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KAHUHHYHA ITPAKTHKA -
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TPU ®AMUITHU CITYYASA OT TPU PA3NTMYHU NOKOJIEHUA
C ABTO3OMHO-AOMUHAHTHO YHACJIEOABAHE HA RETINITIS
PIGMENTOSA, OKA3AHU C AUTUTAJIHO ERG
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THREE FAMILY CASES OF DIFFERENT GENERATIONS WITH AUTOSOMAL
DOMINANT INHERITANCE OF RETINITIS PIGMENTOSA, PROVED BY DIGITAL
ELECTRORETINOGRAM (ERG)
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Pestome: [JuaeHocmuyupaHu ca u ca npocnedeHu mpu hamunHu crydas — 6aba, CuH U eHydka c retinitis pigmentosa RP
Rode-con dystrophy ¢ asmo3omHo-0oMuHaHmMHO yHacrnedsieaHe no Knacugpukayusima Ha AMepukaHckama akademusi no ocomar-
monoaus. [pu npogedeHOMO 3a NbpsU Nbm y Hac uacnedsaHe ¢ OueumanHo ERG ce Habmodasawe u npu mpume criyyasi npu
¢homonu4HOmo nposexdaHe Ha u3credeaHemo pemuHozpama ¢ HopmaHa MophosIo2us U NOMSPHOCM, HO CbC CUSTHO NOHUXeEHa
amnaumyda — cpedHo 50 mV. B xoda Ha mbMHUHHama adanmayusi ce ycmaHo8U NOHWXXagaHe Ha buoenekmpu4yHama akmusHocm
om cybHopmasHa do Hepeaucmpupauwa ce ERG npu 6551 u coomeemHo cuH ceemnuHeH cmumyn ¢ yecmoma 30 Hz. JughepeHuyu-
anHama OuagHo3a ¢ Opysume hopMU Ha manemopemuHanHu OeeeHepayuu bewe HanpageHa CbC cneyupuyHus OuaumarneH
0bpa3 Ha npedussukaHama buoenekmpuyHa akmusHocm. ¥ 8 mpume cry4asi Ha MpUMe NOKOMEHUs YCmaHOBUXMe U34YepneaHe Ha
ocmambyHama buoenekmpuyHa akmusHocm 8 xoda Ha npoepecupauio dezeHepamugHo 3abonsgaHe RP ¢ HanpedsaHe Ha 8b3-
pacmma. [uaeHo3ama ce nomebpOu KIUHU4YHO (0gbmanmMocKoNcKu ¢ xapakmepHusi 8Ud Ha 04HOMO OBHO), C UBEMHO MmecmysaHe
(ATL, mabnuyume Ha Mcwuxapa u Pabkun, All color Anomaloscope IF-2 TOMEY, Test 28 HUE de Roth Farnsworth-Munsell), ¢
kuHemuyHa Kyaen-nepumempus u asmomamuyHa Xempu-nepumempus ¢ npoepamama SITA-Fast. lpu ysemHomo u3cnedsaHe
babama u 6awama yemam camo ATL, koemo Ookasea, Ye HsiMa npudobumo usemHo pascmpolicmeo. Tosa € 8 nodkpena Ha ag-
mMo30MHO-O0OMUHaHMHUSI mun Ha yHacnedsgare. [lpu aHomanockonckomo uscredgaHe u ygemHume mabnuyu Ha Mcwuxapa u
Pabku+ u Test 28 HUE de Roth Farmnsworth-Munsell npu 6abama u 6awama ce ycmaHogu OelimepaHomanus. BHyykama e ¢ Hop-
masniHa mpuxpomasusi. Om HanpageHume nepumempu ce Habmo0aga KOHUEHMPUYHO CMeCHs8aHe Ha 3pumesiHomo nosne o mpb-
608udHo 3peHue. [pu mpume hamunHu criydas bewe 83em cepyM 3a 2eHemUYHO u3ciedeaHe 3a nomebpxdasaHe Ha OuagHo3a-
ma u 3a nocriedeawa 2eHHa mepanus.

Kmoyogu dymu: nuemeHmeH pemuHum, efekmpopemuHozpama, agmo3oMHo-00MUHaHMHO yHacnedsieaHe, nepumMembpHO
UBEMHO 3peHue
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Summary: Three family cases with Retinitis pigmentosa (RP) rod-cone dystrophy with autosomal dominant inheritance according
to American Academy of Ophthalmology classification were diagnosed and studied: the grandmother G. D., 83 years old; the son A.D.,
61 years old and granddaughter A.B., 27 years old. The test with digital ERG was conducted for the first time in Bulgaria. During the
photopic test, there was observed retinogram with normal morphology and polarity but with drastic decline of the amplitude by 50 mV on
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average. In the process of dark adaptation, a decline of bioelectric activity was detected: from subnormal to non-recording ERG during
white and blue flashes at 30 Hz. Differential diagnosis with other forms of tapetoretinal degenerations was established through specific
digital image of induced bioelectric activity. In all of the three different generations’ cases, there was established reduction in residual
bioelectric activity with the advancing of age of the patients with progressive degenerative RP disease. The diagnosis was confirmed
clinically/ophthalmoscopically with the typical appearance of the fundus of the eye (with colour tests) ATL, Ishihara table and Rabkin
chart, All color Anomaloscope IF-2 TOMEY, Test 28 HUE de Roth Farnsworth-Munsell, with kinetic Kugel perimeter and automated
Humphrey perimeter using the SITA-Fast computerized perimetric threshold strategy. During the colour test, the grandmother and the
father could read only ATL, which proves there was no acquired colour vision disorder. This is in confirmation to the autosomal dominant
inheritance. In the process of anomaloscopic test and the colour tables and charts of Ishihara and Rabkin, as well as Test 28 HUE de
Roth Farnsworth-Munsell, the grandmother and the father were found to be with deuteranomaly. The granddaughter had a normal
trichromacy. The perimetric tests showed concentric narrowing of the visual field to tubular vision. Serum for genetic tests was taken

form the three family cases in order to confirm the diagnosis and administer a gene therapy.
Key words: retinitis pigmentosa, electroretinogram, autosomal dominant inheritance, perimeter, colour vision
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BbBEAEHUE

Retinitis pigmentosa (RP) e xeTeporeHHa rpyna
HacneacTBeHW o4HM 3abonsBaHud, npu Kouto ab-
HOPMHOCTU Ha OTOPELEeNTOPHUTE NPBYMLM U
KOHycYeTa WM Ha PETUHANHUSA MUIMEHTEH enuTen
BOOAT [0 MporpecuBHa 3aryba Ha 3peHueTo [1, 2,
3, 4, 5]. YectoTarta e oT 19 go 27 Ha 100 000 gyLum
[6].

OcCHOBHUTE KpUTEPUW 3a AMarHocTuuMpaHe Ha
fbonecTtrta ca OUCHYHKUMATA Ha MpbynunuTe, ycTa-
HOBEHa 4pe3 enekTpopeTuHorpadcko nscneasaHxe,
a Taka cblWo 3arybaTa Ha nepudepHOTO 3peHune,
nauveHTUTe BWXAAT KaTto npe3 Tpbba, ABycTpaH-
HOCTTa Ha mpoueca M xapakTtepHata odTanmorsno-
rMYyHa Haxodka, KakTo WU Hann4mMeTo Ha MUrMEeHTHU
CTpynBaHuA noa dopmMaTta Ha KOCTHU KNeTku [5, 6,
7,8,9,10, 11].

HaunHbT Ha yHacnegsasaHe npu RP ce knacu-
duumpa Kato aBTO30MHO-gOMUHaHTHO (adRP), aB-
TO30MHO-peuiecuBHo (arRP), X-cebpsaHo (xIRP),
npocto/myntunneHo [12, 13, 14, 15, 16].

KNAHUYHU CNYYAU

OwarHocTnunpaHn n npocrnegeHn ca Tpu da-
MUIHK criyyast — 6aba (. O. Ha 83 roa.), cuH (A. B.
Ha 61 rogd.) n BHyyka (A. B. Ha 27 roa.) c retinitis
pigmentosa RP Rode-con dystrophy ¢ aBTo30MHO-
OOMWHaHTHO YyHacregsBaHe Mo KrnacudukaumusTa
Ha AMepukaHckaTa akagemus no oTanmMonorms.

Mpun NnpoBegeHOTO 3a MbPBU NbT Y HAC M3cnea-
BaHe ¢ gurmtanHo ERG ce HabniogaBaiwle n npu
TpuTe cryyas npu GOTOMMYHOTO NPOBEXAaHe Ha
n3cnegBaHeTo peTvHorpama ¢ HopmanHa Mopdo-
norus 1 NOnsPHOCT, HO CbC CUITHO MOHWXEHa aMmri-
nutyna cpegHo 50 mV.

B xoga Ha TbMHMHHAaTa agantauus ce ycTaHo-
BM MOHWXaBaHe Ha bGroenekTpuyHaTa akTBHOCT OT

cybHopmanHa po Hepeructpupawa ce ERG npu
651 N CbOTBETHO CUH CBETIIMHEH CTUMYI C YecToTa
30 Hz.

OundepeHumanHaTa guarHosa ¢ gpyrute popmu
Ha TaneTopeTMHanHW AereHepauun Gelle Hanpa-
BEHa CbC cneundunyHna gurntaneH obpas Ha npe-
Aun3BMKaHaTa bnoenekTpuyHa akTUBHOCT.

W B Tpute cnydas Ha TpuUTe NOKONEHNST YCTaHO-
BUXME M34eprBaHe Ha ocTaTbyHaTa GuoenekTpuy-
Ha aKTMBHOCT B X0[4a Ha Nporpecupallo gereHepa-
TMBHO 3abonsaBaHe RP ¢ HanpegBaHe Ha Bb3pacT-
Ta. MbNHO n3dyepnBaHe Ha OuoenekTpuyHaTta ak-
TMBHOCT HabnwpgaBaxme npu 6abarta n Gawara,
[0KaTo Npu BHy4yKaTa ce yCTaHOBM OCTaTbyHa Ouo-
eneKkTpu4Ha akTUBHOCT.

[narHosaTa ce NoTBbPAN KIMHUYHO:

— 0 TaNMOCKONMNCKN C XapaKTepHUs BUA Ha Ou-
HOTO AbHO. [lokaTo npu BHy4kaTa HabniogaBaxme
npaxoBMaHa WHTpapeTuHanHa nUrMeHTaums, TO
npu Gawara n 6abarta ce koOHCTaTUpaxa rpyou nur-
MEHTHMW CTpynBaHUs nog dopmarta Ha KOCTHM KneT-
kn. ManunaTta npu 6awata u npu 6abara nmalle
BOoCb4yHOONE LBAT.

— C uBeTHo TecTtyBaHe (ATL, Tabnuumte Ha
Mcwmnxapa n PabkuH, All color Anomaloscope IF-2
TOMEY, Test 28 HUE de Roth Farnsworth-Mun-
sell). Mpu LBeTHOTO n3cneaBaHe 6abarta u Hawarta
yetaT camo ATL, KoeTo gokasea, 4Ye HaAMa npuao-
OMTO LUBETHO pa3cTponcTBO. ToBa € B noAdkpena Ha
ABTO30MHO-OOMWHAHTHUA TWUM Ha YyHacnegsBaHe.
Mpy aHOManocKonckoTo u3crnedBaHe U LUBETHUTE
Tabnuum Ha Ucwmnxapa n PabkuH n Test 28 HUE de
Roth Farnsworth-Munsell npu 6abaTa n 6awiarta ce
yCTaHoBW pAenTtepaHomanusi. BHyukata e c Hop-
MarHa Tpuxpomasusi.

— ¢ kuHeTudHa Kyren-nepumeTpus n aBTOMa-
TMYHa XbMmdpu-nepumeTpusa ¢ nporpamata SITA-
Fast. OT HanpaBeHUTe nepumeTpu ce Habnogasa
KOHLIEHTPUYHO CTECHSIBAHE Ha 3pUTENHOTO Mnosne Ao
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TpbOOBUAHO 3peHne nNpu Bawata 1 BHy4kaTa v npu
©abaTta, Npu KOSATO € Hal-CUITHO N3paseHo.

Han-cunHo noHmxeHne Ha 3puTenHaTa ocTpoTa
ce Habnwpgasale npu 6abata VOD = 0,03 VOS =
0,04, no-cnabo nspaseHo — npu bawata VOD = 0,1
VOS = 01, n Han-cnabo NoHWXeHWe — Npu BHyYKa-
Ta VOD =0,5 VOS = 06.

Mpun Tpute pammnHu cnydas Bele B3eT cepym
3a reHeTU4HO M3credBaHe 3a NMOTBbPXKAABaHE Ha
AwnarHosaTa 1 3a nocnejpalla reHHa Tepanusi.

OBCBHXOAHE

Mpn HanpaBeHoTO OT Hac gurntanHo ERG ce
YCTaHOBMK U B TPUTE crly4vasi, Ha TPUTE MOKONEeHUs,
C HanpegBaHe Ha Bb3pacTTa M3yeprnBaHe Ha OcC-
TaTbyHaTa OMOeneKkTpnyHa akTUBHOCT — HaW-CUI-
HO u3paseHo npu Gabata n Gawarta M no-cnabo
npu BHy4kata. ERG e egnH ot ocHoBHUTE pgumar-
HOCTUYHM M NoKa3aTenHW MeTOAN, KOUTO AoKasBaT
OunarHosaTta RP [17-23]. lpn npeactaBeHuTe oT
Hac cnyvam ¢ RP yHacnegsiBaHeTo € aBTO30MHO-
OOMUHAHTHO.

MpeunsHo reHeTUYHO u3cnenBaHe, WAOEHTU-
duympallo reHHa mytaums, 6u morrno ga nomor-
He Ha 6onHm c¢ RP, ocobeHO c aBTO30MHO-
OOMMHAHTHM MyTauuu, Ype3 ennMUHUpaHe TpaH-
cepa Ha myTupanusa reH. lNpunaraHeTo Ha npe-
UMnNraHTauMoHHa reHeTU4yHa guarHo3a un uabwu-
paHeTo Ha 3uroma 3a MMNnaHTauus, Hecbabp-
Xalla MyTMpanus reH, e nonpeyn Ha TpaHcge-
pa Ha AeHTUULMPAHNS TEH.

Y4yeHnn oT WHCTuTyTa No odrtanmMonorns BbB
BenukobputaHua (oT oyHaTa GonHuua B Mbp-
dunac oT ekmna Ha npod. PobuH Anu [24]) npea-
CTaBAT pe3yntatute OT MbpPBOTO B CBeTa KMUHWY-
HO MpoyyYBaHe MNpW TEeCTBaHe Ha PEeBOMOLMOHHA
reHHa Tepanus 3a fedyeHve Ha eanH TN Hacneac-
TBEHa crenoTa, KOHreHuTanHa amaBpo3a Ha Jle-
Oep — psiAKO HacneacTBeHO O4YHO 3abornsBaHe,
MPUYMHEHO OT W3MEHEeHVWe B TreHa, Hape4eH
RPEG5. To ce nosiBaABa npu paxgaHeTo unu npes
MbpBUTE MECELM OT XMBOTa U MpUYMHABA Nporpe-
CvBHa fes3opueHTauna u 3aryba Ha 3peHue. 3ace-
ra Hama edeKkTMBHO NedYeHne Ha ToBa 3abonsBa-
He. [MpoBeXxaankm nevyeHneTo BbpXy Tpuma naum-
€HTU C KOHreHuTanHa amaBpo3a Ha Jlebep, 6on-
HUTe ca Ounu NOAMNOXeEHM Ha cepust OT TECTOBE, C
uen ga ce ycTtaHOBAT edekTute OT Tepanudara.
Bcuykm Te gocTurat HMBA Ha 3peHue, paBHU MOHe
Ha nbpBOHaYanHWMTE npegu onepauusaTa. EguH
naumMeHT JocTura 3HaumTenHo nogobpeHue Ha
HOLLLHOTO Ccu 3peHune. ToBa e JeMOHCTPUPaHO vpes
HeroBaTa CNocoOHOCT Aa Ce chpaBu CbC cneuu-
ariHO MpoeKTMpaHa CcuMynauus npu OBWXKEHWEe
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npes HowTa. lNpean onepaumnara Ton e gocTturan
uenta 6aBHO M € HanpaBuUIl HAKOSKO FPELUKU, HO
crnegBayniku UHCTPYKUUUTE Ha Xupypra, ce e cnpa-
BWI CPaBHUTENHO 6bP30 1 6e3 rpeLuKu.

TexHukaTa, M3non3BaHa B TO3M ONWT, BKIHOYBA
MHCepuMpaH/ 34paBu KOMWS Ha NUMACBALLMA TeH
PREGS B kneTkuTe Ha peTuHaTa, 3a ga MM nomara
0a (pyHKuMoHMpaT HopManHo. ToBa BKMYBa One-
pauusi, 4ype3 KoATO da ce AOCTaBAT HOpMalHuTe
reHn B peTuHaTa, kaTo ce u3nons3sa 6es3BpeneH
BMPYC WNu ,BEKTOP”, KOWTO Oa MpeHece reHa B
KNeTKNTe — BEKTOPBHT € NPOM3BEAEH OT amepuKaHC-
kaTa komnaHua Targeted Genetics.

Cb3gageH e xvpyprudyeH MeTton, KOWTO MO3BO-
nsiBa OOCTBM OO0 KMeTKWUTe, pas3nonoXeHu nog pe-
TMHaTa Ha nauMeHTUTe, KaTto Cce M3Mosi3Ba MHOro
TbHKa Urna, 3a ga ce nocraeu mMoauduumpaHmaT
BMPYC B M3onuvpaHa obracT Ha peTuHaTa, KoeTo
no3BorisiBa BEKTOPBLT Aa 6bae abcopbupaH.

My6nvkyBaHnTe pe3ynTaTu Mokas3eaTt, Ye €eKcC-
nepuMeHTanHoTo neyeHne e 6esonacHo 1M 6u mor-
no aa nma Hanpenbk. OTkpuTUATa ca gokasaTernc-
TBO 3a reHHaTta TexHomnornda um MmoraTt ga mmat 3Ha-
YNTEJTHO BIMUAHNE BBPXY 6'b,£l,eLIJ,I/I nacrieaBaHusA Ha
OYHU 3abonsaBaHUS.

|_|pVI eKcnepuMmeHTarnHu mnicnengBaHusa, MU3nons-
BalLM XMBOTUHCKM mMogenu ¢ RP, e pokasaHo, ye
Tasn reHHa Tepanusi Moxe da nogobpu n npesBaH-
Tupa 3peHneTo. 1o Bpeme Ha onuUTUTE 3peHNETO Ha
KyyeTa ¢ gedekta 6Guno Bb3CTaHOBEHO A0 HUBO, A0
KoeTo Te ca CnocoBGHW fa npemuHat npes nabwu-
PVHT 6e3npobnemMHO — Hello, KOeTO He ca MOrnu
Oa HanpaeaAT npean neyveHneTo. MNMoHexe To3n onuT
e MbPBUAT MO PoAa CU 3a NleYyeHne Ha OYHO 3abo-
nsiBaHe, Npu KOWTO Ce M3MoJi3Ba MEeTOA Ha reHHa
Tepanusi, BKMOYBalLla [OOCTaBka Ha BeEKTOpU [0
YOBELLKUTE PETUHMW, EKUMBT € HanpaBuil MHOXECT-
BO MpeaknMHu4YHKM TecToBe. Llenta Ha ekcnepumeH-
Ta e Ja nokaxe Komnko 6e3onacHa v edekTMBHa €
HOBaTa MHTEPBEHLMS MpU Xopa.

Tes3un nscnefBaHusa OTKpUBAT NPUHLMNA Ha reH-
HaTa Tepanus 3a HacneacTBeHU 3abonsBaHus Ha
peTuHaTta. Te npegHayepTaBaT NMbTA 3a pas3BUTUE-
TO Ha reHHaTa Tepanusi 3a OrPOMEH OpoWN OYHM
3abonsiBaHus.
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