONTH-
YeCKOM 1 3JIEKTPOHHOI MUKPOCKOIIUN aOOPTUBHOTO Ma-
TepHaJia Ionaa (B pe3y/IsTaTe CaMOIIPOM3BOJILHOTO WU Te-
paneBTUYECKOr0  MpepbiBaHUS  OEPEeMEHHOCTH,
ces3anHOTO ¢ BIT), ayToricuii meTeii 1 B3pOCIBIX MTalieH-
TOB, cTpanaBinx BII, a Takke riaa3HbIX MBI, Pe3eLn-
POBAaHHBIX B paMKax OINEpaTUBHOIO JIeUeHUsl cTpabu3ma
nmereii ¢ BIT (Ta6:m. 2).

Maaodenueckas (ungpanmuavnas) popma bI1

B cnyuae minaneHuyeckoii popmbl BIT otnoxkeHust rim-
KOreHa ObUTM 0OHApY>KEHbI TTOUYTU BO BCEX MIa3HBIX TKAHSIX
32 UCKJIIOYEHUEM MUTMEHTHOTIO 3MUTeNUs cetyatku. [lep-
BO€ TMCTOIATOJOIrMYECKOI0 MCCIeI0BaHWE MPU TTOMOILU
ONTUYECKO MUKPOCKOMMU ObLIO MpOBeAeHO B 1965
y NallMEHTKU B BO3pacTe 5 Mec, CTpajalolleil Kiaccuue-
cKkoit mimaneHuyeckoit hopmoit BIT, ymepieit B pesynbrare
JIEKOMITEHCALIMK CepAEYHOM NeSITeIbHOCTU 1 OPOHXOITHEB-
MOHMU. [1CcTONOrMYecKoe NCCaen0BaHUE BbISIBUIIO BaKyO-
JIM3ALUIO U CKOIUIEHMSI TIMKOT€HA B 3KCTPAOKYJSIPHBIX
MBIIILAX, B IJaAKOU MYCKYJIaType peCHUYHOIO Tejla U pa-
JIY>)KHOM 000JI0UKH, SHAOTEIUAIbHBIX KJIETKAaX POTOBULIbI,
TaHIJIMOHAPHBIX KJIETKAaX U KJIeTKax MioJiiepa B ceTyaTke,
a TaKKe B MepUIINTAX KaTMUISIPOB ceTyaTKu [ 18].

10

Puc. 2. Crou cemuamxu: 1— eHympenHss noepanu4ras memopana; 2 — caoi
60/10KOH 3pUMeNbHO20 Hep8a; 3 — CAOll 2AHeAUOHAPHBIX KAemOoK; 4 — @HYy-
MpeHHUl cnaemeHUesUOHbLi CA0U; 5 — 6HYMPEeHHUL 3epHUCMblil cA0l; 6 —
HapyJCHbLI ChAemeHUeBUOHbLI CA0U; 7 — HAPYICHbLI 3epHUCMbLE cAoil; § —
HapysIcHas noepanuyHas memopana; 9 — caoii pomopeyenmopoe (nasouxu
u koabouku); 10— nuemenmnoiii caoii. Pucynok docmyner no adpecy: https.//
ru.wikipedia.org/wiki/Cemuamka

I[Ipy momoIIM 3JIEKTPOHHOM MMKPOCKOIMU OBLIHN
WccienoBaHbl T71a3a oaa, crpagatoniero bIT, Ha 22-ii [2]
u 16-i1 [16] Hemensx recrauuu. OOIIMPHBIE CKOIUIEHUS
IJIMKOTEeHA B JIN30COMax OB 0OHAPYKEHBI BO BCEX IJ1a3-
HBIX CTPYKTypaXx 3a NCKIIIOYCHUEM ITUTMEHTHOTO SITUTETHS
CeTYATKH.

OmnucaHo HccaeaoBaHWE CETYATKY MalmeHTa 9 mMec,
ctpanpatouiero bIT [3]. ABTOpbl 0OTMEYaIOT TIM30COMAaJIb-
HbIC CKOIUICHMS TJIMKOTeHa B TAaHTJIMOHAPHBIX KJIETKAX,
B KJIETKaX BHYTPEHHETO SIEPHOIO CJIOS U BHYTPECHHEM
cerMeHTe (hOTOPEILENITOPOB ceTIaTKU. B obiactu mmr-
MEHTHOTO BMUTENS CEeTYATKU CKOIUICHMS TJIMKOTeHa
He oOHapyXeHBbI.

OnTr4eckKoe MUKPOCKOITMYECKOE UCCIIeI0BaHUE OpP-
raHa 3peHMSI yMepIIero ImamnreHTa 1 roma, cTpagaBIIero
BIT 1 monyyaBiiero B reuenne 4 mec M3T [8], BuIIBUIO
BaKyOJIbHYIO MHMOIIATHUIO B INIAAKWX MBIIIIAX PaTyKKH,
PECHHYHOTO TeJla M KPOBEHOCHBIX COCyIaX CKIIePHI. ABTO-
pbl OTMEYAIOT HaJW4Me BaKyOoJIW3alUM HUTMEHTHOTO
SIUTEINS PanyKKH, 3HAYNTEILHON BaKyOJIM3allMU SITH-
TeJIMAIbHBIX KJIIETOK XPYCTaIMKa W BaKYOJIbHOM MUOITATUH
9KCTPAOKYJISIPHBIX MBI (IIPSIMBbIE BEPXHUE MBITIIIBI
¥ KOCHIC MBIIIIITH).

Dopmut BII ¢ no3onum debromom

CreneHb HaKOIUICHUSI TJIMKOTeHA 1 BaKYOJIbHOI MUO-
MaTUY B OKYJISIPHBIX CTPYKTYpax Ipu mmo3aHeit popme BIT
BapbUpPYeT B 3aBUCUMOCTH OT BBIPAaXXEHHOCTH 3a00JIeBa-
Hus. IlomoOHass BapmaOeIbHOCTb B THUCTOJOTHMYECKUX
npemnapaTax MoOIJIa OBl OOBSICHUTH (DaKT TPUCYTCTBUS
MTO3a JINIITh Y HEKOTOPBIX ITAIlieHTOB [§].

¥ nauuenTa 61 roga, cTpagalonero mo3aHein hopMoit
BI1, npu oMol onTU4ecKOi MUKPOCKONUHY ObLIO BbI-
SIBJICHO 3HAYMTEIbHOE KOJIMIECTBO BaKyoJIeil B 9KCTPao-
KYJISIPHBIX MBIIIIAaX. DIeKTPOHHAS MUKPOCKOITHMST OOHa-
pyXujaa 3aMelieHrne MHO(PUOPMILUI ISTHX  MBIIIIL
MHOXECTBEHHBIMH BaKyOJISIMH, COIEPKAIITUMHU TJIMKOTSH
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Tabmmua 2. [ucmonamonoeus u yabmpacmpykmypa eaasa npu 6oaeznu I[lomne

ABTop (cTpaHa)

Toussaint u coasr.,
1964 (benbrusi) [15]

Smith u coasr., 1972
(CLIA) [1]

Libert u coasr., 1977
(Benbrus) [2]

Libert u coasr., 1977
(Benbrus) [2]

Goebel u coaBr., 1978

(Tepmanwust) [3]

Pokorny u coaBr., 1982

(CLLIA) [16]

van der Walt u coasr.,
1987 (Iepmanus) [17]

ITauuent

JleBouka, 5 Mec

Manpuuk, 3 roga

Ion, 22 Hen

Maibuuk, 4 Mmec

Maibuuk, 9 mec

Iion, 16 Hex
(TepaneBTHYECKOE
npepbiBaHue Oepe-
MEHHOCTH TTOCTIe
aMHUOILICHTEe3a)

MyxunHa, 61 rox

TlopaxkeHne opraHa 3peHus

rJIaBOllBI/II‘aTeJ'[bHI)IC MBIIIIIbI: BAKYOJIX W CKOIUJICHWS ITIMKOTreHa.

[rankvie MBITIIIBI PECHUYHOTIO TC€JIa U paI[y)KHOﬁ 000JIOUKH: aHAJIOTUYHbIE U3BMEHEHMSI.
POFOBI/ILL’:I (BH,ILOTCJII/IEUI])HI)Ie KJ'[CTKI/I)I AHAJIOTMYHBIC UBMCHCHUS.

CeTyarka (l"aHl"J'II/IOHapHHe KIJICTKH U KJIIETKU M}OJ'UT@D&)Z AHAJIOTUMYHBIC USMCHCHMS.
Kal'[I/IJUalI)I CETYATKU (HCpI/ILlI/ITbI)I AHAJIOTUYHBIC USMEHCHMUA

[1azoaBuraTebHbBIE MBITIIIBI (HI/DKHHH Kocasa MbIIHIIa)I TJIMKOT€H B MUOLIUTAX, SHOOTCINN
KaruuIApoB U IEPUILIMTAX KOHBIOHKTHUBBI

[1azonBuraTebHbIE MBI 3HAYUTEIbHBIE CKOIUIEHUS ITIMKOTeHa B IM30COMax
JInzocoManbHBIH ITMKOTeH +++ (32 UCKITIOUeHUEM MTUTMEHTHOTO SITUTEITNS CETYATKH ).
CKJiepa: CKJIepOLUTHI.

KOHBIOHKTHBA: SHAOTEINI KaUUISIPOB, (hrUOpP00IaCTHI.

PoroBuiia: KepaToLMThI, SMUTEJIUI U SHAOTEIUA.

XpycTanuK: SMUTEeTNN.

PecHuuHOe Ten0: aMUTeNniA.

DHIOTeNN KaMMIISIPOB COCYIMCTOM 000JIOUKY IJ1a3a U CETYATKU.

Dubpo6IaCThl KOHBIOHKTHUBBI, PALY>KHOW 000JI0YKH, XOPUOUIEH.

CeryaTKa: TaHIJIMOHAPHBIE KJIETKU, KJIeTKr Mioiiepa, hoToperenTopkl.
3pUTeNbHBIN HEPB: [NTMAIbHbIE KIETKU

KoHBIOHKTHBA: CKOIUIEHMS ITTMKOTeHa B IM30coMax (YJIBTPacTPyKTypa CoBIagaeT ¢ 0OHapyKeH-
HOU y TUToa 22 Hell, HO B 0OJIbIIIeM KOJTUYECTBE

CeTyarKa: CKOIIIEHUS TM30COMATIbHOTO IIIMKOTEHA ITOYTH BO BCEX THITaX KJIETOK (3a UCKIIOUe-
HUEM KJIETOK ITMTMEHTHOTO SMUTENNsI): TAHJIMOHAPHBIE KJIETKH, KJIETKA BHYTPEHHETO HyKJieap-
HOTO cJ1051, (hOTOperIenTOpBl BHYTPEHHETO CETMEHTA.

Xopuouzes: CKOTUIEHUS NIMKOTeHa U IunodyclrHa B Makpodarax

3HauMTebHbIE CKOTICHHSI ITMKOTEHA B TJIa30IBUTATEILHBIX MBIIIIIAX U CTPYKTypax Tiia3a
(KOHBIOHKTHUBBI, POTOBUIIBI, PAAY>KHOI 000JI0YKU, XOPUOUIEH) 32 UCKITIOUEHNEM TUTMEHTHOTO
SIATEINS PATY)KHON 000JIOUKH U CETIATKH

[razonBuraTeIbHBIE MBIIIIBL: BAKYOIU +++; MUOGUOPUILIBI 3aMELICHBI OOTBITUMU CKOTIIEHH-
SIMM OYEePYEHHBIX BaKyoJIeid, COIePXaIlUX NIMKOTEeH W IPYThe 6ECCTPYKTYPHBIE YaCTUIIBI

JleBouka, 1 rom, ym.
(reuenuie ®3T B
TeueHue 4 Mec)

Yanovitch u coasr.,
2010 (CLIA) [8]

Bspocsrii, 60 et
(ayroricust)

Yanovitch u coasr.,
2010 (CLIA) [8]

Chien u coasr., 2014
(TaitBanb & CILIA)
[10]

Manbuuk, 7 et

Manbuuk, 7 Mmec
JleBouka, 1 rox

JeBouka, 21 mec
(monryyana ®3T)

Prakalapakorn u co-
aBT., 2014 (CIIIA) [12]

W Jpyrue, He CTPYKTYpUpPOBaHHbIE 3jeMeHThl [17].
IIpu 3TOM y IOpyroro B3pOCTOro MallMeHTa C ITO3MHEH
¢dopmoii BI1 HUKaKMX U3MeHEeHUH B II1a3HbBIX CTPYKTYpax
IIPY ONITHYECKOM MUKPOCKOITH HE BBISIBJICHO.

3akniouenue

IMocne mosgeiernst @3T BbLKMBAEMOCTh ITAIIIEHTOB
¢ muageHueckoi ¢opmoii BII crana peanbHOCTBIO. B CBsI-
3U C YBEJIMICHUEM ITPOAOJIKUTEIILHOCTH XXKM3HU JaHHBIX
MMAIIeHTOB MOSIBIJIACh HEOOXOAMMOCTD B TMHAMHUYECKOM
o0cenoBaHMM opraHa 3peHusl. KoMmIiekcHoe BemeHMe
i, ctpagaiomux BIT, ocobeHHO MiageH4ecKoit hop-

I1azoaBuraTebHbIE MBIIIIIBI (BerHHH psgaMasg 1 Kocad, C 2 CTO]:)OH)Z BaKyOJIbHasi MUOITaTUA.
[napkuie MbIbI pa;:[y)KHoﬁ O60)'[0'-IKI/I, MUJIMAPHOTO TEJIa: BAKYOJIbHAasA MAOITaTHS.

BaKyOJTI/I B IM'MEHTHOM SITUTECJIUU paz[y)l(Hoﬁ 060.]'[0‘{](1/1, SIMUTCIMOLUTAX XpyCTaJIUKa.
CKoIIeHUS TJIMKOTeHa B CKJIIEPE U COCyaax CKIIEPbI

[azonBuraTeIbHBIE MBI OTCYTCTBUE CTPYKTYPHBIX U3MEHEHU, CKOTUIEHU I TIMKOTeHa

Pe3eurpoBaHHast MbllIIa, TOIHUMAIOLLASI BEKO (XUPYPrUUYEcKoe JieueHue CTpabu3ma): Mblley-
HbIE BOJIOKHA B OCHOBHOM 3aMeIlleHbl BAKYOJISIMH, HEKOTOPBIE BAKYOJIU MTPOIOJITOBATON (DOPMEI,
SIIPO LIGHTPAJIM30BaHO B PE3UIYaIbHBIX BOJIOKHAX

[azonBurarenbHbIE MBIIIIbI, MBIIIIBI HUJTXAPHOTO TEJa, INIaJKUE MBIIIIIBI paﬂyxmoﬁ 000104~
KW BaKyOoJIbHas1 MUOIIaTHsI.

PoroBuiia: CKOIIeHUs IIMKOTeHa B SHIOTEIUM.

CeTyaTKa: CKOTUICHUS TJIMKOT¢HA B TaHTJIMOHAPHBIX KJIIETKAaX.

XpyCTaJ'Il/lKI CKOIIJICHUA TJIMKOI€HAa B 3AIMUTCIUU

MOI1, TpeOyeT BKIIOUEHUS B TIEPEUYCHDb PETYIISIPHBIX TIPO-
nenyp odrarbsMoaornaeckoro ocmorpa [19]. Heobxomu-
MO TIOBHIIIATh MH(POPMHUPOBAHHOCTH OQTATBMOJIOTOB
0 YacTBIX CJIyJasX MTO3a, MHOIMUA W acTUIMaTh3Ma
y neteit ¢ BI1, monygatomux @3T. [IepeuncieHHBIE CO-
CTOSTHUSI SIBJISTFOTCSI TTOTCHIIMAIBbHBIMU (PaKTOpaMM pH-
CKa, MPUBOISAIINMU K CJICTIOTE, KOTOPYIO MOXHO TIPEI0-
TBpaTuTh [12].

OdTampMoI0rnYecKrie CUMIITOMBI IIPH TTO3THEH op-
me BII Takxke 3aciyXuBalOT BHUMaHMsI. B HEKOTOpbIX
CJIyJasix OHM MOTYT OBITh IIEPBBIM IIPU3HAKOM 3a00J1eBa-
HUSI 1 IIPEIIISCCTBOBATh CTa00CTH CKEJIETHOM MYCKYJIaTy-

23
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pbl [6, 11]. B cBsI3u ¢ MOBCEMECTHOM BCTPEYAEMOCTHIO
[JINKOTEHA €ro HAKOIUIEHUWE B XPYCTAJMKE U CETYATKe
MOXET MPUBECTH K KaTapakTe M AUCHYHKIINU CETYATKH.
TpeOyeTcst mpoBeneHNE NOMOJTHUTENIbHBIX UCCIeTOBAHUIMN
1T TIOHWMAaHUs TIPUYWHBI TJIA3HOW CHUMIITOMAaTUKU

npu bBI, a takxe ee nuHamuku Ha done 3T u apyrux
WHHOBALIMOHHBIX TepareBTUYeCcKuX moaxonos. Corpyn-
HuyecTBo LleHTpa oOpallieHrs HEPBHO-MBIIIEYHBIX 00Jb-
HbIx U LleHTpa obpaimeHust peakux 0oje3Heil B o Taib-
Mogornu (OPHTARAY*) 66110 OBI BEICOKO OITpaBIaHO.
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