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Pe3ome

IMuemenmuas abuompogus cemuamxu (I1AC) - smo HacaedcmeeHHoe 3a601e8aHue ¢ nep8uUYHbIM JUPPy3HbIM
nopasiceHuem ggomopeyenmopos u NU2MeHMHO20 3nUMeAUsi Cemuamku, NpU KOMopoM OMMeUaromcs xapakmep-
Hble PYHKYUOHA/IbHbIE UBMEHEHUS U MUNUYHAS KAPMUHA 21A3H020 OHA € NUZMEHMHbIMU KOCMHbBIMU MeAbYaMu.
IMuemenmHas abuompogus cemuamku s18/151emcst Haubo.J1ee pacnpocmpaHéHHbIM 3a60.1e8aHuem u3 ecex duc-
mpoduii cemuamxku.

Lleaw uccaedosanusi: nposecmu KAUHUKO-2eHeA102U4ecKUll AHA1Uu3 muna Hac/1edos8aHusl NU2ZMEeHMHOo20 pemu-
Huma y xcumeaeli Tap6azamatickozo patioHa Pechy6auku Bypsmusi.

Mamepuaa u memodul. Ha nepgom amane uccsiedogaHusi 6bi1 nposedéH «nodsoposotl 06xod» xcumesetl Tap-
6azamatickozo pationa Pecnybauku Bypssmusi ¢ uHmepgblouposaHuem u aHkemupogavuem. Ha emopom smane
AUYam ¢ nodospeHuem Ha Haauque NU2MeHmMHo20 pemuHuUma U ux KpOSHbIM poOOCMEeHHUKAM NPO8OJUIOCH
no/HoyeHHoe oghmanbMoi02uyeckoe ob6caedoganue 045 nodmeepicdeHuss duazHo3a, a makdxice 6bl1 nNPoeedéx
mujamebHblll cO0p 2eHean02uyeckoll UHPOpMayuu ¢ Yeabto yCmaHo8AeHuss muna HacaAe008aHusl.
Pe3yaemambl. M3 1237 uHmepabloupo8aHHbIX 4es108€K 8 8o3pacme om 15 do 76 siem, npoxcusaowjux 8 3aKkpblimom
coobujecmee Ha meppumopuu Bypsmuu e Tap6azamatickom patioHe, 8videseHo 20 601bHbIX U3 12 cemetl, u3 HUX
€ Npedno/10JcumenbHbIM OUAZHO30M «NUZMeHMHbIU pemuHum» — 12 yesno08ex, ¢ npusHakamu cuHopoma Yuepa
(TIP + HelipoceHcopHasi myzoyxocms) — 8 uenosek. B yesom npu avaauze 20 podoca08HbIX C YCMAHOBAEHHbIM
munom HacaedosaHus 8 89,9 % cayuaes evls8seH aymocomMHo-peyeccusHbili mun 8 10,1 % - aymocomHo-00-
MuHaHmuulil mun I1IP

3akoyenue. [1oHOYeHHbLI c60p 2eHean02u4ecko20 aHaMHe3a s18.15emcsl 0CHO80lU 6 duazHocmuke Hacaeo-
CcMeeHHbIX 3a601e8aHUll 2/1a3.

Knoyessle ci08a: nuzmenmuas abuompogusi cemuamku, cuHopom Yuiepa, 2eHemuyeckue munbl HaAc1e008aHUsl,
UHOPUOUHZ, «3AKpblmble» coobwecmaa
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Abstract

Retinal pigment abiotrophy is a hereditary disease with a primary diffuse lesion of photoreceptors and the retinal
pigment epithelium, in which characteristic functional changes and a typical picture of the fundus with pigment bone
bodies are noted. Retinal pigment abiotrophy is the most common disease of all dystrophies of the retina.

Aim. To do a clinical genealogical analysis of the type of inheritance of pigmentary retinitis in residents of Tarbagatai
region of the Republic of Buryatia.

Material and methods. At the first stage of the study, a round between the residents of Tarbagatai region of the
Republic of Buryatia was conducted by interviewing and questioning. At the second stage, people with suspected pig-
ment retinitis and their blood relatives underwent a full ophthalmologic examination to confirm the diagnosis, and a
thorough collection of genealogical information was carried out to determine the type of inheritance.

Results. 20 patients were allocated from 12 families of 1237 interviewed people aged 15 to 76 years living in a closed
community in the territory of Buryatia in the Tarbagatai region, 12 of them with a presumptive diagnosis of retinitis
pigmentosa, with signs of Usher syndrome (retinitis pigmentosa + sensorineural hearing loss) - 8 people. In general,
the analysis of 20 pedigrees with an established type of inheritance in 89.9 % of cases revealed an autosomal recessive
type; in 10.1 % - autosomal dominant type of retinitis pigmentosa.
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Conclusion. A complete collection of genealogical history is the basis for the diagnosis of hereditary eye diseases.
Key words: retinal pigment abiotrophy, Usher syndrome, genetic types of inheritance, inbreeding, “closed” communities
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BBEAEHUE

Ewé B XIX Beke Von Graefe B 1858 .1 R. Libreih B 1861 .
OTMETUIN NMOBTOPAEMOCTb MUTMEHTHOW abnoTpodun B
npegenax ceMen, NogYEpKMBas posb 61IM3KOPOACTBEHHOIO
6paka B pa3BUTUN AereHepauuy ceTyaTku. MNo3gHee Hacnep-
CTBEHHbIV XapaKTep 3a60neBaHUA NOATBEPKAEH AHINNICKON
LUKOJOV reHeTUKu. bbino oTmeueHo 6onbluoe pa3Hoobpasne
$EeHOTUNOB, BCTPEYAOLLUXCA B OQHON CEMbE, Kak NposBIe-
HMe OAHOro reHOTUNMYecKoro AedekTa. HecmoTpA Ha OTCyT-
CTBYE reHeTUYeCKMX NCCeAOoBaHNIN Ha KNETOYHOM YPOBHe,
yXe B Te rofbl 661710 ACHO, UTO MHOTME GOPMbI AereHepaLv
CeTyaTKM UMEIT OQMHaKOBOe NpoucxoxkaeHue [1].

Ha ceropHAWHWA AeHb M3BECTHO, YTO NMUTMEHTHAsA abuo-
Tpodua cetuatku (MAC) nnu nurmeHTHbIN peTrHuT (MP) moryT
MMeTb MOHOIeHHbIN (Bbl3BaHHbIN AedeKTamun B OAHOM reHe)
WV AUFEHHBI (BbI3BaHHbI AedeKTamu B ABYX reHax) TUrM Ha-
CnefoBaHNA, a Tak»Ke MOTyT COYeTaTbCA C CUCTEMHBIMU SHAO-
KPUHHBIMU 1 OOMEHHbIMU HapyLleHAMU. HeloCTaTOYHOCTb
SH3UMOB B 3TUX C/lyYasx NPUBOAUT K MyTaLUU FreHOB, YTO
onpepensaeT reHeTMyeckyto natonoruio. K cneynduryeckum
CUCTEMHbIM 3a6011eBaHNAM OTHOCAT: HapyLUEeHNe MeTabon3-
Ma YrnieBOf OB, /1 KOTOPOro XapaKTepHbl NporpeccupytoLe
06/1aKOBUAHbIE MOMYTHEHNA POrOBULbI, OTIOMXKEHMNE MNT-
MeHTa B ceTyaTKe, aTpoduA 3pnTeNIbHOrO HepBa PasNYHON
CTeneHy BbIPaXKEHHOCTU; HapyLLIEHNe MeTaboIM3Ma NMNAoB
(cuHppom bacceHa - KopHuBelira, KOTopblii BKOYaeT B cebs
MNP, akaHTOLMTO3, HENPOMYCKYNIAPHbIE HAPYLLIEHWNA C MO3XKeY-
KOBOW aTakCKel, HapyLleHMEM BCacbiBaHUA B KULIEYHMKE);
HapyLeHne meTabonu3ma NMNonNpPoOTENHOB, Bbi3biBaloLLee
LiepebpanbHble, peTrHaNbHblE PAacCTPONCTBA N 3af4ePXKKY
YMCTBEHHOTO Pa3BUTKA. TakxKe BblAeNeHbl CUHAPOMbI, BKJTHO-
vatowme B ceba MNP 1 nopakeHre HePBHOW TKaHW: CUHAPOM
lpede - Ywepa (coyetaHue rnyxotbl ¢ MP) n cnHgpom Jlo-
peHca - MyHa - bapae — buana (ymcTBeHHasa OTCTanocCTb €
HeJ0CTaTOYHOCTbIO MOJTOBbIX XKeNe3, OXKNPEeHMEM, MONN- U
CUHAAKTUANEN 1 MTUTMEHTHON auctpoduen) [2].

Tunbl HacnepoBaHuA MNP pa3sHoob6pasHbl, U X YacToTa
CYLLeCTBEHHO Pa3fiMyaeTca B pa3HbIX Nonynaymsax: peLec-
cBHas popma B CpefjHeM BCTpeyaeTca ¢ yactoToi 20-35 %,
JOMWHAHTHAA — C YacToToln 9-43 %, cLuenneHHas C NosloM — C
yactoTtol 8-45 %. Bbicoka yacToTa cnopagunyeckmux Gpopm
MAC-23-48 % [3]. Tak, B [epmaH1 YacToTa ay TOCOMHO-AOMU-
HaHTHoro [P coctaBnseT 25,2 %, ayTOCOMHO-peL/eCcCBHOMO —
16,4 % [4]. B VicnaHnn npy o6cnegoBaHum 542 60nbHbIX 1P [5]
B 12 % cemen KOHCTaTMPOBAH ay TOCOMHO-AOMUHAHTHbIN TUM
HacnenoBaHusa, B 39 % — ayTOCOMHO-peLiecCMBHbIN. B AnoHnn
ob6cneposaHyie 253 nauneHToB NP BbiABMNO B 15,4 % cnyyaeB
ayTOCOMHO-AOMMWHAHTHbIN TN HacnegosaHusa, B 30,2 % —
ayTOCOMHO-peLieccuBHbIn [6]. B IHann obHapyxeHo npu-
61131TENbHO OMHAKOBOE KONMYECTBO CeMeN C ayTOCOMHO-
OOMVHAHTHBIM 1 @y TOCOMHO-peLieccnBHbIM T1nom MNP - 36,7
1 35,1 % cootBetcTBeHHO [7]. Hu Dan Wing [8] o6cnegosan
700 000 yenoBekK B pa3HbIx ropodax 1 NPOBUHUMAX KnTtasa 1
YCTaHOBW @y TOCOMHO-AOMUHAHTHBIN TUM HacnegoaHus MNP
B 5,2 % cnyyaeB, ayTOCOMHO-peLeccrBHbIV — B 91,8 %.

B HacToALee BpemA yCcTaHOBNEHO, UTO 84 reHa 1 7 reHoB-
KaHanpaToB cBaA3aHbl € MAC. Kaxablli U3 3TUX reHoB KoanpyeT
6enkn Kackaga GoToTpaHCAYKUNN, 3pUTENBHOTO LMKNa,

ymTockeneta ¢poTOpPeLEenTOPOB U MUFMEHTHOIO 3NUTENNUA
ceTyatkn. Hanbonee yacton NPUUYNHON BO3HNKHOBEHNSA
MAC aBnaloTca MyTaumm B reHax pogorncumHa (RHO), TpaHc-
petuHanbaveTunasbl (RPE65) 1 nepudeprHa (RDS/PRPH2) [9].
Mpepnonaraetcs, 4to MyTauuy B ruapodpobHOM yyacTke
MOJIEKYIbl POAOMCKHA MOTYT NMOMeLLIATb €€ NPOCTPaHCTBEHHON
KOH(OPMALMK 1 FIMKOIM3MPOBAHWIIO, UTO 3aTPYAHSET BCTpan-
BaHMe CBEXKeCHTe3POBaHHOW MOJIeKy bl POJONCHHA (CUHTe-
31POBaHHbIV POAONCUH ByAeT HaKanIMBaTbLCA BO BHYTPEHHMX
cermeHTax GOTOPeLIENTOPOB, YMEHbLUIAA TPAHCAYKLIMIO).
leH nepudepriHa/RDC onpepenset MeaneHHyo fereHe-
pauuto cetyatku [10]. fomonor reHa yenosekay mbiwwein RDS
NOKann3oBaH Ha Xxpomocome 6p21.1-cen n ABNAETCA reHOM-
KaHAMOATOM iereHepaLmm ceTyaTky yenoseka. MeprdepuH/
RDC - cneunduruecknin TpaHcMeMOpaHHbI 6eNoK, ToKanmsy-
IOLLMINCA B HAPY>KHbIX CErMeHTax GpOTOpPEeLIeNTOPOB, — UrpaeT
BaXHYIO pOJib B yKpenneHun Gpru3nyeckon ctabunbHoOCTH
[VCKOB Hapy»XHoro cermeHTa ¢poToperentopos [10, T1]. TP,
BO3HMKaoLWMe Npu myTaummn Kak nepudepnHa/RDC, Tak un
pPOAONCYHA, CXOAHbI MO KNNHNYECKUM NPOABNEHUAM.
AyTocomHo-peLeccuBHbIn [P ABnaeTca reHeTnyeckn
reTeporeHHbIM. [1ns 310 popmbl 3ab60eBaHUs, B OTIMYME
OT ayTOCOMHO-AOMUHaHTHoro MNP, ngeHTnduLympoBaHo
6onblle reHoB, ABNALMXCA NPUYMHON 3a60/1eBaHNA, YeM
NOKYCOB. ITO CBA3AHO C TEM, YTO HOMbLUNE POAOCIOBHbIE C
ayTOCOMHO-peLeccmBHbIM [P BCTpeualoTca pexe, yem npu
ayTOCOMHO-AOMNHAHTHOW pOopMe, B CBA3U C YEM 3aTPYAHEHO
npoBefeHne reHeTUYeCKOro aHanr3a rpynn cuensieHus.
/3BecTHbI ABa MATONOrMYECKNX annens reHa poaoncmHa
(rniotamunH 150 nu3uvH — Q150K 1 rntoTamuH 249 cTon-KagoH —
Q249X), obycnasnuBatoLiie pa3BrTNE ayTOCOMHO-peLiec-
cusHoro [P [12]. MatoreHHana npupopaa annena Q150K 06b-
ACHAETCA TeM, YTO 3Ta MyTaLusi MPUBOAUT K 06pa3oBaHMIo
HEeaKTMBHOro pofoncuHa, a Q249X - K usMeHeHuo obMeHa
aMUHOKMCNOT B pofoncuHe. M3BecTeH Tak»Ke ayTOCOMHO-
peueccuBHbIn TP, Bbi3BaHHbIN MyTauuamn B reHax PDEA
n PDEB, reHe CA/CG, reHe ABCR Ha xpomocome 1p21-p13,
reHe RLBP1, kogumpytowem KneTouHbl peTHanbaerna-cea-
3biBatowmii 6enok (CRALBP). Bcneacteue noteput dyHKLUMM
CRALBP npepbiBaeTca UMK peTUHaNbHOroO BUTaMnHa A 1
[eCcTabunm3npyoTca NanoyKkoBble 1 KOTOOUYKOBbIE OMNCKHBI.
Mpu 3TOM NoKyc 3aboneBaHus MAeHTUGULMPOBAH C No-
MOLL|bO FeHEeTMYEeCKOro aHanm3a cLenieHnsa Ha XpoMmocome
15026 [13]. MyTauumm reHa RPE65 06Hapy»KeHbl NPy TAXENbIX
bopmMax ayTOCOMHO-PeLeCCUBHON ANCTPODUM CETUATKM
C paHHUM Hayanom (arCSRD) [14], koTopasa OTHOCUTCA K
reTeporeHHow rpynne 3abofeBaHUN, NOPaXKaoLWwmx OfHO-
BPEMEHHO NasiouYKoBbIe 1 KONIGoUKoBble pOTOpELIENTOPDI.
Bbicokas vacToTa NP cpenun HacneacTBEHHbIX AereHepa-
LMiA ceTYaTKIM, UHBANMAN3MPYIOLLEe TeUYeHre 1 OTCYTCTBME
3¢ PeKTMBHbBIX TepaneBTMUECKMX METOAOB CTaBAT NpobieMy
N3yyeHns 3Toro 3aboneBaHnsA 1 NPoBefeHUA NPoPUNaKTK-
YeCcKnx MeponpuATUIA, HanpaBieHHbIX Ha NpefoTBpPaLLeH/e
BO3HVKHOBEHMA MOBTOPHbIX C/lyyaeB 3abosieBaHUs B OTs-
rOLWEHHbIX CEMbAX, B PAL COUManbHO 3HauMMbIX. [Ina npo-
BefeHnA 3GbeKTVBHON LeneHanpaBneHHoN NpodunnakTKm
Heo6Xx0VMO BbIICHEHWE NONYNALVOHHO-reorpadpuyecKnx
3aKOHOMEpPHOCTEN pacnpocTpaHeHna 3aboneBaHus.
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Ecnu nssecteH Tvn HacnegoBaHuA 3aboneBaHnsa 1 No
aHanu3y pofoCIOBHON yaaétca ngeHTnduumnpoBaTtb reHo-
TUMNbl 060UX pofuTenei, oLeHKa prcka NPon3BOAUTCA B
COOTBETCTBUM C MPOCTbIM MEHAENEBCKUM PaCLLENIEHNEM.
Ecnny npobaHfa ycTaHOBNEHa BHOBb BO3HMKLLAA MyTaLus,
TO B OL|EHKE PUCKA A1 CMOCOB MCMOJb3YIOTCA MOonynAum-
OHHble [laHHble 0 YacToTe MyTUPOBaHMA. [TOBTOPHBIN pUCK
npv MeHAenpywWwmx 3aboneBaHnAX MOXHO onpeaenunTb,
3anycaB reHOTUIMbl POANTENEN N BCEX BO3MOMHbIX MOTOMKOB
no Tunam obpasytounx ramer. [15].

LENb NCCZIEROBAHUA

MpoBecTn KNNHUKO-reHeanornyecknin aHanus tuna
HacnefoBaHUA NMUIFMEHTHOFO PeTUHUTA Y XuTenei Tapba-
ratanckoro parioHa Pecny6nvkm bypatus.

MATEPUAJIbl U METOAbI

Ha nepBom aTane nccnenoBaHua 6bi1 NPoBeEH «MoABO-
poBoi1 06xof» xuTenel Tapbarataickoro paioHa Pecny6nmku
BypaTua c uHTepBblOMpPOBaHUEM 1 aHKeTpoBaHnem. Cneuun-
aNbHO COCTaBJIEHHBIN ONMPOCHUK BKITH0Yas BOMPOCHI, KOTOpble
Hanbonee MOSIHO OCBELLANIV CHUXKEHME KauecTBa 3peHna 1
cnyxa v Hanmuve 60sbHbIX POACTBEHHMKOB. Ha BTOpom 3Tane
SIMLaM C NOAO03PEHNEM Ha HanMyme NUIMEeHTHOrO PeTUHMTA
U VIX KPOBHbIM POACTBEHHMKaM MPOBOAUINCH MNONTHOLEHHOE
odTanbmonornyeckoe obcneoBaHve ana NoaTBePXKAeHNUA
[MarHo3sa v TLaTesbHbl c6op reHeanormyeckon nHdpopma-
LK C LieIblo YCTAHOBIEHMSA TWMNa HaceoBaHUA.

PE3YJIbTATbI U UX OBCYXXAEHUE

3 1237 nHTepBbIOMPOBaHHbIX YE/TIOBEK B BO3pacTe OT
15 fo 76 neT, NpoXMBaloLKMX B 3aKPbITOM coobLiecTBe Ha
Tepputopun BypaTtnn B Tapbaratainickom paioHe, BbigeneHo
20 60nbHbIX M3 12 cemel, N3 HUX C NPeANONIOXKNTENbHbIM
OMarHO30M «MUTMEHTHbIA PeTUHUT» — 12 yenoBek, C Npu-
3Hakamy cnHgpoma Ywepa (MNP + HepoceHCopHas Tyroy-
XOCTb) — 8 yenosek.

[eTanbHoe obcnefoBaHne NpernonaraeMbix 60MbHbIX 1
NX POLACTBEHHMKOB B 3—-4 MOKONEHMAX NO3BOJSIAIO BbIABUTb
abroTpoduto ceTYATKI B KNMHUYECKU pa3BuTon ctagnmn 40,1 %

v

i

cnyyaes. [py 3TOM Ha ceTyaTKe BU3yanun3npoBanvcb U3MeHe-
HYA B BMAE OTJIOXKEHUA NUrMEHTa, No Gopme HarnoMmHaroLme
«KOCTHbIE TENbLia», @ TAKXKE OTMEUYEHO CHUMKEHNE LIEHTPaNbHOrO
3peHusa ot 0,04 fo 0,8 1 CHKeHVE TEMHOBOW aganTaLmm.

Y 7,5 % nauneHToB YCTaHOBJIEHbI MPU3HAKM IaTEHTHOWN
cTagum 3aboneBaHns, 0 YEM CBULETENIbCTBOBANN AaHHble
OPTl, no KOTOpbIM 3apPEerncTpPUPOBaHbl M3MEHEHMA BO BCEX
C/I0fIX CETUYATKU, NPeUMyLLeCTBEHHO Ha nepudepun obounx
rnas, a TakKe CHIKEeHa GYHKUMA NasioyKoBOro anmapara,
Habnofanucb NPU3HaKM rmnokcun. Kpome Toro, o faHHbIM
ONTNYECKON KOrepeHTHOWM ToMmorpaduu 66111 BbiABEHDI
XapaKTEPHbIE N3MEHEHUNA XOPUOPETUHASIBHOTO KOMMJIEKCa:
CHUXKEHMe MPOo3payvyHOCTL cloA doTopeLenTopos, yMeHb-
WeHne TONWMHbI cnodA GoTopeL,enTopoB NapamMaKyapHo,
rnoBbileHre pedneKTUBHOCTU C/I0A MUTMEHTHOTO 3NUTeNnA
ceTyaTKy 1 XOPMOKanunnapos.

Ha ocHoBaHMM COYETaHHbIX U3MEHEHUN 3pUTENbHOM
CUCTEMBI U CNTyXa B BUAE KIMHUYECKU pa3BuTon ctagum MNP n
HeMpOoCeHCOPHON Tyroyxocti y 8 605bHbIX BepudrLmpoBaH
cnHapom Ywepa.

AHanums reHeanormyeckomn nHGopmaLuy No3BOUII Bbl-
ABUTb, UTO Y 18 yenoBeK C NOATBEPKAEHHBIM ANArHO30M
MP nnn cuHgpomom Ywepa 6biny o6Hapy»eHbl KPOBHbIe
POACTBEHHVKU, NMPENMYLLECTBEHHO B TPeTbeM npepule-
cTBytOLEM MOKoNeHMN (Npababylukn nnv npagenyLKu),
npri3Hakamu 3Trx 3aboneBaHuii, Mpu 3TOM PoAUTENM NPo-
6aHAoB cunTany ceba GeHoTUNNYECKN 30oPoBbIMM (purc. 1),
YTO NO3BOJIIIO NPELNONOXKNTL HaNMyKe ay TOCOMHO-peLiec-
CMBHOTO TUMA HacefoBaHUs.

B Takmx cnyuasx, Kak nokasaHo Ha npumepe cembu A, NP
BbiABEH BO Il nokoneHun y Tpéx yenosek. MNpn ob6cnenoBa-
Huu peten (1115, 1116) v BHyKoB (15, 10 1 5 neT) npobaHaa naTo-
JIOTVA 3PUTESNIbHOW CUCTEMbI HE AnarHoOCTUpoBaHa. Mpu cbo-
pe reHeanornyeckor ntdopmaum 66110 BbiicHeHo, uto NP
N TYroyxocCTbto CTpagas npanpagefyluka no MaTepuHCKom
NUHMNK. TakKe NPOCNEeX1BaeTcA Hannyme 651M3KoOPOACTBEH-
HbIX 6pakoB. OCHOBHasA 0COOGEHHOCTb PELECCUBHOIO reHa
3aKJ/1l04YAETCs B TOM, YTO OH MPOSABAETCA TOJIbKO B FOMO3U-
rOTHOM COCTOAHMM. [103TOMY B reTepo31roTHOM COCTOAHUN
OH MOXeT CyLLeCTBOBaTb BO MHOTMX NMOKOJIEHNAX, HUKaK He
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Puc. 1. Cxema HacnefoBaHWUA MUTMEHTHOFO PETUHWTA Ha NpUMepe ceMbu A., ayTOCOMHO-peLecCMBHOE HaclefoBaHMe.
Fig. 1. The scheme of inheritance of retinitis pigmentosa on the example of the A. family, autosomal recessive inheritance.
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Puc. 2. Cxema HacnefoBaHWNA NUIMEHTHOrO PeTUHUTa Ha Npumepe ceMbm b., ayTOCOMHO- AJOMUHAHTHOE HacllefoBaHe.
Fig. 2. The scheme of inheritance of pigmentary retinitis on the example of the B. family, autosomal dominant inheritance.

nposenaa ceba deHoTUNUYEeCKI. B pe3ynbTaTe 3TOro nepsbIi
60NbHON peLeccMBHOM 60Me3HbI0 OOHaPYKMBAETCA Yepes
MHOTrVe NOKONEHUA NoCsie MyTaLun, MOCKONbKY POXKAEHNE
60nbHOro pe6éHKa BO3MOXKHO TOIbKO B TOM Cilyyae, eciv
06a pofunTensa HecyT peLieccUBHBIV reH 6one3Hu. To ecTb uem
pexe 6one3Hb, Tem 60sbLe BEPOATHOCTb TOTO, YTO NMPUYMHA
eé nepefaun — KPOBHOE POACTBO CyMnpyroB. Y 3 nauueHToB
6bla yCTaHOB/MEHa Nepefaya NaTonormyeckoro nprsHaka
13 MOKOJNIeHUs B MOKOJIEHME, YTO CBUAETENbCTBOBANO 06
ayTOCOMHO-AOMUHAHTHOM TUMe HacnefoBaHUA.

Tak, Ha NpuMepe CxeMbl HacNeAoBaHUA MUTMEHTHOTO
peTnHMTa B cembe b ycTaHoBneHo, uto B Gpake, roe oguH
n3 cynpyros 6oneH P, a BTopol 300poB, poXKaaloTca AeTu
C naTonornen 3puTenbHON cncTembl. B npepgctaBneHHom
ponocnoBHom (puc. 2) 4 nokoneHus. B nepsom nokoneHun
poauTenu ymMepnn paHo, cpenn Tpoux AeTeill oguH CbiH
(npobaHa) 6oneH. My>xurHa cocTouT B Hpake co 350pOBOIA
MKEHLUHON, Y HKX BOE AeTeil — JOoUb U CblH, AOYb 6OMbHA.
BonbHas goub nmeeT B 6pake Co 310POBbIM MY>KUNHOW [BO-
UX AoYepen, y cTapLueli BbliBlIeHbl HauasibHble KIMHNYeCK e
npvsHakm MNP, y MnaaLweii nateHTHan ctagua (4 ropa) 3abo-
neBaHusA. B To e Bpems CbiH Npo6aHaa 1 ABOE ero CbIHOBEN
ABNATCA GEHOTUNNYECKUN 3L0POBbIMU.

B uenom npu aHanuse 20 pofoOCNOBHbIX C YCTaHOB-
NeHHbIM TUNOM HacniegoBaHuA B 89,9 % cnyyaeB BbiABNEH
ayTOCOMHO-peueccnBHbiv Tvn, B 10,1 % — ayToCOMHO-A0-
MUHaHTHbIN TN MNP (puc. 3).

10,1 %

89,9 %

B ayTOCOMHO-AOMWHAHTHbIN
E ayTOCOMHO-PELEeCCUBHbIN

Puc. 3. PacnpepeneHve 6onbHbix [P no Tuny HacnegoBaHus.
Fig. 3. Thedistribution of patients with pigment retinitis by inheritance type.

OBCYXAEHUE

B nocnenHue rogbl UAET UHTEHCMBHOE HAaKOMMEHME 3Ha-
HWUIM O flereHepaLmnAx CETYATKM, PACLLNPAOTCA BO3MOXHOCTU
npoBefeHnA AOMNONIHUTENbHbIX METOLOB UCCIef0oBaHNS,
pa3pabatbiBatoTcsa metofbl AHK-gmMarHoctmkm v neveHus,
NMO3TOMY B HacTosllee Bpems 0Ccobblii MHTepec npea-
CTaBnAeT MoNeKynApHo-reHeTnyeckoe nccrnegosaHue [P,
HanpaBJfieHHOE Ha BbiAB/IEHNE NEPBUYHOIO reHeTUYeCKoro
nedekTa 3a6oneBaHUA, YTO NO3BONUT B OyAyLLEM NPOBOANTD
anddepeHLmanbHyo, NPecmMnToMaTUYecKyo 1 NpeHaTanb-
HYI0 AnarHocTuky [P.

3AKJIOYEHME

MonHoueHHbI cOop reHeanorMyeckoro aHaMHesa ABNA-
€TCA OCHOBOW B ANArHOCTMKE HaCeCTBEHHbIX 3a60neBaHnin
rna3. [pyHYMan BO BHYMaHWe UHAMBUAYaNbHbIE 1 CeMEN-
Hble 0CO6EHHOCTY, MOXHO YCTaHOBUTb HE TONbKO Npeano-
JNIOXKUTENbHbIN AMarHo3, HO TakXe 1 reHeTudeckmn tun P,
YTO NO3BOJIAET OLEHUTb PUCK BO3HWKHOBEHUA [AHHOIO
3aboneBaHNA y pOACTBEHHMKOB, UMEIOLINX FEHETUYECKN-
OTArOLWEHHbI aHaMHEe3, a TakXXe BO3MO>KHOCTb BbIsIBNIEHUA
PaHHUX CUMMTOMOB Hac/1eICTBEHHON NMATONOMMK C MOMOLLbIO
[eTanbHOro KIMHNYECKOro NccieoBaHus.

KOH®NMKT MHTepecoB He 3aABnAeTCA.
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