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ABSTRACT

Introduction: Duchenne muscular dystrophy is an X-linked
rare genetic disease whose clinical onset is before the age of 3
years with predominantly proximal muscle weakness, waddling
gait, difficulty climbing stairs, and squatting. Patients tend to lose
independent ambulation before the age of 13 years. The intro-
duction of standards of care and new etiopathogenetic therapeutic
options change the natural history of the disease and improve the
quality of life of patients.

Aim: To evaluate the effect of Ataluren on motor and respi-

ratory function in four patients with DMD with proven nonsense
mutations, treated and followed up at the Expert Center for
Hereditary Neurological and Metabolic Diseases, Clinic of Nerv-
ous Diseases, University Hospital ,,Alexandrovska” and to pres-
ent the criteria and results of the screening program for early
diagnosis of boys with Duchenne muscle dystrophy.

Material and methods: The study encompassed 4 patients
with genetically verified nonsense mutations in the DMD gene,
who were treated with Ataluren for a period from 6 months up to
3 years, and their motor functions were evaluated using the 6
minutes walking test (6MWT) and Gowers sign and respiratory
functions by examination of the forced vital capacity.

Results: Patients who started treatment later (11 years of age)
had a stabilization of 6 MWT and Gowers sign scores, while those
with earlier initiation of treatment showed improvement in their
motor and respiratory function within of the follow-up period.

Conclusion: Timely diagnosis and treatment are associated
with better outcomes in patients, which is mediated by the intro-
duction of selective screening programs among high-risk patient
populations.

KEY WORDS: Duchenne, Ataluren, selective screening
program

PE3IOME
Boeenenue: [IM/] tTun [romen e X-cBbp3aHO pSAIKO IeHe-

THYHO 3a00Js1BaHe, YAUTO KITMHIIHH MIPOSIBU 3aII04BAT TPEIH 3-
TOJIUIIIHA BB3PACT € IIPEIUMHO IIPOKCHMANHA MYCKYITHA ClIabocCT,
C IIPOMSIHA B IIOXO/IKaTa, 3aTPYJHEHO M3KauBaHe Ha CTHJIOU U U3-
IpaBsHE OT KJIEKHAJO HojoxkeHue. boiHuTe rydsat camocTos-
TeJHa 10Xo/Ka npeau 13-roauiHa Bb3pacT. BeBexnanero Ha
CTaHIAPTU Ha IPUKH U HOBU €THOIATOT€HETUYHHU TePareBTUYHU
BB3MOXKHOCTH [IPOMEHSAT €CTECTBEHMS X0 Ha 3a00JIABAHETO U
nomoOpsIBAT KAYeCTBOTO HA KUBOT HA OOJHUTE.

en: Jla ce ouenn epexra Ha Ataluren o OTHOLIEHHE HA
JIBUTATEITHATE W JUXaTeTHUTEe (QYHKIUU P YETUPH MAIUCHTA
¢ IM/ ¢ noka3anu O6e3cMUCIEHH MYyTaluy, JeKyBaHA U TPO-
crnensgBaHu B ExcriepTHHS LEHTEHD 1O HACTEACTBEHH HEBPOJO-
TMYHU W MeTabonuTHU 3abonsBanus, KimuHWKAa 1O HEepBHU
6onectu, YMBAJI ,,AnekcanpoBcka”, KakTo U J]a Ce MpeiCcTa-
BT KPUTEPUUTE U PE3YNTATUTE OT CKPUHUIOBaTa Iporpama 3a
paHHa tuarHocThka Ha Momueta ¢ [IM/] tun Jromen.

Matepuan u meronu: B uscnenBanero ca BKiodeHH 4
HaLeHTa C I0Ka3aHu Oe3cMucieHn MyTanus B DMD-reHa, npu
KOHTO € TIPOBEJICHO JieueHHe ¢ Ataluren 3a mepuox ot 6 Mec. 10
3 1, XKato ca mpocieneH: MOTOPHUTE UM (PYyHKIIUH Ype3 U3MOJI-
3BaHe Ha TectoBeTe 6 minutes walking test (6MWT) u Gowers
sign n nuxarenHUTe QyHKIMH Upe3 (YHKIMOHAIHO H3CIEIBAHE
Ha qumaneto (OUJ).

Pesynraru: [Ipy nanueHTyTe, IpU KOUTO JEUEHHETO € 3al0u-
HaTo 1Mo-KbCHO (11-ropuimHa Bb3pacT) € HalHIe CTa0UITH3HpaHe
Ha ouenkute oT 6MWT u Gowers sign, TOKaTo MpH Te3H C M0-
PaHHO MHHLMUPAHE Ha JICYEHUETO Ce YCTaHOBSABA POJOOpEeHHE
Ha MOTOPHHUTE W AUXATeTHH QYHKINK B PAMKHTE Ha [IEpHoa Ha
IpocIie/isBaHe.

3axmouenye: CBOeBpeMEHHaTa JUarHo3a U JIeYeHUe ca CBbp-
3aHH C T10-JI00pH PE3YIITaTH NPH OOTHUTE, KOETO CE OTIOCPEICTBA
Y OT BEBEK/IAHETO Ha CENIEKTUBHU CKPUHUHTOBY IIPOTPaMH Cpel
BUCOKOPHCKOBY MOMYJTAINH.

KJIFOYOBHU AYMMU: [Tromren, Ataluren, cenekTrBHA CKpH-

HMHI0Ba [Iporpama

BbBEJEHUE

IMporpecuBHara myckyiana quctpodus tum Jrorren (JIM/I)
€ PAIIKO, TEXKO, MPOTrpecrupanio, HEBPOMYCKYJTHO 3a00IsIBaHe,
KOETO ce yHaclie/iiBa 10 X-CBbp3aH HAauMH, BCI. MyTalUH B
DMD-rena (8).
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To3u reH e equH OT Hall-roIEMUTE B YOBELIKHS TEHOM H Ce
CBCTOH OT 79 eK30Ha, KaTo Pa3HOOOPA3HH MyTaIUH Ca OTTOBOPHU
3a 3a0omsBaneTo (7):

* Jlenenuu — oxoso 60%

* Nynnuxanuu — oxono 10%. KoHuenTpupanu ca IiaBHO B

MPOKCHMAIHAaTa YacT Ha TeHa, OKOJIO HHTPOH 7.

* ToukoBH MyTaIMH: €THOHYKICOTHAHN 3aMEHH, HHCEPIIHH,
MaJIKi JIeJICIMH ¥ AyTuTKaiu# — okosio 30%. ToukoBute
MyTanuu Morar ja Obaar B splice site wiu B ek3oHa (0e3-
CMUCJICHH).

Jlumicara W 1e(pUIUTHT Ha TUCTPO(UH B CApKOJIeMaTa, BCIL.
Ha Te3W TeHETHYHH JIe(heKTH, IPABH MYCKYIHUTE KICTKU JIECHO
YBPEXKAAIM Ce IIPU MYCKYJIHO ChKpalleHHe.

3abonsBaHeTo ce cpera ¢ yectora 1 Ha 5000 sXHBOpOJICHU
MomueTa, kKato pu 30% OT TIX MyTalusITa Bb3HUKBa de novo.

Knuanunure nposisu Ha [IM/] Tun [droteH Haii-uecto 3a-
MIOYBAT Mpeay 3-TOAMIIHA BB3PACT ¢ MPEJUMHO IPOKCHMATHA
MYCKy/Ha ¢1aboCT, ¢ IpOMsSHA B MOXOAKATA (KJIATyIIKaIIa ce),
3aTpyIHEHO H3KAaYBaHe HA CTHJIOH U M3MPaBsHe OT KIEKHAJIO TI0-
JoxkeHue (MoNoKuTeIeH cumnToM Ha Gower’s), Bormaute ryosT
CaMOCTOSITEIIHA NIOX0/Ka Ipeay 13-rouiiHa Bb3pact.

IIM/] dromen e myntucucteMHo 3abonsBane (4, 5, 6), mo-
pamu dakTa, 4e ¢ HanmpeABaHe Ha BB3PacTTa U X0/1a Ha 3a00s1Ba-
HETO Hapesl C IPOrpecusTa Ha MyCKyJTHaTa cI1abocCT ce Jo0aBsT
PECTPUKTUBEH THIl AUXaTeJIHa HEJOCTaThYHOCT, AUIaTaTUBHA
KapAMOMHOIIATHs, CTaBHU JedopmuTeTd. KOTHUTHBHY M TIOBE-
JICHYECKH HapyLIEeHHUs U ayTU3bM ChILO MOTrar Jia ca HaJule, HO
Te He nporpecupar. CepyMHaTa KpeaTuH KHHA3a € IOBUIIEHA I10-
Beye oT 10 mpTH HaJ HOPMATa ¥ TOBA MOXKE J]a C€ YCTAHOBH OLIE
oT paxkaaneto (12).

BobBexxaneTo Ha CTaHIAPTH Ha TPYKH MPH TE3W MALUEHTH
1 TPIWIOKEHAETO Ha KOPTUKOCTEPOHIN MONOOPSBA KaueCTBOTO
HAa JKMBOT U NpexuBsieMocTTa Ha 6onmuute ¢ JIM/] B mocienHuTe
JeCETUIIETHsI, HO HE TIPOMEHS eKCIIpecHsITa Ha TUCTPOPUH- OC-
HOBHUAT IIATOTEHETHMYEH MEXaHU3bM B OCHOBATa Ha 3a00IsiBa-
Hero (4, 5, 6; 18). Pasnuunu Tepanuu, KOUTO UMAT 3a eI J1a
BB3CTAHOBAT SKCIIPECHATA Ha AUCTPOMHH ce M3ION3BAT M 32
B €Tall Ha KIIMHUYHU Tpoy4Banus (2).

Oxomno 10-15% ot mytauuure B DMD-rena ca 6e3cmucieHu
(19), obycnapsimy npexxaeBpeMEHHATa MosiBa Ha CTOI KOJIOH B
JucTpohrHOBaTa MHYOPMAIMSIOHHO PHOOHYKIICHHOBA KHCETIHA
(nPHK) u cunTe3a Ha 66p30 Aerpagupaii u HeyHKIIHMOHAICH
TIPOTEHH.

Ataluren e Majka MOJIEKyJa, METUKaMEHT 3a IEPOPATHO TIPH-
noxerue, ogobpen ot European Medicines Agency 3a nedenue
Ha ManyeHTH ¢ 6e3cmucnenu MyTamuu rpe3 2014 r. Toii aeficta
Ha HHBO pHOO030MH, 33 a OCHTYpU HTHOPHPAHETO Ha CTOI KO-
JIOHA U CHHTE3a Ha IThJIHOBEpIKeH mpotenH (3, 13, 14, 15, 16;
21). [penopbunternnara 103a e 10 mg/kg TenecHo Tero cyTpuH,
10 mg/kg TenecHo Terio mo oben u 20 mg/kg TeaecHo TErIo
Bedep (3a obmia nHeBHa no3a 40 mg/kg tenecHo Tero). Ilo
BpeMe Ha TepanusaTa ce npocnenssar AH, 6s0peunnre u uepHo-
npobuute QyHkmmy (1).

Buacapcka HeBpoaoeus Bulgarian Neurology 25

[MpenBun HampebKa Ha CTAHAAPTUTE 3a TPIDKU TIPH OOTHHUTE
¢ [IM/I Tun J{roiieH 1 BbBEkIaHETO Ha HOBU TepaIiX 3arl0uBaT
Jla ce MPOBEXIAT MIIOTHA CKPUHUHTOBH MPOYYBAHUS, LEISIIN
paHHa TMarHOCTHKA M CBOEBPEMEHHA Tepamnws NPy Te3u OONHH
B pasnuuHy cTpasd (2; 9; 20). Benpeku pa3BuTHETO HA MOJEKY-
JSIPHO-TEHETHYHHTE M3CIeBaHMs, CPEIHATA Bb3pacT Ha OCTa-
BSIHC HA JMarHo3ara Ipu Tasu Gopma Ha JUCTPO(UHOIATHS €
cpenHo 3.5-5 1., ¢be 3a0aBsiHe 70 2 T. CJIe]] Ha4aJloTO Ha ITbPBUTE
cumrromu (20).

IIpoBexaHu ca KakTO CKPMHUHIOBU IIPOIPaMHU 3a HEOHATa-
neH ckpuuuHT (10; 14), Taka ¥ TakuBa 3a CENEKTUBEH CKPUHUHT
Ha BUCOKOPUCKOBH NalMeHTH. [Ipy HeoHaTanHus! CKpUHUHT MOM-
4era ¢ ABYKpaTHO moBuieHu croinoctd va CPK> 750 U/l (ua
CyXa Kamka U BbB BEHO3HA KPbB) MOMIEKAT HA TEHETHYHO H3-
cnengane (10; 14; 17).

eanTe Ha HACTOSIIOTO M3CIEBAHE € Ja CE OLEHH edeKTa
Ha Ataluren mo OTHOIIIEHHE HA JABMTaTEIHHMTE M AMXATEIHUTE
GbyHKIMY ipy YeTupy nanuenta ¢ JIMJI ¢ nokazanu Ge3cMmuc-
JICHU MYTalluH, JICKyBaHH U TIPOCIIE/IBAHU B EKCIIepTHUS 11eH-
Thbp 10 HACICIACTBEHH HEBPOJIOTHYHH M METAOOIUTHH
3a0ossBanus, Kinunuka o HepsHu 6onectr, YMBAJI ,,Anek-
CaHJIPOBCKA”, KAKTO U J]a CE TPEACTABAT KPUTCPUUTE U PE3yJITa-
TUTE OT CKPUHHUTOBaTa Mporpama 3a paHHa JUAarHOCTHUKA Ha
momuera ¢ [IM/] tun Jromes.

MATEPHUAJ U METON:

B uscnensanero ca BKIOueHH 4 manpeHTa ¢ JoKazaHa 0e3-
cmucieHa mytarus B DMD-rena, npu KOMTO € IPOBEJIEHO Jieue-
HHe ¢ Ataluren 3a iepros oT 6 Mec. 10 3 T., Kato ca MpOCIe/ICHH
MOTOpHHUTE UM (DYHKIUH Ype3 H3IOI3BAHE HA TECTOBETE 6 min-
utes walking test (6MWT) u Gowers sign 1 quxateqHuTe (GyH-
KUK 4Ype3 GyHKIMOHATHO u3cienBane Ha quimaneto (OU]T).

Ot apryct 2021 1. ExCriepTHUST LEHTHP 10 HACJIEICTBEHH
HEBPOJIOTHYHHM M MeTabonuTHH 3abomsBanus kpM YMBAIJI
,» AJIEKCaH/IPOBCKA” KOOPAUHUPA CKPHHUIOBA [IPOTpaMa 3a paHHa
nuarHoctrka Ha narmeHTu ¢ [IM/] tun dromen.

OCHOBHHTE LIETM Ha TIporpamara BKJIIOUBAT:

* Ouenka Ha yecrorara Ha [IM/] Tun {romen / bekep cpen
Jiella ¢ U30CTaBaHe B MOTOPHOTO Pa3BUTHE / MYCKYJIHA Clla-
6oct n/unu nosunrern CPK u nouieHn 4epHOapoOHH
tpancamuHazu ASAT / ALAT

+ [ToBumasane Ha OCBEIOMEHOCTTA 33 JUCTPO(HUHOMA-
tuute cpen OIL, neauarpy, JETCKU HEBPOIO3U U racT-
POEHTEPOIIO3U

+ PaHHa rarso3a npu MOMYETa C TIOBHIICHH YePHOIPOOHH
TpaHcamuHazu 1 CPK 0e3 sicHa mpudmHa

BrumroyBaiure KpUTEpUU ca CIeIHUTE:

* Momuera mexay 3 mec. u 14 1.

* M3ocTaBaHe B MOTOPHOTO pa3BUTHE MIIM MYCKYJHA Clla-
6ocr

* [Tosnmenu HuBa Ha CPK, ASAT / ALAT
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Tabmuua 1. Knuauanu v reneTiann Xapaktepuctuku Ha nauenture ¢ [IMJ] un [loren Ha tepanus ¢ Ataluren.
Manpent N 1 2 3 4
Bwb3pact Ha Hauano Ha KIMHUYHATE 2 6 1 3
TpOSIBU (TOXUHN)
Bu3pact Ha nocrapsiHe Ha 25 7 3 8
JuarHosara (TOJMHH)
Bn3pacr Ha 3anouBaHe Ha TeparnusTa 5 7 - 8
€ KOPTHKOCTEPOUIN
Bw3pacr Ha 3arouBaHe Ha TepanusTa 11 11 3 8
Ataluren (romuHu)
Bw3apact npu nocneHus nperies 18 18 6.5 8.5
Pe3ynTar oT TeHETHYHOTO H3C/IEBaHE Nonsense mutation p. Nonsense mutation Nonsense mutation Nonsense mutation
Argl95 p-Tyr2092 p-Argl666 ¢.6502G-T
(c.583C>T) (c.6272C>G) (c.4996C>T) (p-Glu2168)
M3kimrouBalyTe KpUTepUu ca CIeaHHTe: 500 -
* [lanienTH C TOKa3aHU JUArHO3M:
400 —* ¢ W
+ CriMHATHA MYCKYJIHH aTpohun s F= :
2 ! —a——
* BpozieHu MycKyITHH JUCTpOdUH ¢ | 300 —AlN
* Bpozenu muomnaruu 2 | 500 =Un
* bonect na Pompe 8 100 TK
* [TareHTH ¢ M3BECTHU PEBMATOJIOTUYHH 3200 BAHUS 8 —CMU
» [TarueHTH, KOUTO HE ca MOANUCATN HHOOPMHUPAHO ChIVIa- 0 ‘
e 3 6 9 12 15 16 24 30 36
Mec Mec. Mec. Mec. Mec. MecC. Mec. Mec. Mec.
npOA‘bn)KVITeI]HOCT Ha /ie4eHneTo
Pe3yararu

KnuanaauTe 0COOEHOCTH M T€HOTHIBT Ha MPOCIENSHUTE
6omuu ¢ [IM/] Tun {romeH ca nmpeacTaBeH: Ha Tabmuma 1.

Bp3pacTTa Ha Hauano Ha OIJIAKBAaHUATA MpU OONHUTE €
3.03 r. (SD1.87 1), Bapupama mexny 1 T. ¥ 6 T, KaTo TpH Narm-
eHT 3 e HaJuIe 3a0aBeHO MOTOPHO Pa3BUTHE, a MPH OCTAHAIUTE
TpuMa OOJHU ce 3aTPyITHUIIO U3NPABIHETO OT KIEKHAJO TOJI0-
JKCHHE M W3KaYBaHETO HA CTHIOH. Br3pacTTa Ha Ha mocTaBsHE
Ha nuarnosara e 5.1 v (SD 2.4), papupamia mexay 2.5 u 8 1. [1pu
TpUMa OT OOJNHHTE € 3al0YHaTa TePaNus C KOPTHKOCTEPOH N
MeXIy S5 u 8-roguiHa Be3pact. Tepanmsra ¢ Ataluren e 3amoy-
Hata Mexy 3 ¥ 11-rouInHa Bb3pacT MPH MPEACTBAHATE OOJTHHL.
[MarmenTr 1 1 2 ca OMIM BKIIIOYEHH B KJIMHUYHM NIPOYYBaHE 110
15-rogumrHaTa cu BB3pacT, HO IPEACTBEHUTE JaHHHU ca OT 15-ro-
JIMIIHA BB3PACT CIIe MPUKIIOUBaHe Ha U3nuTBaneto. [Ipu mo-
CIIETHOTO TpocIesBaHe nanueHTd | 12 ca Ha 18 . 1 ca cbe
3amma3eHa CaMOCTOSTENTHO TI0XO/IKA.

Ha ¢urypa 1, 2 u 3 ce mpencraBeHH pe3ynTaTUTe OT
TpocIie/isIBaHe Ha e()eKTa Mo OTHOIIEHNUE Ha IBUTATEITHUTE U JIU-
xareiHuTe GYHKIMH pH YyeTupumara Oomau. [Ipu manwentT 1 n
2 e HanuIe ctabunusupane Ha oneHkute ot OMWT u Gowers
sign. [1pu manwent 3 1 4 ce ycTaHOBsBa IPOA0OPEHHE HA MOTOP-
HHTE U TUXATCITHH QYHKIMH.

ITo BpeMe Ha TepanusTa B Halllara rpyna He ca HaOnoaBaHu
HeXeNlaH! ChOUTHS.

B pesynarar Ha ceneKTHBHATAa CKPUHHUTOBA MPOTpama B pam-
kuTe Ha mocieanute 10 Mec. ca IMAarHOCTUIMpPaHH 3 HOBU
nanuenTa ¢ [IM/] tun dromen ¢ 6e3¢MUCIICHN MyTaIliu, TPy
KOWTO € 3aro4yHara Tepamus ¢ Ataluren.

®urypa 1. [IpomsHa Ha pPa3cTOSHHETO, KOETO NALUEHTHTE MOTaT jia U3MHHAT
3a 6 MHH. B X0/1a Ha JieueHneTo ¢ Ataluren.

12
10
= 8 Attt ATl
I 6
: ., =N
oy TK
0 —CH
3 6 9 12 15 18 24 30 36
mec mec.mec.mec. meC. mec.mec. mecC. mec

MpoAbAXKNTENHOCT Ha IeYeHneTo

®urypa 2. [IpomsHa BbB BpeMeTO, HEOOXOIMMO 3 U3MPABSHE OT JIETHAJO M0~
noxenne npu namentute (Gower’s sign) Ha houa Ha nedenue ¢ Ataluren.

115
110 -
/
105 . Al
R \ : » —
¢/100 - \/\/ iy
TK
95 —cu
90 -
6 mec. 12 mec. 18 mec. 24 mec. 30 mec. 36 mec.

MpoAbMKUTENHOCT Ha IeHEHMETO

®urypa 3. [pocnenssane Ha hopcupanus ButaneH xarmamuret (PBK) B xoma
Ha nederneTo ¢ Ataluren.
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OBCBXKJIAHE:

B HacTosIOTO M3CTEBaHE ce IEMOHCTPHpA, Ue TepanusiTa
¢ Ataluren mMoguduIIpa ecTecTBEHNS X0 Ha MPOTpEeCHBHATA
MyCKyTHa qucTpodust Tii JlomeH, KOHTO ce XapaKTepu3Hpa ¢
MIOCTENEHHO BJIONIABAHE HA MOTOPHUTE U AUXATEIHH (PyHKIIUH.
IMpu marmenTy 1 1 2, KOUTO KbM HACTOSIIMS MOMEHT ca Ha 18 T
CaMOCTOSATEIIHATA TIOXOJKA € BCE OIIE 3aMa3eHa U € HaJIUIIE CTa-
Ounm3upane Ha MOTOpHHTE QyHKIMH. EQEeKThT € 3HaYMM, mpen-
BHJ (akta, ye manmentute ¢ [IM/J] tumn JlforeH mo Kiacuyecko
ONHCaHHEe TYOAT CIOCOOHOCTITA 32 CAMOCTOSATENTHA IOXOAKA
npenu 13-ropumna Be3pact (11). [pu nanuenty 3 u 4 e Hanmvie
HoZOoOpEHUE Ha JIBUTATEIHATE M IUXATENHA (YyHKIUU, HO TIPH
TSAX TepaIHATa € 3aIl0YHaTa o-paHo. [To-3Haunm e ehekTsT npu
MAUEHT 3, TIPH KOUTO JICUEHHUETO € 3al0YHATO Ha 3-TOMUIIHA
BB3pacT U HE3aBUCHUMO, Y€ MAIMEHTHT HE NPHUeMa KOPTHKOCTe-
POUJIH, CEe OTUHNTA 3HAYUMO MOJO0pEHHe.

BaxHo e nma ce orOenexu, obaue, 4e onTUMaiIeH ePekT ce
nocTura OarofiapeHne Ha MyITHAUCIUATUTMHAPHUS TTOAXO0 Ha
MpoCe/sIBaHe U JICUSHHE U ChYeTaHHe Ha TAaTOTeHEeTHYHATA Te-
panis C Bb3IPUETUTE CTAHAAPTH Ha TpuxH (4, 5, 6).

PanHara quarHo3a ¥ CBOEBPEMEHHOTO 3all04BaHE Ha Jeye-
HHETO TapaHTHpa Mo-I00bp e(eKT, KOeTO 10 ToNsIMa CTEIeH MO-
THBHUPA U PbPEXKAAHETO Ha CENIEKTUBHATA CKPUHUTOBA IpOrpemMa
3a ToBa 3a00JIIBaHE.
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ABSTRACT

Visual snow syndrome (VSS) is a rare clinical condition char-
acterized by persistent positive visual phenomena in both eyes —
multiple flickering small dots involving the entire visual field.
VSS is predominantly observed at a young age, with onset most
often in the third decade. The females are more commonly af-
fected. The pathophysiology of the syndrome is unclear. The neu-
rological and ophthalmological examination, as well as imaging
studies of the brain are normal.

In the present publication, we present 5 patients (3 males and
2 females, mean age at examination 23,8 + 7,08 years) with a
clinical diagnosis of VSS. The average age of onset of their com-
plaints (appearance of ,,permanent shining and flickering spots”
in the entire vision field, simultaneously in both eyes, is 17,0 +
8,09 years. In all patients, the neuro-ophthalmological status, in-
cluding best corrected visual acuity, biomicroscopy of the ante-

rior segment of the eye, tonometry, ophthalmoscopy, assessment
of oculomotor movements, and at discretion, optical coherence
tomography (OCT), etc. are normal. The magnetic resonance im-
aging of the brain, performed in all patients, as well as electroen-
cephalography demonstrate normal finding. The clinical
condition of the patients is monitored dynamically.

KEY WORDS: Visual snow syndrome, case reports

PE3IOME

Visual snow syndrome (VSS) e psiko KITHHUYHO ChCTOSHHUE,
XapaKTEePH3HUPALLO CE C IEPCUCTUPAIIH MOJOXKHTETHH 3pUTEITHH
(peHOMEHH B JIBETE OUM — MHOXECTBEHH TPEITALIN MaJIKH TOUYKH
H NIETHHIIA €JHOBPEMEHHO IIPEl ABETE 04, IEPMAHCHTHH, aHTa-
’KUpaIlH IUIOTO 3pUTENHO Moie. VSS ce HabmonaBa npeuMHO
B MJIa/Jja Bb3PAcT, C HayaJlo Ha OIUIAKBAHKATA HAll-4eCTO B TPETa
JieKajia, KaTo MO-4ecTo € 3acerHar skeHckusT noi. ITatodumsno-
JIOTHATa Ha CHHAPOMA He ¢ 3scHeHa. KIIMHIYIHO, HeBpOoIorud-
HUAT U O(TaIMOIOTHYHMAT CTAaTyC, KakTo M OOpas3HHTEe
M3CIIE/IBaHHs Ha [JIaBEH MO3bK ca B TPaHULIMTE Ha HOpMara.

B Hactosmara myOnukarys, OpeacTaBsiMe 5 manueHtH (3
MBXKE U 2 )KEHH, CPeJHA Bb3pacT Ipy uscnensaHero 23,8 + 7,08
TOJIVHY) C NOCTaBeHa KIMHUYHA JuarHoza VSS. CpenHara Bb3-



