OcobeHHOCMU Hesposo02U4ecKUx HapyweHul npu aHupuouu
(memoduyeckue pekomeHoOayuu).

Aemop: Knouko Hamanea AneKcaHOpoB8HA, 8pa4-Hesposioa.

Memooduueckue pekomeHOAYyUU HANUCAHbI HA OCHOBAHUU OocMompa u
HabaodeHua 44 nayueHmMoes ¢ 8poxc0eHHol HacnedcmeeHHOU u
cnopaduyeckoli aHupudueli 8 eo3pacme om 0 do 651em. [JaHHbIe
pekomeHOayuu mo2ym 6b6imb UCnoanb308aHbI 8pAYAMU Neduampamu,
Heeponozamu, nedazozamu obpazosamenbHbixX yupexcoeHuli u
cemMbAMU nayueHmos ¢ aHupuouel.

AHUpuUOuUs- 8pOXOEHHAA NamMos02us OpP2aHa 3peHUS, MPoA_aAAemMcs
omcymcmauem padyxcHol 060s104KuU 2n1a3a. OmHocuUMcAa K pedKum
3a60nes8aHuUsAM, ¢ yacmomol 1 cayyati Ha 50-100 meic. yenoseK. B
2014200y, aHupuous 8HeceHa 8 pocculicKuli nepe4yeHb op@daHHbIX
(pedKux) 3a6onesaHull.

AHUPUOUA MOX¥em 803HUKAMb CTOHMAHHO (criopaduyecku, «de-novo
mutation») unu nepedasamescs no Hacaedcmay (cemeliHas). PopmuposaHue
U3MeHeHHO020 y4acmka rpoucxooum Ha 8-14 Hedesne aMmbBPUOHANBbHO20 Pa38UMUA
U Haxodumcs Ha KopomKom riaeve 11 xpomocomel (11p13,PAX6). leH PAX6
omeeyaem 30 CmpoeHue U pyHKUUOHUpo8aHue byodyuwie20 2s1a3a rna00a, a
MaKkx#e KOHmMposaupyem pazsumue 4yacmu yeHmpasabHol Hep8HoU cucmemei.
CoomeemcmeeHHo, /1tobble HapyuwleHuUs 8 cmpoeHuu 2eHa PAX6 npusodsam He
MOsbKO K HE0bpaMuMbIM QHOMAAUAM 8 CMPYKMYype 271a3d, HO U K
deheKmHOCMuU HepsHOU cucmemel.

CrioxHOCMb OUG2HOCMUKU GHUPUOUU 3aKaA4Yaemcs, rnpexoe ecezo, 8 pedKkocmu
0aHHoU namonozuu. Cumnmom bbia onucaH euwje 8 cepeduHe 19-20 seka, HO
8Ce20 HECKO/IbKO /1em HA3a0 rpussieK BHUMAHUE POCCULlICKUX YY€EHbIX.



AHUPULANA
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CpoKu chopmupoeaHus:

&MBMGPUOHGIH:HOZO w

JloKanu3sayusa 2ceHemu4ecKo20 usmeHeHusa (Mmymayuu)

Kopomkoe nneyo 11xpomocomei (PAX6, yyuacmok 11p13)

TN HACNEQOBAHUA:

AyTOCOMHO-A0MMUHAHTHbIM AyTOCOMHO-peLeccuBHbIM




B cny4yasax cemeliHolU aHUpuUduU OuazHoCmu4YecKux mpyoHocmeli 8bii8/1€HUA HA
amane poousbHO20 0OMa He 803HUKaem. Podumesnu UHGopMupoB8aHbl O
0aHHoU namosoauu U 3Harom, Ymo oxcudaemsil (npozHo3upyemoili) puck
poxcdeHuAa pebeHKa c aHupudueli 8 maKol cembe 50%. [lpu cnopaduveckol
aHUpuoduU, Ko20a podumesau He UMerm aHUpuUouU, ycmaHossneHue 0uazHo3a
3amsazausaemcs, nopol 0o 7-9 mecayes.

OgpmanbmonozauyecKkue
HapyweHus npu aHuUpuouu:

Kamapakma 2n1ayKoma

c8emobosA3Hb HUcmaam

Kepamonamus
(nomymHeHue pozoesuybi)

MoepexcdeHue
3pumenbHO20 Hepead

Omcymcmeue pady»cKu MoXcem co4emamacs € NcuUxu4ecKumu HapyuweHus
(aymu3sm), aHomanuamu pazeumus u HapyweHuem pyHKYyuu 3HOOKPUHHOU
(naHKpeamum, oxcupeHue, caxapHsili duabem), moyenonononoeoii, HepeHoli
cucmem.



HEBPOJIOTMYECKUE OCOBEHHOCTU PU AHNPULQUN

Ceemob0s3Hb.

Y ntodeli c aHupudueli, oceewjeHue npusblYHoe 0189 300p08020 271034,
8bi3blsaem ¢hpomoghoburo, N0O3IMoMy ocCMomp sy4uie rnpPosoodumse 8 3aMemMHeHHOM
rnomeuweHuUU ¢ omcymcmauem rpsamo20 COMHEeYHOo20 ceema.

CosnHeYHsbIli ceem, 00MoMHUMeEIbHOE 0C8eUw,eHUe NMposoyupyem y 83pocCsbixX
3aXMYypUBaHUE 27103 8 Pa3HOU cmeneHuU 8bIpaxeHHOCMuU, ciie3omeyeHue,
HAK/I0H 20/108bl, 3aUUMY 27103 C MOMOUWbIO PYK U NOOPYy4HbIX cpedcms. [emu
MaK ¥e HecamueHO peazupyrom Ha c8em, Ymo 8bipaXaemcs naa4yem,
6ecriokolicmeom, 3aX¥MypPUBAHUEM.

Hucmaam - cnoHmaHHsbie konebaHusA 2na3. OHU 3ampyoHAOM npoyecc
80CMPUAMUSA OKPYXaouw,e2o mupa.

«Heobbi4Hble» 08uUMeHUSA 2103 - 3Mmo Haubosnee yacmasa wanoba, ¢ Komopol
podumenu obpawanuce K neouampy usau Hesposozy 8 nepuood
HoB80OpOXOeHHoCMuU, euwie 00 OCMompa oghmabmos0o2a.

Hucmaem moxcem 6bimb rpossseHuemM YyepernHo-Mmo32080L0 mMpasmel, 0nyxonu
20/108H020 M032a, HaPYyWeHUs M03208020 Kpo8oobpauw,eHus, Nopoka pazeumus
20/108H020 M032a U Opyaux 3ab6oaesaHuli. [loamomy oH 3aHUMaem ocoboe
mecmo 8 HegposozuvecKol npakmuke. 3a4acmyto, «bs1a200apa» Hucmazmy
Hegposoe npu ocmompe pebeHKa 8 s8o3pacme 1-3 mecaues rnepsosim
duazHocmupyem aHUpPUOUIO.

Hucmaem npu aHUpuduu Yyauw,e 2opu3oHmMarsbHsIl, 8bICOKOAMAAUMYOHbIU,
MOXem npucymcmaeosams pomamopHbIl KOMnoHeHm. Pexce ecmpeyaemcs
HUcmaam 8epmuKansHoUl HanpassaeHHocmu. C 803pacmom HUCMaz2M, KaK
npasusao, umeem meHOEHYUI K yMmeHbweHuto. CHUXcaemca amnaumyoa
KonebaHuli u yacmoma nposAsaeHUl HUCMaz2ma, 0OHAKO COXPaHAemcs
MCUX03MOUUOHAbHAA 3a8ucumocmes. llepexcusaHue, cmpax, ucnyz, padocms -
nposoyupytom 80306HO8/AEHUE HUCMA2MA, HO €20 NPoAssaeHuUe
KpamKospemMeHHO U amnaumyoa KoaebaHul ena3 MUHUMAAbHAA («OpOXcaHue»).



lImo3-onyuwjeHue sekKa.

lMpu aHupuduu c 803pAcMoM hopmupyemcs npusbl4HbIli 8327180 «N00 HO2U» UAU
ucnoon0664. 3mom 10X HbIl NMOo3 06yCcno8aeH HEBO3MOHHOCMbIO MPAMO20
83271700 (Ha nuyo cobeceOHUKa) u 83271900 88epx 88UOY c8emMoboA3HU.

®omo: nmo3y pebeHka c aHupuoueli



lMoamomy c yenbro npedomepaweHus nodobHeix HapyuweHuli Heobxoduma
PAHHAA KOPPEKYUA CBEMOBO20 MOMOKA C MOMOWbIO OYKO8 CO
ceemogpunempamu. a8 hopmMupo8aHUA nNpasusibHO20 83271504 HenaamesbHo
HA4YUHAMb UCMOAb308aMb COMHUE3AWUMHbIE OYKU 00 Mepuoda sepmuKanu3ayuu
pebeHka (6-9mecauyes).

3paykosvie peakyuu:

[Mpamyto u coopyrcecmeeHHYH PeaKyuro 3pa4Ko8 Ha ceem npu 8POHOEHHOU
QHUPUOUU NpPOoBeEPUMb HEBO3MOMHO 88UCY omcymcmeus padyxHol 0607104YKU
271a3a. BusyanbHo co3daemcs aneyamseHue omcymcmaeus 3paYka usau O4eHb
MmeMHbIX 2710a3.

HapyweHue mbiwe4Ho20 moHyca.

lMpu aHupuduu HabaOaemcA CHUXeHUe MblWeYHO20 MOHYCA PA3AUYHOU
cmeneHu 8bipaxceHHocmu. Mblwe4Has 2uromoHUs uMmeem nposAssaeHus 8 suoe:

- CHUM(eHUA COnMpomusesieHuUs 8 Cycmasax rpu naccusHsix 08UHEHUSAX;
- ygesu4deHue amnaumyosl 08uxceHUl 8 cycmasax;
- 300epXKa MOMOPHO20 Pa38UMUS;

Y 0emeli nepso2o nosy200us Npu ocMompe 8biA8,9emca CUMIMOM «B8A/bIX
nae4Y»- npu NOOHUMAHUU 30 NoOOMbluleYHble 06s1acmu 2071080 KaK bbl onyckaemcs
mMexoy rnaeyamul.

Cnedcmeuem mbiweli 2urnomMoHUU Mo mepe pocma pebeHKa Ha nep8om 200y
HU3HU A8719emCcA: 3a0epKa hopMUpPOBAHUS CMAMUKO-MOMOPHbIX (pyHKYUl Ha
2-3 3MuUKpU3HbLIX CPOKA (MecAaya). 3mo npoasasemcsa 8 hopme 3arna30bi8aHUA
nosopomos Ha 60K, Nepesopomos Co CriuHbl HaO XUBOMUK U 06pamHO, NoA3aHus
«Ha yemeepeHbKax». Y demeli cmapwe 00H020 2004, hopMupyemca HapyweHue
OCAHKU, rns0cKocmonue u m.o.



LAs HapyuweHUsA 0CAHKU XapaKmepHbl: 3Ha4UMmes1bHbIl HAK/10H 20/108bI
(cummempuyHbIl, acummempuyHbili), cymysaocme, 0nopa Ha rnpeornseyss,
acummempus rosnoOXeHUs raeu.

®omo: PeKypsauyus 8 10KMeB8bIX Cycmasax U NoACHUYHbIl 2unepaopoos.

Yyumeieaa usmeHeHUe Mblle4YH020 MOHYCa Npu aHUpuouu, Heobxooumo
muwamesnbHO cobs1100amMb CMAMUKO-OUHAMUYeCKUl u 0su2amesibHbIl pexcum.
Jemsam nepsoz2o 200a #U3HU HesnamesnbHO nposedeHue Kypcos Mmaccamca
Kaxcoble 3 mecaua.

HapyweHue cHa.

Y 0emeli c aHupudueli moxem HapyuwamoCAa CYmMOoYHbIl pumm U KQYecmeo CHa:
no30Hee omxoxc0eHue Ko CHY, mpyOHOCMU rpu 3acbiNnaHUU, mpesoxcHoll u



KpamkospemeHHbIli CoH. Yacmo pumyas 3aceinaHus cornposoxroaemcs
MpPUBbLIYHLIMU amMoso2uYeckumu oeticmsuamu. emu packayusaromcs
(Akmauyus), mepebam odesno, Hamamelsarom u nepebuparom 80s0Cbl, 2pPbi3ym
Hozmu.

lMpu aHUpuUdUU omMmeyaemcsa No8bIWEHHAA 4y8CMB8UMENbHOCMb HE MO/bKO K
oc8eweHUro, HO U 38YKOBbIM pa3odpaxcumenam u 3anaxam. HenpuaoiuHsili, HO8bIl
unu He3HaKomelli 3anax nocmesnoHo20 besba Uau HernposempeHHoe rnomeweHue
MAK 3e MoXem 8bI13618aMb MpPYOHOCMU Mpu 3acbinaHuu. Yacmo u3-3a obunus
OHEBHbIX WYMO8 U 0Cc8eWeHUs Mpoucxooum omkKa3 om OHe8Ho20 cHa y 0emel 3-
5 nemHezo so3pacma.

Ha nepsom 200y #U3HU HEPeOKO UMEOMCA OMK/AOHEHUS 8
MCUXO3MOUUOHA/IbHOM pPa38umuu, omme4aemca 3arna3obieaHuUe hopmMuposaHue
KOMIAEeKCa oxusaeHUA. Jemu no3xe Ha4uHarom guxkcuposame 832710 HA
npeomMmemax, caexceHue 3a u2pywkroli popmupyemcsa Kk 3-5mecayam, oHo
KpamkospemMeHHOoe ,3a8UCUm om 0C8eW,eHUA 8 NomMeweHuUU U yeemosol
XapakmepucmuKu npedmemos. Beudy HU3Kol ocmpomel 3peHuUss 3ampyoHeHo
y3HasaHue nuy, mpebyemca 0onosHumMesnsHoe spemsa 0718 adanmayuu 8 HO8OM
nomeweHuu, obcmaHoske. [1o3HasamesnibHAA AKMuUBHocMeo y 0emeli C
aHupuouel COXPaHHa.

K ocobeHHocmam nogedeHus npu aHUpUOUU MOXHO OMHeCmMu 0CMOPOHHOCM®b,
M08bIWEHHYI0 MPEBOHHOCMb, MUWEBYI MPUBA3AHHOCMb K «Cmapbim» 6100am.

AHUpuoduAa-cea3aHHble CUHOPOMbI U UX Heaposio2uvyecKue
ocobeHHOCMU:

Omcymcmaeue padyxcHol 060104YKU 21030 NPU POHOEHUU A8/5emcs AUWb
Haubosee 8UOUMbIM NPOABAEHUEM CUHOPOMA aHupuduu. C Uesnbo ymoYHeHUs
Mymauyuu u seposimHocmu paszeumus Hegppobsacmomel, cem 0emsam npu
8blf18/1€HUU QHUPUOUU HEOBXO00UMO KaK MOXCHO paHblWe rnposecmu
2eHemu4ecKyto OUa2HOCMUKY.



F'unnecnu cuHdpom (Gillespie syndrome, Aniridia - cerebellar ataxia -
intellectual deficit).

Cocmasnaem 2% u3 ecex cayvyaes aHupuouu. lNepedaemcs no peyeccusHomy
muny, Kakue-nubo sHewHue rnpu3HaKu 3abosnesaHus y pooumenel
omcymcmeayom.

-aHUpuous,
-MO3M4(e4YK08AaA AMAKCUS,

-300epHKU yMCMBEHHO20 pa3sumus
WAGR cuHOpom:

Pa3zsusaemcs mosbKo 8 cay4ae cropaduveckol mymauyuu, umeem aymoCOMHO-
OOMUHAHMHLIU mun Hacneoo8aHUA.

Ama abbpesuamypa cocmassieHa U3 nepsix byKe 0OCHOBHbIX NPOABAeHULl
CUMITMOMQ:

(W) onyxone Bunbmca,

(A) AHupudus,

(G) moyernonossie HapyweHus,
(R) ymcmeeHHas omcmasnocme.

Onyxonb Bunoemca (3mbpuoHanbHbIl paK noYKku, Hegppobaacmoma)
gcmpe4aemca npuMepHO y Nos108UHbI NAKUEHMOo8 C 3MuM CUHOPOMOM.
lMposasnaemcs, Kak npasuso, 8 so3pacme om 1 0o 5 nem, pexe, 8 cay4ae
nosoHel duazHocmuku, 0o 8 nem. Moamomy nayueHmam ¢ WAGR cuHOpomom
pekomeHOyemcsa 0ename Y3U nouek Kaxcobili mpu mecaya 00 0ocmuiceHus 8-
siemHeao 8o3pacma. [1po2HO3 0718 #U3HU, 8 3MOM C/y4Yde 3a8ucum om
ceoespemMeHH020 0bHapyHeHUs 0nyxoau u ee cmaduu. YMCmeeHHas
omcmanocme moxem 6bimb pa3HoU cmeneHu 8blpaxeHHocmu, om nez2kol 0o
maxcenol, makxe yposeHb UHMesnn1ekma moxcem 6bimo HOPMAsTbHbIM.



Lemu c WAGR sHewHe HepeOKo CXoxcu, Xxomsa He umerom 2pybbix cmuzm
ou3zambpuozeHesa.

®omo: flemu ¢ WAGR

Y 0emeli c WAGR c epydH020 803pacma, ommeyaemcs rnosbiuieHHoe
C/IloHooOmMoOesneHue, 8 803pacme cmapuiee 3 s1em 8bIABAAEMCA 300ePHKA
peyesozo pazsumus 8 hopme rcesd0obynovbapHoli duzapmpuu. JaHHAA
namosoaua mpebyem He MosIbKO HA3HAYeHUA MeOUKAMEeHMO3H020 feYeHUus, HO



U nposedeHue no2oKkoppeKkyuu. lunepcaausayusa 3a4acmyro COXPaHAemMca u'y
83pocnbix nayueHmos ¢ WAGR.

MapaknuHuyeckue Heeponoauveckue obcaedo8aHuUs, Komopbie
Heobxo0umo nposecmu npu eviaseHUU AHUpPUOUU:

C yesnbro UCKAYEeHUA GHOMAUU pa38UMuUA 20/108H020 M032a covemaroujelica ¢
aHupuduel (azeHe3usa M030UCMO20 Mena, 2urornaa3us MO3HEeYKa) y
HOBOpPOMOeHHbIX 0emel 8binonHaemca Y3U 20108H020 Mmo32a
(HelipocoHozpagus), a 8 bosnee cmapuwiem 803pacme KOMMNbHOMEPHASA
momoezpagua uau MPT-20108H020 Mo32a.

lpu HapyweHuu peyeso20 paszsumus, npucmyrnax evinonHaemca 33, 3X0O-3C.

Yuyumeieas #an06bi U 8bii81eHHbIE UHOUBUOYAbHbIE U3MEHEeHUS 803MOMHO
nposedeHue donnaepoz2paguu cocyoos, saniekmpoHelipomuozpaguu u opyaux
memooos 06¢cn1e008aHUS.

JleyeHue cumnmomamu4yeckKoe, Ha3Ha4Yaemca 8 Coomeemcmauu ¢ 8bIA68/1€HHbIMU
HegposiocuvyecKumu HapyweHuUAmMU.

3aKn4YeHue:

AHUpuUOusA - spoxcdeHHoe, npozpeccupyrouiee 30601e8aHUE 0P2aHa 3PEeHUS.
Omcymcmaeue padyxku moxcem 6bimb U30/1UPOBAHHBIM HAPYyUIeHUeM Unau
nposenameca 6 sude pasnu4YHbIX CUHOPOMOB, KOMopble npemeprnesarom
UsMeHeHue Ha npomsaxceHuu ecell #U3HU U mpebyrom He MosbKo
opmansbmonozu4eckoli OUA2HOCMUKU U KOPPEKYUU, HO 3acayxcusaem eHUMAHUA
epayeli pasnu4Helx creyuansbHocmed.



