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PE®EPAT

Llenb. AHanus pesynbtaTtoB MeANKO-TEHETUYECKOTO KOHCY/b-
TUPOBAHMA NaLMEHTOB C PasNyHbIMU OPMaMUN BPOXKAEHHON 1
HacneACTBEHHOW MaToONOrMM OpraHa 3peHus.

Martepuan u metopgbl. ViccnegoBaHue ocHOBaHO Ha aHanuse
pe3ynbTaToB MeANKO-TeHETUYECKOr0 KOHCYNbTUPOBaHWA U Mone-
KyNSipHO-TEHeTMYeCKuX uccnegosannii obpasuos IHK 18 nauwn-
€HTOB: BpOXJeHHaa auctpodua porosuubl (n=3); BpoxaeHHas
kaTapakta (n=11); 6onesHb Hoppu (n=4). Ansa onpeaenexHuns Toy-
HoW hopMbl 0hTanbMONaTONOrMM NaLuneHTaM NPOBOANIOCH KOM-
nnekcHoe odTanbMoNorMyecKoe KIMHUKo-GyHKLMoHanbHoe 06-
cnefoBaHMe C y4eTOM HO30/10TMYecKo popmbl. Bpayom-reHetu-
KOM NpOBOAWACA reHeanornyeckuit aHanus. [posogunocs msy-
YeHMe KOAMPYIOLLMX S3K30HOB U GNaHKMUPYIOLMX UHTPOHHBIX 06-
nacTeil C MOMOLLbIO METOZL0B aHaNn3a noavmMoppusmMa AnvH am-
NAMGULMPOBaHHbIX GParMeHTOB, PeCTPUKLMOHHbIX parMeHTOB
1 NPAMOr0 CEKBEHVPOBaHWA.

Pesynbratbl. B 2-x 13 3-x cnyyaeB MoneKkynAapHo-reHeTuye-
CKUMM MeTofiaMu ObiN NOATBEPKAEH KIMHWUYECKUIA AMArHO3 3H-
AoTenvanbHon anctpodummn poroBulbl «oTek MaymeHu» c ayTo-
COMHO-peLecCMBHbIM TUMOM Hac/ief0BaHUA U 0BHapyeHa Ho-
BaA MyTauua B reHe KonnareHa SLC4AT11, B nutepatype paHee

Odranomoxupyprua.- 2016.- Ne 1.- C. 63-67.

He onucaHHasn. B rpynne c HacneAcTBeHHbIMK 3aboneBaHNUAMM
XpycTanuKa naToreHHas MyTauus BbifiBneHa B 2 u3 11 cnydyaes
(18%) B renax GJA3 1 GJA8. M3 4-x HanpaBNeHHbIX Ha reHeTu-
YeCKW aHanM3 NaLMeHToB C KIMHUYECKUM ANarHo30M «Boe3Hb
Hoppu» natoreHHble mytaummn B reHe NDP BbifiBNeHbl TONbKO Y
2-x uccnegyeMmbix 4neHoB ceMby, npobaHaa u ero cmbea. Y gpyro-
ro U3 ucciepyembix npo6aHA0B NaToreHHas MyTaLWA He BbifBe-
Ha, U, TaKUM 06pa3oM, MONIEKYNISAPHO-TEHETUYECKUIA AMATHO3 «60-
ne3Hb Hoppw» He noaTBepXkAeH.

BbiBoabl. Bnepsble B Poccuitickoit ®efepaunn y naumeHToB
C BPOX/AEHHOW 3HAOTENNaNbHON AUCTpOdUell POroBULIbI BbIAB-
JIeHbl paHee He OMUCaHHble B IMTepaType NaToreHHble MyTaLumm
B reHe konnareHa SLC4A 11, y nauveHTa ¢ BpoXKAEHHON 30HYNAp-
HOW NblneBuAHON KatapakToil - B reHe GJA8. Ycnex npoBeseHus
MeAVKO-TEHETNYECKOr0 KOHCYbTMPOBAHMA 3aBUCUT OT NOJHOTHI
npoBefeHNA reHeanormyeckoro aHanan3a, TOHHOCTW onpeaeneHuns
KAMHMYecKoit hopMbl U NPaBUIbHOTO OnNpeaeseHnsa KIMHUKO-Te-
HETUYECKNX Koppenaumni.

KnioueBble cnoBa: MeduKo-2eHemuYyecKo20 KOHCYIbMUpPOBaHue,
BpOXXOeHHAA 3HO0MenuaabHas OUCMPogUs po208UYbl, BPOXOEHHAs
kamapakma, 6one3Hb Hoppu, 2eH SLC4AT 1, 2eH GJAS. &

Asmopbi He uMeom (UHAHCOBbIX UNU UMYyUjeCmBeHHbIX
UHMepecos 8 yNnoMAHYMbIX MGMepuaje U Memooax.
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Purpose. To evaluate the results in genefic consulting of
patients with various forms of congenital and hereditary eyes
pathology.

Material and methods. The study is based on an analysis of
results in genetic consulting and molecular genetic investigations
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of DNA samples of 18 patients: congenital corneal dystrophy
(n=3); congenital cataract (n=11); Norrie disease (n = 4). All
patients had a comprehensive ophthalmologic clinical and
functional examination according to the forms of pathology.
Geneticist physician conducted a genealogical analysis. A study of
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exons and flanking intronic regions was performed using methods
of analysis of amplified fragment length polymorphism, restriction
fragments and direct sequencing.

Results. The clinical diagnosis of endothelial corneal dystrophy
with autosomal recessive mode of inheritance using molecular
genetic methods in 2 of the 3 cases was confirmed, and a de novo
mutation in the gene SLC4A11 non-described previously was
found. In the group with hereditary diseases the lens pathogenic
mutations were detected in the GJA3 andGJA8 genes in 2 of 11
cases (18%).

Pathogenic mutations in NDP gene were detected only in 2
of 4 family members studied, and its sibling proband, directed
to the genetic analysis of patients with a clinical diagnosis
Norrie disease. In another of the studied probands the disease-

causing mutation was not reveled, and thus, the molecular genetic
diagnosis of Norrie disease was not confirmed.

Conclusion. For the first time in the Russian Federation
pathogenic mutations in the gene SLC4A11 collagen, previously
did not described in the literature, were revealed in patients
with congenital endothelial corneal dystrophy, in a patient with
congenital catfaract in the gene GJA8. The success of genetic
consulting depends on the complete genealogical analysis, and the
correct determination of the clinical and genetic form of pathology.

Key words: genetic consulting, congenital endothelial corneal
dystrophy, congenital cataract, Norrie disease, gene SLC4AT11,
gene GJA8. m
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MIOCJIEAHNE T'OJIbI 3AMETHBI 3Ha-
YUTENBHBIC YCIEXU B Ccpepe
NPOMPWIAKTUKA HACIEACTBEH-

HBIX 3200JIEBAHUN. DTO CBA3AHO C MH-

TEHCUBHBIM U3Y4EHUEM 3THOJIOTUU U

[IATOTE€HE3a HACIEACTBEHHBIX 32060-

JIEBAHUN U, KaK CJIEJCTBUE, ITUPOKOTO

BHE/IPCHUS B IPAKTHUYECKOE 3/IPABOOX-

PaHEHUE MEAUKO-TEHETUYECKOI'O KOH-

CYJIBTUPOBAHUSA, MOJIEKYIAPHO-TEHE-

TUYECKUX UCCIIEJOBAHMIL, IPEHATAIb-

HOM JMArHOCTHUKH, NPOMPHUIAKTUKHA U

JIEYEHMSA JAHHOU T'PYIIIBI NAIIMEHTOB

[2,6-8,11].

[eHeTHYECKOE KOHCYJIBIUPOBAHUE
BKJIIOUAET B C€6s CIEAYIONINE 3a/1aUU:
a) MOCTAaHOBKY TOYHOI'O IUATHO34 3a-
60JIEBAHMA C IOMOIIBIO FEHETUYECKUX
METOJIOB; 0) OIIpeIEIEHUE THUITA HACTIE-
JIOBaHUs 32060JIEBAHNSA B JAHHOW CEMBC;
B) pacyeT BEJUYMHBI PUCKA IIOBTOPE-
HUA 3200JIEBAHUA B CEMbE; I') OObACHE-
HHE B JIOCTYIIHONU (pOpPME CMBICIA ME-
JUKO-TEHETUYECKOI'O 3AKIIOYEHNS; /1)
ITIOMOIIb B IPUHATHUH IPABUIBHOIO Pe-
IICHUS B OTHOIICHHUM JIaJIbHEHIIETO
[IJIAHUPOBAHUS CEMbH; €) COIMAIbHA
[IOMOIIb B 3JJANITAIIMNA CEMbU K KU3HU
¢ 601bHBIM pebeHKOM (4, 10].

HacnencTBeHHBIE GONIE3HU OpPraHa
3penua (HBO3) — obmupnas rpynmna
I€HETUYECKU T'E€TEPOTEHHBIX 3a6o0iie-
BAHUM, /1151 OOTBIIMHCTBA U3 KOTOPBIX
XAPAKTEPHO TAKEIOE TEYEHUE, IPUBO-
Jdlee K paHHen nHBanuusanuu [11].

KinmHn4aeckne nposBIeHns HACIE-
CTBEHHBIX (DOPM OPTATHLMOIATOJIOTUH
BBIPAKAIOTCS M3MEHEHUSAMM B IIPU-
JJATOYHOM alapare I71a3d, POIrOBU-
11€, XPYCTAIHKE, CTEKJIOBU/IHOM TEJIE,
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CETYATKE, 3PUTEIBHOM HEDPBE, BEJIN-
YMHE BHYTPHUIJVIA3HOTO JIaBJICHUA |5, 7,
16]. Kax n3BeCTHO, IPUYHUHOI BO3ZHHUK-
HoseHus MoHorennslx HbO3 aBida1oT-
CA MyTallMK B OJIHOI WJIM JIByX KOIIU-
AX I'€HOB, JIOKAJIN30BAHHBIX HA AYTOCO-
Max wim X-xpomocome. Ilojg myrarm-
€1 B MEJUIIMHCKON I€HETUKE ITOHUMA-
10T TI060€ U3MEHEHUE CTPYKTYpH! JJHK,
NIPUBOJAIIEE K BOSHUKHOBEHHUIO M1ATO-
JIOTUYECKUX CUMIITOMOB [10, 11].

Ha ceroaHs U3BECTHO OKOJIO 167
HO30JIOTUYECKNX (POPM M, COOTBET-
CTBCHHO, OKOJIO 349 reHCTUYECKUX Ba-
puanTos HEO3 [11].

B macroamuii MOMEHT 3TUOTPOII-
HOE JIEYEHUE Y JAHHOI KaTErOpUU
[MALUMEHTOB He IpoBoaurcsd. Iloaro-
My 3HAHME TOYHOI'O JUArHO3a U KOP-
PEKTHOE MCIIOJIb30BAHUE HAKOIUICH-
HBIX PE3YIBTATOB KJIMHUKO-TCHETHUYE-
CKMX UCCJIEJOBAHNUN Ha CETOIHSITHUI
JIEHD ITO3BOJIUT ONIPEAEATH OIITHMAIb-
HBIE CPOKH KOHCEPBATUBHOI'O U XUPYP-
IMYECKOTO JIEYEHHSA, HA3HAYATD /€K~
BATHYIO CXEMY IOCJICONEPAITMOHHOTIO
BEJICHUs OOJIBHOI'O, ONPEJENATh MPO-
IHO3 T€YeHUs 3a00JI€BaHNUA U MIPOBO-
JUTDb OECEABI C POJICTBEHHUKAMU MALIU-
€HTA C L[EIbI0 OPTaHU3ALIMH MEPOIIPU-
SITUM 10 TATbHEHUIIICH METUITMHCKOM 1
COLIMATIBHON PEAOMINTAIINH, BO3ZMOXK-
HOCTH IVTAHUPOBAHUs 6EPEMEHHOCTEN,
IIPOBOJUTL PETPOCIHEKTUBHOE U MPO-
CIIEKTUBHOE  MEJUKO-TEHETHYECKOE
KOHCYJIBTUPOBaHME ceMen [1, 3,7, 9].

Taknm 06pa3oM, IPO(ECCHOHANb-
HOE COTPYAHUYECTBO O(PTATBMOTIOTOB
C MEJIMKO-TEHETUYECKUMU KOHCYJIBTA-
LUAMU O3BOJIUT YBETUYUTD JIOJIO CBO-

CBpCMCHHOfI IMOCTAHOBKHU IIPABUJIbHO-
T'O KNIMHUKO-TCHCTUYCCKOI'O JUAI'HO34
HACJICACTBCHHOI'O 3260JICBAHUS opra-
Ha 3pCHUA U n30€XKaATh MMPpOBEACHMA HE-
060CHOBAHHOTI'O JIEYEHUS KAK KOHCEP-
BATUBHOI'O, TAK U XUPYPIUICCKOTI'O.

LLENb

AHANIN3 PE3YIBTATOB  MCEJUKO-Te-
HETUYECKOTO KOHCYJIBTHPOBAHUS IId-
IIUEHTOB C PAa3IUYHBIMUA (POpMaMu
BPOKJACHHOU U HACJIEACTBCHHON IIa-
TOJIOTUN OpPraHa 3pEHUSI.

MATEPWAJN U METO/bI

VccneoBaHue OCHOBAaHO HA aHA-
JIN3€ PE3YJIBTATOB MEJUKO-IE€HETUYE-
CKOTI'O KOHCYJIBTHPOBAHUSI U MOJIEKY-
JIIPHO-TEHETUYECKUX MCCICJOBAHUI
obpasuos JTHK 18 manueHToB co cie-
JYIOIMUMHU  KINHUYECKUMH JHUATHO-
3aMU: HACJICJICTBEHHBIC 3200JICBAHUS
porosunpl (n=3) — BPOX/JICHHAA JHC-
TpPO(Us POTOBHUIIL; HACIEICTBECHHbBIC
3abosneBanud xpycraamka (n=11) -
BPOX/ICHHAS KAaTapPaKTa (BO BCEX CIIy-
4asax 6bUIa OCAEONEPAIMOHHAA ada-
KH$l); BUTPECOPETUHANIbHASL JIETCHEPa-
nus (n=4) — 6one3ns Hoppu.

Jlns onpesenenus TOYHONH (POPMBI
O(PTAIBMONATONIOTUN BCE MAITUEHTHI
NIPOXOAWIN CTAHJAPTHOE KOMIUIEKC-
HOE OQPTAIbMOJIOTUYECKOE KINHU-
KO-(DYHKIIMOHAJIBHOE OOCIIEJOBAHUE C
YIETOM HO30JIOTUYECKON (POPMEI (BO
MHOTHUX CJIy4asX A000OCIEJOBAHUE).
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K 80npocy o meduro-zenemuneckom KOHCYIbMUPOBAHUL NPU PANUMHBIX POPMAX...

Bpa4yoM-reHeETUKOM IIPOBOJUIICA TEHE-
AJIOIrMYECKUM aHamu3. ITouCK myTanuin
NIPU KOKJOU KINHUYECKON (hopMeE 3a-
6ONMEBAHNUA OCYHIECTBIIANICA TOCIE BeE-
pUdUKAIIIM  KIMHUKO-T€HETUYECKO-
ro BapuanTa. [IpoBOANIOCH U3ydeHUE
KOJJUPYIOIIUX 3K30HOB U (DJIAHKUPY-
IOIUX UHTPOHHBIX 06JIACTEN C TOMO-
IIBIO METOJOB AHAIM3d TOTUMOPPU3-
Ma JUIMH aMIUVTM(PUIIMPOBAHHBIX (ppar-
MEHTOB, PECTPUKIMOHHBIX (PparMeH-
TOB U IIPSMOT'O CEKBEHUPOBAHUSL.

PE3YJIbTATDI

B rpymie ¢ HacieCTBEHHBIMU 3200-
JIEBAHUSAMU POT'OBUILBI OBUIO TPU MIPO-
6an/ia (ManueHT, O6pATUBIINICS B Me-
JINKO-TE€HETUYECKYIO KOHCYJIBTAINIO) C
BPOKAEHHOU JUCTPO(PHUEN POTOBHULIBL.
[Tocne mpoBeReHHOroO U OEpPEHITN-
ATTbHO-IMAIHOCTUYECKOI'O ITOUCKA IO
pe3ynpraTaM KINHHUKO-(PYHKITMOHAIb-
HOT'O OOCJIEJOBAHMSA U OCMOTPA Mal[U-
€HTA NOWUCK MyTalUH IPOBOJAWICS B
reHax COL8SA2 (sHjoTrenunanpHas ay-
TOCOMHO-AOMMHAHTHAA JUCTPODUA
porosunipl Pykca 1 tuna) m SLC4A11
(muctpodus porosunibl Pykca 4 Tuma
1 ayTOCOMHO-PEIECCUBHASA SH/IOTENN-
anbHAA AUCTPOPUA POTOBUIIBI «OTEK
Maymenn» 1 tuna) [12, 14, 18-20]. B
reHe kosmareHa SLC4A11 BbIABIECHBI
paHee HE OIMCAHHBIE B JUTEPATYPE
3amensr ¢.1595 C>T (p.532 Ser>Leu) B

[AinAa KoppecnoHAaeHLUN:

Mantoaun bopuc 30yapdosuy, LOKT. MeA. HayK, Npodeccop, 3aM. reH. AUPEKTopa Mo Hay4H. paboTe;

3K3oHe 13 1 ¢.1825T>C (p.609Ser>Pro)
B 3Kk30He 14. [Ipu uccnegosanuu 100
3I0pOBBIX KOHTposen (200 xpomo-
COM) JJaHHBIE 3aMEHBI HEe OOHApyXKe-
HbL. DTO TO3BOJIAET NPEAIOJOKHUTD,
YTO JIaHHBIE M3MEHEHUS SBJAIOTCSH
HATOJOTUICCKUMU MYTALMIMH, IIPU-
BOJAIIMMHU K KIMHUKE BPOXK/JEHHOMN
9HOTENHUAIBHON JUCTPODUN POro-
BUALBI (OTEK MaymeHu) B JaHHOU ce-
Mbe (mabn.). Y TAIUEHTA C KINHUKOM,
HUJCHTUYHON JUCTPO(PUU POIOBUIIBI
I'peny 2 tumna (MyKYKUHA), HE BbIABJIC-
Hbl MyTaruu B CHSTO, T.e. Heo6x01u-
MO IPOAOJLKUTD MOMCK MyTalLlUH Cpe-
JU KIMHAYECKUX BAPUAHTOB JUCTPO-
(U SNUTENNUA U IEPETHEH IOI'PAHNY -
HOI MEMOPAHBI POTOBHUILIBI (15 reHeTn-
YECKHX BAPUAHTOB). TakuM 06pasom, B
2-X U3 3-X CJIy4aeB MOJIEKYJIAPHO-Te-
HETUYECKMMU METOAAMHM ObLI IOJ-
TBEPKAEH KIMHAYECKUN JUATHO3 JH-
JOTEIUAIBHON JUCTPOMUU POTOBULIBI
«OTEK MaymMeHMn» C ayTOCOMHO-PELEC-
CUBHBIM THIIOM HACJIEJOBAHUSA U OOHA-
pyX€Ha HOBAasA MyTallus, B IUTEPATYPE
paHee HE ONMCAHHAS.
HacnencrseHnbie 3a601€BAHUA XPY-
CTAJIMKA B U3y4a€MOM BbIOOPKE NIpEJ-
CTABJICHBl BPOK/ICHHBIMUA KATAPAKTa-
MU (n=11; My>K4uH — 7, KEHIIUH — 4). Y
TPOUX MYKYMH U3 OOCIEYEMBIX MTALIU-
€HTOB OblIId CONYTCTBYIOMASA O(PTaIb-
MOIIATOJIOTUA (B OTHOM CJIy4d€ MUKPO-
KOPHEQ, B ABYX — MUKPO(TAJIBM). Y4u-
ThIBAA KJIMHUYECKUE JIAHHBIC MTAITMEH-

BPOM/EHHBIE U HACNE[ICTBEHHbIE 3ABONIEBAHUA [N1A3

TOB, 3HAYUTEJIBHYIO JIOKYCHYIO T€TE€PO-
TEHHOCTD BPOKJEHHBIX KATAPAKT (My-
TAllMU B PA3HBIX I'€HAX SABJISIOTCS IPU-
YUHON OJHOU KIMHHUYECKON (POPMBI),
IMOMCK NMATOI'€HHBIX MYTAaI[UH BBIIOJ-
HSJICA B CJIEAYIOIMUX U3YYEHHBIX HA CE-
rogus renax: MIP, GJA3, GJAS, CRYBAL,
CRYAA, CRYBA4, CRYBBI, CRYGC,
CRYGD. Bce MOIEKYIAPHO-TEHETU-
YECKHE HCCIEJOBAHUA B HU3Yy4dEMOU
I'PYIIE MPOBOAWIUCH TOJIBKO IPO-
0aHJaM — €IMHCTBEHHBIM OOJIbHBIM B
ceMbsxX. IlaToreHHass MyTallus BBISB-
JeHa B 2 u3 11 ciyyaes (18%) B reHax
GJA3 u GJA8 (maban.) [13, 15-17].

N3 4-X HAnpaBJICHHBIX Hd I'CHCTH-
YECKUN aHAJIU3 NAITUECHTOB C KJINHU-
YECKUM JIMArHO30M «6ose3Hb Hoppu»
(3a601€BaHNE OTHOCUTCA K I'PYIIIIE BU-
TPEOPETUHANIBHBIX 3a00JIEBAHUN, THIT
Hacieg0BaHusa X-CLEIUICHHBIN pernec-
CUBHBIN) OBUIO 3 WIEHA OJTHOM CEMbU
(mpo6an/l MyK4MHA U JiBa cubdca po-
6aH/Ja, My)KYHMHA U JKEHIIMHA, DUC.),
BTOPOU NPOOGAH/L OBLT TAKKE MYKCKO-
ro noJja. [TaroreHHele MyTaluu B I€HE
NDP BbIABIEHBI TOIBKO Y 2-X UCCIIENY-
€MBIX YWIEHOB CEMbU, TPOOAHIA (MYXK-
YMHA) U €ro cudbca (MykunHa) (mabJ.)
[21]. Y gpyroro u3 UCCraeayeMbIx MMpo-
6aH/10B (PKEHIIMHA) TATOI€HHASI MyTa-
LMl HE BBIABJICHA, U, TAKUM O0Pa30M,
MOJIEKYJIAPHO-TEHETUYECKUMHU  METO-
JAMH AWArHO3 «6one3Hb Hoppw» He
noATBEpsK/IeH. Heob6XoauMo 1po/oI-
KUATh  AUPPEPEHITUATBHYIO JIUATHO-

bop3eHok Cepeeli AHamosibesuy, AOKT. MeA. HayK, akageMuk PAEH, 3aB. LieHTpoM dyHAaMeHTanbHbIX U NPUKNaAHbIX

MeanKo-6uonornyeckmx npobnem;

LypbieuHa Mapus ®edoposHa, KaHA. Meji. HayK, M. Hay4H. COTPYAHUK LieHTpa dyHAaMeHTanbHbIX U NPUKNAAHbBIX

MefuKo-6uonornyeckux npobnem;

ApbyxaHosa [Tlamumam MazomedosHa, KaHA. Mef. HayK, M. Hay4H. COTPYAHUK LieHTpa dyHAaMeHTanbHbIX U NPUKNAAHbBIX

MefuKo-6uonoruyeckux npobnem;

MonsHckas EneHa [eopeuesHa, KaHA. Meg. HayK, Bpay-ohTanbMoNor oTAena MUKPOXUpYprum U dyHKUMOHanbHOI peabunntauny rmasa

y aeten;

AHmoHosa Onvea lNasnosHa, acNUpaHT OTAENA TPAHCMNAHTALMOHHON U ONTUKO-PEKOHCTPYKTUBHO XMPYpPruv nepesHero oTpeska

rnasHoro s6aoKa

OrAY «<MHTK «Mukpoxupyprus rmasa» um. akag. C.H. ®egoposa» Munsgpasa Poccun
Aapec: 127486, Mocksa, beckyaHukoBcKuii bynbBap, 59a

Ten.: (495) 484-7298. E-mail: nauka@mntk.ru

XnebHukosa Onbea BadumosHa, [OKT. Mef. HayK, BeAyLL. Hay4H. COTPYAHVK N1abopaTopum reHeTUYeCKo 3NUAEMMONOTUY;
JloeuHosa AHHa HukonaesHa, KaHA. MeA. HayK, HayuH. cOTpyAHWK nabopatopun IHK-guarHoctvkm
®IrBHY «MeanKo-reHeTUYEeCKMUI HayYHbIN LLeHTp»

Aanpec: 115478, Mocksa, yn. MockBopeube, 1

Ten.: (499) 612-8607
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Tabnuya

Pe3ynbraTbl MONEKYNAPHO-TeHETUYECKUX UCCNEA0BaHNIA B Pa3NMYHbIX HO3010TMYECKUX rpynnax

Hosonornyeckas dopma

[ownck B reHax

HaipeHHble MyTaumu

SLC4A1T c.1237G>A; c.2528T>C;
3aboneBaHnsA poroBuLbl ¢.1595C>T; ¢.1825T>C
CHST6 -
GJAS, c.226C>T
GJA8 Ile247Met
3aboneBaHus xpycTanuka MIP, CRYBAT, =
CRYAA, CRYBAA4, =
RYBB1, RYGC, CRYGD
BonesHb Hoppu NDP Arg121Leu

I Argl2lLen Argl21Len @.\'/.\'
/1 /' 2 3

B npo6aHg, cnbe npobaHaa. MaumeHTs
C KIMHUYECKOM KapTUHOM «60ne3Hb
Hoppw»;

O HocuTenb NaToreHHom X cuenieHHomn
PeLLeCCUBHOM MyTaLMK, KIMHUYECKN
340poBa

Puc. PogocnosHas cembu LU

CTUKY Ha KJIMHHUYECKOM, JIabOpaTop-
HOM U MOJIEKYIAPHO-TEHETHYECKOM
YPOBHE KaK C JIDYTUMU I'€HETHUYECKU-
MU BAPUAHTAMHU BUTPEOPETUHAIBHON
JET€HEPAIUH, TAK U BTOPHUYHON O-
TAJIbMOIIATOJIOTE.

OTHOCHUTEIBHO HEBBICOKUH IIPO-
LIEHT OOHAPYKEHUS TATOTEHHBIX MyTa-
11 B IPUBE/ICHHON BEIOOPKE MaITNEH-
TOB CBSI3aH, HA HAII B3IJISA/I, C HEIIOJIHO-
LIEHHBIM KJIMHUKO-(PYHKIIMOHAIbHBIM
0OCNeOBAHNEM MAIIUEHTOB, YTO IIO-
CITY’KIJIO MIPETIATCTBUEM K BBIICJICHUIO
TOYHOHN KIMHUKO-TEHETUYECKOH (POop-
MBI 3a001eBaHMs. Bo Bcex ciyvasx, riae
JIUATHO3 HE ObUI IO/ITBEPIKACH MOJICKY-
JIIPHO-TEHETUYECKH, HEOOXOAUMO IIPO-
JOJDKUTB OO6CIIEAOBAHUE Y O(PTAIBMOIIO-
', B HCKOTOPBIX CJIY4asX — Y HEBPOJIOTa.

OBCYXIEHUE

N3BecTHO, yTO 80% reHeTHYeCKuX
BAPUAHTOB  BPOX/JICHHBIX JIUCTPO-
$ul poroBuUNbl HACIEAYIOTCA AyTO-
COMHO-JJOMUHAHTHO, 17% — ayroco-
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MHO-PELECCUBHO, B 3% CIy4aeB MMe-
€T MeCTO X-CLEIUIEHHBbIA PElEeCCUB-
HBII TUN HaclefoBaHUsA. B uccienye-
MO HAMH TPYIIIIE MOATBEPKACH KIN-
HUYECKUI TUATHO3 3HAOTETUAIBHBIX
JACTPO(UNA: oTeKa MaymeHH (ayTo-
COMHO-JIOMHHAHTHOE, ayTOCOMHO-pE-
LIECCUBHOE HAC/IEA0BAHME) U TUII DYK-
ca (AayTOCOMHO-JOMUHAHTHOE U [U-
I€HHOE HACAeJOBAHUE). Y ALIUEHTA C
KJIMHUKOM, WJIEHTUYHOHN JTUCTPOPUN
porosunpl I'peny 2 tuma (ayrocom-
HO-PEIECCUBHOE), HEOOXO/IUMO PO-
JIOJDKUTD ITOUCK ITATOT€HHBIX MYTAITH.

11 BPOXKAEHHOM KaTapaKThl Xa-
PAKTEPEH TPEUMYIIECTBEHHO ayTO-
COMHO-IOMMHAHTHBII (85,2%), pexe
ayTOCOMHO-peneccuBHb (11,5%) u
X-CHEIIEHHBIN PeleCCUBHBIN (3,3%)
TUIIBI HACJEAOBAHUA. MBI CUUTAEM, UTO
[IOJIYYEHHBIN HAMU HU3KUNA IIPOLIEHT
(10%) BBIABIEHMSA IATOI'€HHBIX MyTa-
WA B TPYIIIIE C BPOXKACHHOM KaTapaK-
TOU OOYCJIOBJIEH CICAYIOMUMHU (PaK-
TOPAMH: BO-IIEPBBIX, MHOI'OOOPA3UEM
BO3MOKHBIX KIMHUYECKUX (n=31) n
ICHETUYCCKUX BapuaHTOB (n=61) 3a-
6onesanus [11], BO3MOXHBIX TUIIOB
HACJIEAOBAHUSA U COMYTCTBYIOMEN Od-
TAJIBMOIIATONOTUN. BO-BTOPBIX, KOH-
CYJBTUPOBAHUE MALIMEHTOB, KAK IPa-
BIJIO, OCYILECTBJIAIOCH IIOCJIE TIPOBE-
JICHHBIX PaHEE XUPYPIUYECKUX BMeE-
IaTeJbCTB. B moaaBisionemM 0OO0JIb-
IIUHCTBE CJIY44€B B IPENOCTABICH-
HBIX BBINMUCKAX HE YKA3BIBAJIACH KIIH-
HUYeCKas (opMma KaTapakrbl (IJIEH-
4yaras, MOJISIpHAs, s/IepHas, 30HYIAP-
Has U TJ.), HE BCEM MAlIMEHTAM IIPO-
BOJJWJICSI HEOOXOJUMBIA B TAKUX CIIy-
YagX KOMIUIEKC O(PTAIBMOTOTUYECKUX
KJIIMHUKO-(PYHKIIMOHAIBHBIX UCCIIE0-
BAHUI KAK HENOCPEACTBEHHO IIEPEZ
onepanuei, Tak U nepesi o6paieHu-

€M MaIIMEHTOB B MEAUKO-IE€HETUYE-
CKYIO KOHCY/IBTAIIMIO0. BO BCeX Ciyvasx,
KOIJ]a MyTAallM1 HE BBISIBJIIEHBI, HEOOXO-
JIUMO TIPOJOJDKUTb MOJIEKYJISIPHO-TE-
HETUYECKUE HCCIEIOBAHUA, OCOOECH-
HO IIPUHUMAs BO BHUMAHHUE TOT (DAKT,
YTO B MOJAABIAIONIEM KOJIMYECTBE CIIy-
4yaeB 3200J1€BAHUE HACIEAYETCS AyTO-
COMHO-/JOMHUHAHTHO.

bonesns Hopu Xxapakrepusyer-
Cs TOSIBJIEHUEM CJIETIOTHI HA IEPBOM
MECALE WX TOAY KU3HU MAJIbYHKA C
ABJICHUAMU UPHUTA. 32 XPYCTAIUKOM
OIIPEAENSAIOTCS  IPOAUPEPUPYIOIIUE
BACKYJIIPU3UPOBAHHBIE MACCHl JKEJI-
TOBATOTO IIBETA, JBYCTOPOHHMUE, IIO-
MYTHEHHE CTEKJIOBHUJHOIO TEIa, OT-
CIIOMKaA ceTdaTku. ClelyeT OTMETHUTD,
yTOy 50-70% narueHToB 3260/1eBaHUE
MIPOSIBIIIETCSL  TOJIBKO  M30JIMPOBAH-
HOM MAaTOJIOTHEN IJ1a3a, 4TO 3aTPY/-
HSET JUATHOCTUKY JAHHOU HO30JIOTU-
4eCKO (popMel. [l 326071€BaHNUA Xa-
pakrepeH X-CIEIUICHHBIM PEIEeCCUB-
HBII TUII HACJIEAOBAHUA. B nccnenye-
MOM HaMU T'pYIIE MaTOI€HHbIE MYTa-
nuu B reHe NDP BBIABIEHBL Y OJHOT'O
13 JBYX NPOOAH/IOB (MYKYUHA) U Y OI-
HOT'O U3 JIBYX €r0 CUOCOB (MYK4YMHA).
CeMbe JaHBI PEKOMEHALIMU U PA3BAC-
HEHUA. YUUTBIBAA, YTO K HACTOAIIEMY
BPEMEHU ONUCAHO GOoJIEE 75 MyTaIUN
B reHe NDP, cembe BTOPOTO IpOHaH-
J1a HEOOXOUMO NPOJOLKUTh MOJIEKY-
JIAPHO-TEHETUYECKNUE UCCIEJOBAHUSL.

AHa/IN3 TIOJIYyYCHHBIX JAHHBIX I1O-
3BOJIACT HAIJIAJHO MTOKA3aTh, YTO B Ka-
SKZIOM OTJIETIPHOM KJIMHUYECKOM CIIy-
4yae HEOOXOAUMO IIPOBOJIUTH KOM-
IJVIEKCHOE KaK KJIMHUYECKOE, TAK U MO-
JIEKYISIPHO-TEHETUYECKOE OOCIENOBA-
HHE HE TOJBKO NPO6AHAA, HO U BCEX
YJICHOB €r0 CeMbU. TaKOU (PyH/IaMEH-
TAJIBHBIN TO/AXO]] K OOJBHBIM C 3THUM
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K 80npocy o meduro-zenemuneckom KOHCYIbMUPOBAHUL NPU PANUMHBIX POPMAX...

TSAKENBIM MHBAIWJU3UPYIONUM 3200-
JIEBAHUEM IIO3BOJIUT BOBPEMS CTABUTH
MPABUJIbHBIN KIMHHUKO-TCHETUYECKUMI
JIMArHO3, Pa3Pa0aThIBATL KOPPEKTHYIO
TAKTUKY BEJECHUA STOMN CIOKHOM KaTe-
rOPUH IMAIMEHTOB, ONPEACIATD ONTH-
MaJIbHBIE CPOKU KOHCEPBATUBHOT'O, XU-
PYPIUYECKOTIO JICYEHUSA, B HEKOTOPBIX
CIAy4asX — aJCKBATHYIO CXEMY ITOCTICO-
MIEPAIMOHHOIO BEAEHUA OOJIBLHOTO.
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