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Cnucok cokpamieHmni

AK — anupuauiinasi kKepaTonaTus

A®C — anupuauiiHbIi GUOPO3HBIN CUHAPOM

BA — BpoxxneHHast aHupuus

BI'/Jl — BHyTpUIIIa3HOE JaBICHUE

BIK — BHyTpuUrnazHas *KuJIKOCTh

BK — BpoxneHHas karapakra

JJ1 — nuameTp aucka

JHK — ne3oxkcupuOOHyKIEHHOBAs KUCIIOTA

JI3H — nuck 3puTenpHOro HepBa

JUI-TCIK — nuoa-nazepHasi TpaHCCKJIEpaibHasi KOHTAKTHAsI IUKIOKOAT YIS
3BII — 3puTeabHO BBI3BAaHHBIE MOTECHIIUABI

NOJI — untpaokynsipHas JinH3a

MKGB 10 — mexxayHapoHas knaccudukanus 6onesnerd 10-ro nepecmorpa
HJICK — HemocTaTouHOCTh TUMOATBHBIX CTBOJIOBBIX KJIETOK
HPII — nelipopeTHHaIBHBIN MTOSCOK

OKT — ontuueckas KorepeHTHast ToMorpadus

CAII — craTnueckast aBTOMaTH4€ECKas IEPUMETPUS

CTD — cunyctpabeKyIIKTOMUs

VIIK — yroxn nepeasei kamepsl

X0 — nunmoxopuoungaibHas OTCIONWKa

USC — gype3kokHas HEKTPOCTUMYIISLUS

OPI" — snekrpoperuHorpadus

DOU — 31eKTpoPU3NOTOTUIECKUE UCCIEAOBAHUS

9/]_—[ — COOTHOLICHUEC SKCKaBallun K AWCKY 3pUTCIIBHOTO HEPBA



TepmuHBI U onipeeIeHUs

Bpoxaennas anupuaus (BA) — BpoxXAeHHBII MOPOK pa3BUTHUSA IJ1a3a, XapaKTePU3YIOIIHUIACS
MOJTHOW WJIM YaCTUYHOW THIIOTUIA3MEH PalyXKU U MATOJIOTHYECKUMU U3MEHEHUSIMU BCEX CTPYKTYP
rjasa.

I'mnonyiazusi ¢goBea m aucka 3purenabHoro Hepsa ([IA3H) — orcyrcTBHE mpaBHIBHO
chopmupoBaHHO#l cetyaTku B 30He ¢oBea u JI3H (HemopasBuTHE MAAaHHBIX CTPYKTYD),
XapaKkTepu3yeTcs OTCYyTCTBHEM (OBEATbHOW ACTMPECCHUH MaKYJSIPHOTO KOHTYpa W YMEHBIICHUEM
pasmepoB JI3H.

I'onnoaucrenes — BpoXAcHHBIC aHOManuu yria mnepennerd kamepsl (YIIK) u apenaknoi
CUCTEMBI TJla3a, BO3HHUKAIOIIUE B pe3yibTaTe 3aJep>KKU B Pa3BUTUU U AUPEepeHInanuu 3Tux
CTPYKTYD.

AHMpUIMiiHAA KepaTomaTusi — CBOeOOpa3HOE HApyIIEHHE MPO3PAYHOCTH POTOBHUIIBL,
BO3HHKaIoIIee Ha (JOHE MEPBUYHON HEJOCTATOYHOCTH JTUMOANbHBIX cTBONOBBIX KieTok (HJICK) u
MOCTETNIEHHO MpOoTrpeccupyroliee oT nepudepuu K HEHTPY POrOBUIIBI B BUIE BACKYJISIPU3UPOBAHHOTO
naHHyca (HapylIeHue pa3BUTHs U PEreHepaliil HOPMaIbHOW POTOBHIIBI).

Annpuauiinbiii  Gpuopo3nbiii  cuHApoM (ADPC) — 5TO OCIOXKHEHHE, CHIKAIOLIEe
3puTeabHbIe PYHKIMU M onrMcanHoe Toibko nipu BA. IlpencraBnsier co0oit puOpO3HBIN pyOIIOBBIi
MPOILIECC HE BOCMAIUTENHHOTO TeHEe3a, aCCOLIMUPOBAHHBIN C pa3BUTHEM THIIOTOHUH U (PTU3HCA Ti1a3a

[40] 1 BO3HMKAIOIIMI 11OCIIE XUPYPIrUUECKUX BMEIIATEIbCTB.



1. Kpatkast ungopmanus no 3a00,1eBAHNI0 WIN COCTOSTHUIO (Tpymme

3a00J1eBAHUIT UJIM COCTOSTHUIA)

1.1 Onpenenenne 3a001eBaHUSA WIN COCTOSHNUSA (FPYINbI 3200J€BAHUN WJIN COCTOSTHHIA)

Bpoxnennas anupuaus (OMIM #106210) — penkuii HacIeACTBEHHBIN BPOXKAECHHBIN MOPOK
pa3BUTHA TIJa3a, XapaKTePU3YIOLIMHCA TOJHOW MM YacTUYHOW THIMOIUIa3uedl pagykKKu u
MaTOJIOTHYECKMMHU U3MEHEHUSIMHU BCEX CTPYKTYp TIjaza. 3a0ojieBaHHE HacleayeTcs Mo ayTOCOMHO-

JOMUHAHTHOMY THUITY C TIOJTHOM MEHETPAHTHOCTHIO U BapbUPYIOIIEH IKCIIPECCUBHOCTRIO [1, 2, 3].

1.2 OTHoJIOrMS M NATOreHe3 3a00J1eBAHUS WM COCTOAHUA (rpviibl 3200JIeBAHUH WM

COCTOSIHUM)

B ocnHoBe »3THOIOrHH BA, KaK CaMOCTOSTEIbHOM HO30JI0THYeCKOMH CAWHUIBI, JICXKAT

myTtanuu reHa PAX6 B 90 % ciryaaeB (OMIM *607108), B TOM uncIe XpOMOCOMHBIE TIEPECTPOHKH
peruona 11pl13 c BoBneyeHuem jokyca PAX6 wiu B 5 % ymaneHHON yuc-peryasTOpHON 00J1acTu,
KOHTposupymoleld skcnpeccuto reHa PAX6 [1]. B 5% dopmupoBanne BA accomuupoBaHo ¢
MyTanusmMu reHoB PITX2(OMIM *601542),FOXCI (OMIM *601090), FOXE3 (OMIM* 601094),
CYPIBI (OMIM* 601771), PITX3 (OMIM* 602669), FOXE3 (OMIM* 601094), FOXCI (OMIM*
601090), PXDN (OMIM* 605158)) [2,4]. Tlatorenes BA, xiuHU4YecKHe MPOSBICHUS, CTEICHb
MOPaXEHUs PAa3NUYHBIX CTPYKTYpP TIJiaza O0YCJIOBIEHBl T€HETHUECKON TI'eTepOreHHOCTHIO, MpUYeM
KaK JIOKYCHOM (MyTallM¥ pa3IMYHbIX T€HOB), TaK W aJUIEIbHOM (TUll MyTauuii). bonbiioe 3HaueHue B
(hOpMUPOBAHNY KIIMHUYIECKOW KapTUHBI HTPAET TeHETHYECKUHN (DOH, T.. COBOKYITHOCTh H COUYETAaHUE
TeHETHYECKUX BAPUAHTOB, KOTOPBIE MMPUBOIAT K CHIKEHHUIO alanTanuu [5].

B HacTosimuii MoMeHT HeT eauHoM kiaccudukanuu BA. Yapuuns A. B 1996 r. npennoxuia
KnaccupuImpoBaTh BA ¢ TOYKHM 3peHHs] ATHONMATOTeHe3a W KIMHHYECKoro moprpera. CoriacHo
naHHOW Kimaccupukanmmu BA  OTHOCHTCS K TpyIIe ME3eHXHMAIbHBIX JIMCTCHE30B TJia3a
(penotunmueckass cepus OMIM#107250) [6]. B nmanmpHelmieM, moOcia€ OTKPBHITHS T'€HOB,
YYaCTBYIOUIMX B 9THOMATOTEHE3€ AUCTEHE30B MEPEAHEro OTpe3Ka Iiasza, B JaHHOU Kiaccu]uKaiuu
BBIJICIMIIN § KIMHUKO-T€HETUYECKUX THIOB, aCCOLIMMPOBAHHBIX C MYTAlUSIMU B Pa3IMYHBIX T'e€HaX
(PITX3 (OMIM* 602669), FOXE3 (OMIM* 601094), FOXCI (OMIM* 601090), PITX2 (OMIM*
601542), CYPIBI (OMIM* 601771), PXDN (OMIM* 605158) [7,8]. Kpome Toro, k 3TOi rpyrie
MO>KHO OTHECTH U JIPYTUE COCTOSHHUS, BbI3bIBAEMbIE MYTAI[USIMHU B TEX K€ T€HAX: aHOMAJIUU TPYIIITHI
cuaapoma AxceHdenbna — Purepa (OMIM #602482), wupunoronmogucrenessr [, I Tuma
(OMIM #601631 u OMIM #137600), anomanus [lerepca (OMIM #604229) [9].



Hcxons w3 sTHONAaTOreHes3a, KIMHUYECKOW KapTHUHBI BA, yCTaHOBIIEHUS NEPBUYHOU
MOJIEKYJISIPHOM TPUPOABI M JUTEPATYpPHBIX JaHHBIX B HACTOSIIMA MOMEHT LEJIecO00pa3HO
CHUCTEMAaTHU3UPOBATh pAaCCMATPUBAEMYI0 aHOMAJIHIO CJIETYIOIIUM 00pa3oM.

1. N3onupoBaHHas BpOXkKACHHAs aHUPUIUS (WM HECUHAPOMAIIbHASL BPOKICHHAS aHUPHUINS).
B 75% BA cnyuaeB pa3BuBaeTCs Kak H30JMpOBaHHAs IJa3Has aHOMAIMsS C BOBJICUEHHUEM B
MATOJIOTUYECKHUM MPOLECC TOJIBKO 3PUTEIBLHOIO aHanu3aropa 0€3 U3MEHEHMM B JAPYTruX CUCTEMax
opranoB [10]. Cornacno 6a3ze nanueix OMIM Beigensitor Tpu popmer: AN1 (OMIM #106210), AN2
(OMIM #617141) m AN3 (OMIM #617142). OHu accouuMpOBaHbl COOTBETCTBEHHO C TE€HAMH
PAX6, ELP4 (OMIM* 606985) [11] u TRIM44 (OMIM* 612298). OnHako, €IMHCTBEHHOM
npudnHO BA mo-mpekHEMY CUMTAeTCsl CHW)KeHHE WM H3MeHeHue ¢(yHkiuu reHa PAX6. B
JaHHYIO TPYMIy MOMUMO BA BKJIIOYEHBI aHOMANUU TPyHIbl O(TaIbMOJOTHYECKHX CHHIPOMOB:
Axkcendenpaa — Purepa (OMIM #602482), upunoronunoaucrenessl I, I tTuma (OMIM #601631 u
OMIM #137600), anomanus [Terepca (OMIM #604229) u HekoTopsie Apyrue [9].

2. Auupuaus, BXOJsIIas B CHUMITOMOKOMIUIEKC HACIEICTBEHHOTo cuHjapoma. B 25%
ciyyaeB BA sBisieTcss cUMITOMOM HacJE€ICTBEHHOW CHHAPOMAJLHOM MATOJIOTHH, NMPU KOTOPOM
MOpPaXKarOTCsI B COOTBETCTBHM C HSMOpPHUOTEHE30M HEBPOJIOTHYECKas, HHAOKPUHHAS, OMOPHO-
NBUTATElbHAsT W JPyrM€ CHUCTEMBl B COYETAaHMM JApYyr C JAPYroM WIM 1O OTAEIBHOCTH.
HacnenctBeHHble CHHAPOMBI C TOJUMOPIaHHBIM MOPAXEHHUEM M BPOXKACHHBIMU aHOMAJIUSIMU
pamy’XKKu BCTpedaroTcs mpuMepHo B 12 % ciydaeB. JlanHas rpyrmna 3a00J€BaHUA acCOIMUPOBAHA C
MyTallMsIMA U XPOMOCOMHBIMU MEPECTPOMKaMU, BOBJIEKAIOIIIUMHU Kak JIOKYC reHa PAX6 [12, 13], Tak
U B Ipyrux reHax (mo 5 %) [2, 4, 14, 15]. OCHOBHBIM CHHAPOMOM JAHHOW TPYIIIBI, COCTABIISIOMIUM
Oosiee TIOJOBUHBI BCeX CitydaeB cuHIpomanbHOW BA m 2,5-13 % Bcex ciy4aeB M30JMPOBAHHOMN
aHoMaJuu panyxku ssisgercs cuHapoM WAGR (OMIM #194072), koTopelif XapakTepu3yercs
YeThIPbMs KIMHUYECKUMHU TMpHU3HAKaMu: omyxojibio Bumbmca (W), BpoxkaeHHoW anupuauen (A),
ypOreHUTaNbHBIMU HapylieHussMHu (G) U 3a7ep)KKOoi ncuxomMoTopHoro passutus (R). Dtuonoruto
WAGR cuHapoma CBSI3bIBalOT C JIENE€UMAMHM DPa3HOM MPOTSHKEHHOCTH TEJIOMEPHOM 4YacTu
xpomocomHoro  perumona 11pl3  (hgl9::chr11:31,000,001—36,400,000), 3axBaThIBaromIei
OJTHOBpeMEHHO TeHbl PAX6 u WTI, unentudurupyemoii B nureparype kak WAGR-o6macts [1, 12,
16].

Kpome WAGR cunapoma BpoXKJIeHHasi aHOMaJIUs pajyKKU ONMCAHa B COCTaBE CHUHApPOMA
lunnecnin  (OMIM #206700), KOTOpBIM XapakTepuU3yeTcsi YacTHUHOM THIOIUIa3He payKKH,
OTCTaBaHUEM B YMCTBEHHOM DPa3BUTHH, MO3KEUKOBOM aTaKCHeW M TUIIOIIa3uei Mo3keuKka. ToIbKo

B TpexX CiydYasx BbIsBIeHa accomuanus c¢ Jokycom 11pl3 [17,18]. B 2016 romy obHapyxeHa



reHeTHYecKass MpPUYMHA AayTOCOMHO-JOMHHAHTHOro cuHapoma Iumnecnu — rteH [TPRI
(OMIM *147265) [19, 20].

BA B xomMOWHaIMu C W3BECTHBIMH Ha HACTOSIIMH MOMEHT CHHJIPOMAaMH M B COCTaBe
HEKOTOPBIX MHOYKECTBEHHBIX MOPOKOB Pa3BUTHUSI OMHMCAaHA B €IMHUYHBIX CIydasX MPU MyTalMsIX B
reHax FAMI1114A (OMIM *615292), PORCN (OMIM *300651), BBS1 (OMIM *209901) [21], mpu
XpOMOCOMHBIX cuHIpoMax 22ql1 [22] u konbleBoi xpoMocoMsl 6 [23, 24, 25].

B 3aBepmienun pasjgena XoTelnoch Obl OTMETHTH, YTO MPOTPECC 3HAHUN B MOJIEKYJISIPHOU
OMOJIOTUH 3HAYUTEIILHO U3MEHHII IEPBUYHOE BOCTIPUATHE B ATHOIATOT €HE3€, KIIMHUYECKOW KapTHHE
U BO3MOXHOCTSX JI€YeOHBIX M pPEaOWIUTAIMOHHBIX MeponpuaTtuid. JlaHHBIA TpoIllecc TOIBKO
HaOupaeT 0OOPOTHI U MpennoaaracT BO3MOXKHOCTh JaTbHEHITNX paciIu(ppoBOK JEHCTBUS TEHOB HX

BJIINSHUA HA ITATOI'CHETHYCCKHNEC MEXaHU3MBI.

1.3 DnuaeMuoJorus 3a00JeBaHNs WIH COCTOAHUSA (IPYIILI 3200JJeBAHUN NN COCTOSTHMIA)

CornacHo ©0a3e JaHHBIX pEOKUX M OpQaHHBIX 3a00JeBaHUN PpaCIPOCTPAHEHHOCTD
n3onupoBaHHo BpoxaeHHoH anupuanu (ORPHA:250923) cocraBaser 1-9:100000 [26].

[To nuTepatypHbIM JaHHBIM YacToTa Becrpedaemoctd BA Bapsupyet ot 1:50000 1o 1:100000
HOBOPOXACHHBIX [27-29]. CoOTHOIIEHHE CEMEHWHBIX M EIUHUYHBIX (CIOPAJIUYECKHX) CIydacB

OTJIMYAETCS MO JIAHHBIM pa3HbIX aBTOpOB: oT 2:1 [2, 14, 30] mo 1:2 [4, 31].

1.4 Oco0eHHOCTH KOAUPOBAHHA 3200J€BAHNA WJIM COCTOAHHUA (CpVINLI 3200J€BAHMIA WU

cocTOAHUI) 1m0 MeXIVHAPOIHOM CTATHCTHYECKONW Kaaccudukanmm 0o0Jie3Hel M IpoodJeM,

CBA3AHHLIX CO 3/10POBLEM

Bpoxnennsie anHomManuu (MMOPOKU pa3BUTHS) IEpeAHEro cerMenTa riasa (Q13)

QI13.1 — OtcyTcTBHE pamgyKKH.

1.5 Kaaccudukanus 3a001eBaHN WJIN COCTOSHUSA (I'PYIILI 3200JeBAHNI HJIM COCTOSTHMIA)

(krunuxa BA; knunuueckue xoppenayuu ¢ munamu mymayuti PAX6,; knunuka enaykomsi npu

BA; knunuxa kamapaxmul npu BA; kaunuxa cunonnazuu gposea u J{3H npu BA)

1.6 Kianunueckassi KapTHHA 3200JieBAHUA WJIH  COCTOAHHUA (rpvimbl  3200JIeBAHUM WM

COCTOSIHUI)

KanoOpl manueHT M pOAWUTENH MPEABABIAIOT peako. B oCHOBHOM mpu (pU3MKaIbLHOM

O6CJ'IC,I[OB3HI/II/I CUMIITOMBI BBIABJIAIOTCA II€AUaTpaMu. HpI/I HEC3HAYUTCIIbHOM BOBJICUCHUU B



MaTOJIOTHYECKUH TpOoIecC paayXHOH 000510ukd, 3a00JIeBaHHE AMATHOCTHPYETCS IMPH IUIAHOBOM
ckpuHHHTe OodTambpMoniora. O0beM nedekra paayXHOH OOOJIOYKH BapbUPYET OT €€ IOJIHOTO
OTCYTCTBHUS JI0 HE3HAUUTEIbHOU rumnoruiazuu. [Ipu ciaboil creneHn BHIPaKEHHOCTH pa3Mep 3padka
MOXKET OBITh HOPMAJBHBIM, OJIHAKO, MOTYT HAONIOAATbCA HW3MEHEHHE CTPYKTYPHl palyXKHON
O00OJIOYKM TpU MPOBEAEHUM TOHMOCKONUHU (cM. pazzmen 2.3). Jpyrue u3MeHEHHsS paayKKH
XapaKTepU3yITCSd YaCTUUHBIMU Je(eKTaMd B BHJIEC AaTHUIHYHONH KOJOOOMBI, AKCIEHTPUYHOTO
3payka, MOJMKOPUH WM SKTPOITUOHA PaTyKKH.

[TaHOKYNSIpHBIN  XapakTep TMOBPEXACHUNH MoMUMO JedekTa pagyKHOM 000JI0UKH
XapakTepu3yeTcsi KepaTomaTueil, TJIayKoMo#l, KkarapakTod, runormtaued ¢osea u JI3H,

MUKpO(PTATEMOM U MUKpPOKOpHEa [5].

H3menenus pocosuyvt npu BA

Anupuoutinas kepamonamus (AK) sBnsieTcst oqHUM U3 HanboJiee YacThIX OCIOXHEeHHH BA,
MPUBOJANINX K 3HAYUTCILHOMY CHW)KCHHIO 3PHUTEIBHBIX (QYHKIHMA u  auckomdopty. B
OOJBIITMHCTBE MCCJICIOBAHUNA YacTOTa OOHAPY)KCHHS BUIMMBIX W3MEHEHHH POTOBUIIBI COCTABIISCT
80-90%. B nerckom Bo3zpacte B 85% ciayuyaeB npeBanupyroT HadanbHble cTaanu AK [32].

[Mpuuuny BoszuukHOBeHUs: AK cBszpiBator ¢ HJICK [10] u ampTeparueit aumOaibHOTO
MUKpPOOKPY’KEHHUSI BcleACTBHE MyTauuu B reHe PAX6 [33]. MeanenHnoe nporpeccupoBanue AK
COTPOBOXKIACTCSI  LIEHTPOCTPEMUTETBHBIM  HAapacTaHWEM  KOHBIOHKTHBAJILHOTO  TIAHHYCA,
HEOBACKYJISIpU3aIueil, mosBieHneM (prUOPO3HBIX YUACTKOB, 3aXBaTHIBAIOIINX AIUTEIUN POTOBHIIBI U
€e MEePeHI0I0 CTpOMYy. Y CTaHOBIEHO, uTo mpoiecc AK pa3BuBaercs MoCTaguiiHO C MOCTETIEHHBIM
MIPOJBMIKCHUEM OT MepU(EpUN POTOBHIIBI K IICHTPY.

N3menenus porosuiisl mpu AK 3axBaThIBalOT HE TOJIBKO €€ dMUTETUAIbHBIE clon. OTMEUYeHO
aHOMaJbHOE pa3BUTHE Oa3zajdbHOW MeMOpaHbl SmuTenuss U OOyMEHOBOM MeMOpaHbI, a TaKkKe
yBEJIMYEHHE TONIIUHBI cTpoMbI poroBuilbl [31, 34-36, 37, 38]. B To ke BpeMsi Mopdonoruueckue
W3MEHEHUS HE 3aTParuBaroT JECIIEMETOBY MEMOpPaHY U SHAOTEIUOLHUTHI [39].

Hsmenenus paoyacku npu BA:

- TOJIHAS aHUPUAMS — TOHUOCKOIMYECKH BCETAa OMPEIENAIOTCS PYIUMEHTHI paayKHOU
TKaHU;

- YaCTHYHAsI aHUPUJTUS;

- aTHIIMYHAs KOJI00oMa;

- SKTPOMHOH COCYAUCTOMN TKaHHU.

V¥ 50-85% nauuenToB ¢ BA pa3BuBaroTCs NOMYyTHEHMSI B XPYCTaJIUKE.



Knunuxa kamapaxmol npu BA:

B nerckom Bo3pacTe KaTapakTajbHble IOMYTHEHHS IPEUMYLIECTBEHHO IPECTABIICHBI
BPO’KJCHHBIMU TIOMYTHEHUSMHU, KOTOpbIE cOCTaBIsA0T 44-67% citydaes [29, 32].

- BpokaeHHas katapakTta (BK) nHanbonee uacto BcTpeuaercs B Buie NepeqHed U 3aaHel
MOJISIPHBIX KaTapakT 0€3 MpU3HAKOB MporpeccupoBanus [32];

- TMOABBIBUX XPYCTAJUKa, SBJSIOUIMICS TPOSIBICHUEM HEAOCTATOYHOW CTaOMIBHOCTU
CBSI30YHOT'O amnmapara.

B 3aBucumoct 0T TskecTH BA M COCTOSHMS IIMHHOBBIX CBS30K MOXET OBbITh
JMarHOCTUPOBAH MOABBIBUX XPYCTaINKa, XapAKTEPHA €r0 3KTOIHUS B BEPXHIOIO MIOJIOBHUHY.

Knunuxa enayxomor npu BA:

HaubGonee wacTeiM  comyTcTByIOIMM  mposiBieHMeM BA  sBiseTcss  riaykoma,
MaHudecTupyromas B OOJBIIMHCTBE CIy4aeB B JETCKOM M IMOAPOCTKOBOM Bo3pacte [24, 32, 40].
Perennua BIOK npu pasButum ramaykoMato3Horo mnpoiecca npu BA BbI3BaHa HaJM4KUeM pa3iIMuHbIX
¢dbopm rounonucrenesa B Tom uucie 3akpeiteM YIIK BenencTBie npuio-KOpHEAIBHOTO CpaeHHs, a
TaK)Ke TPAKIIMOHHBIM HaTSKEHUEM OCTaTKOB PyAMMEHTApHON paly>KHOM TKaHU HaJl TpaOeKyJISIpHOM
CeTbl0, U Je()EeKTUBHOCTBIO caMOM TpaOekynsapHOM ceTu. [OHMOCKONMYeckas KapTHHA
JEMOHCTPUPYET HATMUUE TOHKUX IEPEMBIUEK, COKPALIEHNE KOTOPBIX MPUBOIUT K 3aKkpeIThio YIIK.

Knunuxa eunonnazuu ¢posea u J{3H npu BA:

Hns neteit ¢ BA xapaktepHa pa3nuyHas CTeneHb (OBEaTbHOW THMOIUIA3HH, YTO SBIISETCS
INPUYMHOM HHUCTarMa BCJIEACTBUE CEHCOPHOW HEOCTATOUHOCTH M BPOXKJIEHHOTO CHUKEHUS OCTPOTHI
3perus (0,1 c¢ koppeknuei). Yactora mnposiBlieHHH rumnoruiasud ¢osea y NalKMeHTOB ¢ BA
konebnercs ot 50 1o 84%. BA B 1/3 ciydaeB conpoBokIaeTcs 3a7ep>KKON 3pUTEBHOTO Pa3BUTHUS
(delayed visual maturation — DVM) — 53T0 3ameieHne CrOCOOHOCTH K Pa3BUTHUIO (PUKCAIUU
B30pa B TEUEHHE MEPBBIX TPEX MECALEB )KU3HU [5]. B cpaBHeHMH ¢ runoruiasueit ¢oea runomniasus

JI3H BcTpeuaetrcs HaMHOTO pexe u otMeueHa y 10,7-23% nanuenTos [32, 41].

2. JluarnocTuka 3a00J1eBaHUS WM COCTOSTHUSA (ITPYIIIbI 3200/1eBaHU WU
COCTOSIHMH), MEIMIIUHCKHUE NMOKA3AHUA U NMPOTUBONOKA3AHUS K IPUMEHEHHUIO

METOA0B THAT'HOCTUKH

Huacnoz BA evicmasniaiom HA OCHOBAHUU AHAMHECUYECKUX OGHHBIX, Ppe3Ylbmamos
KIUHUYECKO20 — 0manbMono2u4eckoeo  06cnedosanus, KoOmopoe — 6Kuodaem  Habop
CMAHOAPMHBIX U  8bICOKOUHDOPMAMUBHBIX OONOIHUMENbHLIX MeMO008 UCCAe008aAHUS U

pe3yibmamos MOﬂeKyﬂ}lpHO-ZeHemu‘leCKOI;i ouacnocmuxu. Ilornoe OQbmaJleOJZOZI/l’-leCKOe
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obcnedosanue  kOYaem 8  cebsi  GU3OMEMpUI0,  MOHOMEmMpUio,  20HUOCKONUIO,
OUOMUKPOCKONUIO, O0QMATbMOCKONUIO, U3MepeHUe YEeHMPATbHOU MONUWUHBL  PO2OBUYbI,
onmuueckyro Kozepenmuyto momoepaguio (OKT) maxyraprot 3onet u J{3H, uw/unu ux
BU3VATILHOE UCCIEO08AHUE C NOMOWDBIO WeNeBOL IAMNbL U MOYHO20 PA3BEPHYMO20 ONUCAHUSL.
Buinonnsemca pomopecucmpayus 21a3usix nposeieHull. Y Hekomopuix nayueHmos ocmomp
2NIA3H020 OHA, OOHAKO, HEBO3MONCEH (8 C8A3U C HeNpO3PAYHOCHbIO ONMUYECKUX Cped U3-3d
YEHMPATbHO2O NOMYMHEHUs. PO208UYbl U USMEHEHULl XPYCMAIUKa) Ui O02PAHUYEH
8bIPAdICeHHbIM HUucmazmom. Ommeuaromcess OONOIHUMENbHbIE OCIONCHEHUSL CO CIOPOHDI
HepBHOUl CUCmeMbl, NOYeK, IHOOKPUHHOU U Opyeux cucmem opeanos. OnpocHulil aucm 0

3ANOJIHERHUS 6paAYAMU CEHEMUKOM U Od)maﬂbMOﬂOZOM npueof)umc;z 6 NPUIOIHCERUU I

Taomuna 1 . Mertoasl 00ciae10BaHusI

CrangapTHbie IMATHOCTHYECKHE PacuimpeHHBbIH CNIEKTP TUATHOCTHYECKUX METOANK
METOAUKH (I0MOTHUTEJIBLHO K CTAHAAPTHOMY HA00pY)

Onrtuyeckoe J1a3epHOE UCCIIE0BAHUE TOJIOBKH
Hapy»xHblii ocMoTp 3pUTEILHOTO HEPBA U CJIOSl HEPBHBIX BOJIOKOH C
NOMOIIbI0 KOMIIbIOTEpHOT0 aHanu3aTopa (HRT)

OnTHyeckoe KOrepeHTHOE MOCIONHOE UCCIIEI0BAaHUE
HepEeHEro M 3aJIHEro OT/eNa I1a3a ¢ MOMOILBIO

Pedpakromerpusi, BusomeTpus
komnbroTepHoro ananusaropa (OKT nepennero u

3aJTHETO OTJEJIOB)

OneKkTpoU3H0IOrNYeCKHe METOABI UCCIIE0BAHUS
buomukpockonus riasza (peructpariys 3pUTEIbHBIX BbI3BAHHBIX MOTEHIAIOB

KOpPBI TOJIOBHOTO MO3Ta, 3JIEKTPOpeTHHOTrpadus)

OdTranpmockonus VY bTpa3ByKoBasi NPOCTPAHCTBEHHAS OMOMUKPOCKOIIHNS

Od¢ranmeMoTOHOMETPHS [TepumeTpust

N3mepenue nuameTpa poroBHUIbI,

aum0Oa (kepatomeTpus, KepaTonaxumeTtpusi, KoHpOKaJIbHasE MUKPOCKOIHUS
AMMOOMETpHs)

VY IIbTpa3ByKOBOE UCCIIEAOBAHHUE WpunokopHeanbHas roHHoOrpadus (MeToanka

riaszHoro s6oka (B- npeaycMaTpuBaeT 3alluch TUHAMUYECKOH TOHMOCKOIINH C
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CKaHUPOBAHUE), YIbTPA3BYKOBasI .
MOMOIIBIO PETUHAIBHON KaMephl)
OmomeTpus

buomukpodoTorpadust riazHoro [Ha ¢ UCMOJIb30BAHUEM

I'ornockonus
byHIyC-Kamepsl

MLPA ananu3 — aHanus
KOMMMHHOCTHU T€HOB B JIOKYyCE
11p13 ¢ momouipro peakuu dnyopecueHnTtHas in situ rudbpunuzanus FISH co
JMra303aBUCUMON aMIUIM(UKAIUK | crHenu(pUIECKUMU 30HIaMU

30H/I0B, NIPSIMOE CEKBEHUPOBAHHE
no Canrepy rena PAX6

YV oemeiti ¢ BA ¢ manughecmayueti 2nayxomuvl 8 paHnem 803pacme ¢ pazsumuem KiuHu4eckou
KApMUumbl KIACCUYECKO20 2UOPOPmManoma OUaACHOCMUKA 2NayKoMbl He npeocmasisem
ocobvix cnodxcnocmei. Ilpu 6onee nozowel MmaHugecmayuu OHA MOMCEM Bbl3bIBAMDb
MpyOHOCMU — U3-3d  OMCYMCMBUsL Ul  C1AOOU  BbIPANCEHHOCMU  XAPAKMepHOU
CUMNMOMAMUKY, d MAKHCE PACMAHYMO20 80 8PEMEHU NAMOI02UYECKO20 NPOYeccd.

Panusaa  ouaecnocmuxa muanpasnena Ha o 6vlAGNeHUE NPUSHAKOSE DACMAICEHUs 21434,
8bI36AHHO20 NOOBLEMOM  6HYMpU2Ia3Ho2o oaenenus (BIJ]), Hauanouwvix npossnenui
ampoguueckux npoyeccog 8 /[3H, croe Hepauvix gonokon cemuamxu. Ilocmanoexa pannezo
0UazHo3a 21ayKoMbl 00IHCHA OA3UPOBAMBCS HA KOMNIEKCHOM AHANU3e OAHHBIX C YYemoM
ACUMMEMPUYUHO20 XAPAKmMepa KIUHUYeCKUX U MOPGODYHKYUOHANbHBIX XAPAKMEPUCTIUK
NAPHBIX 2143

Obuapysicenue nomMymueHull Xpycmaniuxa (Kamapakxmsl) He npeocmasisem CIlOHCHOCmell U

duaeﬂocmupyemc;z, KakK npaeuo, npu 6MOMMKPOCKOI’ZZ/[Z/[ aaasa.

2.1 ’Kaa00bl M aHAMHE3

e Pexomenayercsi cOOp aHaMHE3a U )kajo0 y Bcex manueHToB ¢ BA [40, 42].
YpoBensb yoenuTeabHocTH pekoMeHaanuii C (YpoBEeHb JOCTOBEPHOCTH J10KA3aTENbCTB — 5)
KommenTapum: Bce demu 0ondichbl Obimsb 00C1€008aHbl NeOUAmMpoM, Npu HeodxXoouMocmu
HeBpONamon020M, KApOUOLO20M, 2EHEMUKOM U OpYyeUMU CHeYUarucmamu Ha npeomem
Hanuyus comamuydeckou namonozuu. Bulsacnenue ceedenuti o pannem HOCMHAMATLHOM
nepuooe: yacmome u mMAHCeCMU NePeHeCceHHblX UHPEKYUOHHBIX 3a001e8aHUN, XPOHUUECKO

namoJjiocuu, aiiepecudecKux peakuuﬁ. Buissnenue mnanuuus 6803MONCHBIX npuvYuH U
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npeopacnonazarowux — Qakmopos  B03HUKHOBEHUs  3a001e6aHusi  (6HYMpuympooOHvle
uHpexyuy, arumeHmapHvle Gaxkmopvl u oOpyaue) nymem O3HAKOMAEHUS C COCMOSHUEM
300po6bsi mamepeti, c8e0eHUll aKyuepCcKo-eUHeKOoI02u4ecko20 anamuesa. llpu nanuyuu
enaykomsl 'y pebéuka ¢ BA, easxcnvim acnekmom paccnpoca pooumeneii  AGAEnCsl

L{eﬂeHanpa@]leHHbllZ AHAIU3 BPEMEHU NOABIEHUA NPUSHAKOE 2/IAYKOMDbL.

2.2 Ou3uKAJILHOE 00CIe0BAHNE

dusukaapHOE 00cIe10BaHNe HE HH()OPMATHBHO.
2.3 JIaGopaTopHble THATHOCTHYECKHE MCCJIeIOBAHUSA

e  PexoMeHnayercsi moATBEpkKIAarONIas MOJICKyJsipHas auarHoctuka BA u cunapoma WAGR
oOsi3arenbHast ansi OONMbHBIX BA H BKIIOYAaeT HECKOJIBKO JTalloOB B COOTBETCTBHH C
pa3paboOTaHHBIM AJITOPUTMOM, TMPEJICTABIEHHBIM B MEIUIIMHCKOW TexHonoruu [43] u
natente RUS 2641254 ot 18.08.2017, 3apeructpupoBannom B denepanpHoil ciyx0e 1Mo

HMHTEJUIeKTyalIbHON cobcTBeHHOCTH PD [44] (Puc.1).

YpoBeHb yOeAuTeJIbHOCTH peKoMeHaannii A (YPOBEHb TOCTOBEPHOCTH JI0KA3aTEIbCTB — 2)
Kommenrapuu: Buwioenenue /[HK u3 netikoyumos nepugepuyueckoii Kposu NAyueHmos,
coopannou 8 npooupxy ¢ ITA (3muneHouamunmempaykcycHol KUciomotl), npoeooumcs
no 00HOMY U3 cmaHoapmuuvlx npomoxonos ouyucmxu /[HK. [na ananusza pooumensbckoco
Mo3auyu3zmMa no OOHAPYICEHHOU y NpobaHoa Mymayuu UCNOAb3VIOMC 00pasybl MOYU U
OyKKanvHo2o snumenus. [[na npoeedenus KApUOMUNUPOSAHUs u Iin Situ 2ubpuouzayuu

(FISH) u3 xkposu, cobpantou 6 npooupky ¢ 2enapunom, 20mosumcs CyCneH3us s0ep.

e . Oman. 1lpoBeneHue aHaian3a KONMUHUHOCTH I'eHOB B Jiokyce 11pl3 ¢ momomiplo peakiuu

nurazosaBucuMon amruindukanyuu 3057108 (MLPA ananus) [43,44].

YpoBeHb yOeanTeJbHOCTH peKoMeHAanui A (YPOBEHb JOCTOBEPHOCTH J10Ka3aTEIbCTB — 2)
Kommenrapum: B ciyuae obHapyscenus KpynHolx Oeneyuil, 0si 8aiU0Ayuy 8bINOIHAEMCs
2EHOMUNUPOBAHUE OMALOWEHHBIX CeMell N0 HeCKOIbKUM MUKPOCAMENTUMHbIM MaApKepam
xpomocomsi 11.

B cnyyae obmapyswcenus xpynuwix Oeneyuti, 3ampacusarowux cen WTI, npogooumcs
@nyopecyenmnasn in situ eubpuousayus FISH c¢ 3on0om, cneyuguunvim x eeny WTI, ons

6aﬂudauuu CeMU3UCONMHOc0 COCMOAHUA  JOKyca )y np06aH()a. Taxum nayuermam
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8biCMagsemcs npednonoxicumensvulll ouaznoz WAGR cunopoma u daromes pekomeHoayuu
HOCMOSIHHO20 HAOI00eHUs )y OHKOo02a 00 8 iem.

Y npobanoos c obuapysceHHbIMU KPYNHBIMU XPOMOCOMHBIMU Oeleyusimu 0013ameabHO
nPOBOOUMCSL KAPUOMUNUPOBAHUEe O]l YCMAHOBIeHUs. NPUYUHBL XPOMOCOMHO20 Ouchbananca:
npocmas  unmepcmuyuanvras Oeneyus 1Ipl3 unu orce Xpomocomuas uHeepcus unu
mpanciokayus. Ecau  npouzowna mpancioxayus, mo HeoOX00UM mMAKdice aHAIU3

Kapuomuna pooumeinetl.

e 2. Oman. B ciydae OTCYTCTBUSI KPYNHBIX CTPYKTYpPHBIX H3MEHEHUW Jiokyca 11pl3 vy
npobaHia, MPsIMBIM CEKBEHHUpOBaHUEM MO CoHTEpYy OIpenessioTCs TOUYKOBBIE M3MEHEHUS

rena PAXG6 [43, 44].

YpoBeHb yOeanuTeJIbHOCTH peKoMeHAanni A (YpPOBEHb JOCTOBEPHOCTH J10Ka3aTEIbCTB — 2)
KommenTapuu: Janee mymayusa npobanoa onpeoensiemcs y OOJbHbIX UYIEHO8 CeMbl, eciu
umeemcs cemeunas ucmopusa. B cnyuae, xoeda ouesuoHol ucmopuu Hem, HEOOXOOUMO
noomeepoums cmamyc mymayuu de novo 00KA3amMenbCmeoM OMCYMCmeus Mymayuu
npobanoa y pooumenetl, a makace noomeepoums ouonocuieckoe pooumenbcmeo. Ha smom
Jrce amane NpoBOOUMCS AHANU3Z 803MOICHO20 COMAMUYECKO20 MO3AUyuMa y pooumerel,
YUMo 8adCHO O/ OYEHKU PUCKA NPO2HO3A OJisl NOCAeOVIoue20 NomomMcmad.

Ilposooumcs noomeepoicoeHue naAmMoceHHOCMU 8Nepéble  HAUOEHHBIX  GHYMPUSEHHbIX
mymayuii 8 2ene PAX6 ¢ nomowwio aumanusupyiowux npeocKazamenbHulX NpoSpamM,
doKazamenbcmea Omcymcmeuss OaHH020 USMEHEHUsl 8 8blOOpKe 300pP08bIX No0ell U/uiu y
300pP0BbIX UNIEHO8 CeMbl, U, 8 CyYae HeoOX00UMOCMU, YYHKYUOHATILHO20 AHANU3A.

Bce enympucennvie mymayuu noayuarom Ha3eanue 8 COOMEEemMcmeul ¢ mpaHcKPUNYUOHHbIM
sapuanmom 1 PAX6 (NM _000280.4). I panuyer oeneyuil Ha3b18ar0mMcs 8 COOMEEMCMEUU ¢

nonoxceruem MLPA npo6 ¢ ymeHbueHHbIM CUSHATIOM.

2.4 NHCTpYMEHTAJBHBIEC TMATHOCTHYECKHE HCCIECI0OBAHNSA

e Pexomenayercsi peppakTOMETpHsI U BU3OMETPHUS BCEM TarMieHTaM ¢ BA s onpeneneHus

OCTpOTHI 3peHust u pedpakiuu [40,45].

YpoBenb yoeauresbHocTH pekoMeHaanuii C (ypoBeHb TOCTOBEPHOCTH JOKA3aTEILCTB — 5)
KommenTapuu: V oemeti ¢ BA umeromcsa anomanuu pe@paxyuu 60 6cex CIVUAAX, V

bonvuuncmea paznuynsle 8uobl acmuemamusma. Kax useecmno, y oemeii ¢ BA u enayxomoti,
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nO Mepe pacmsadiceHus 2nasda, opmupyemcsa MUonuyeckas pe@paxyus, y mpemu — MUonus
gvicokou cmenenu. Ilpu Oanvhetiuem npocpeccupo8aHuU 21AYKOMbl U 3HAYUMENTbHOM U,
3a4acmyio, HepPaBHOMEPHOM pPACMSANCEHUU 00010UeK 2na3d, YBeIuyusaemcsi CmeneHb
acmuemMamusma, 6 3HAYUMENbHOU CMENeHU CHUNCAowe20 OCmpomy 3peHus U makx
00CMamoyHO HU3KYI0 y MaKux oemell.

CoomeemcmeenHo, ucciedosanue KIUHU4eCKol pe@pakyuu y oOemell ¢ 21AYKOMOU UIU
no0o3peHueM Ha 2mo 3abolieeanue npeciedyem 06e yeau: OUACHOCMUKU 2HAYKOMHO20
npoyecca u OYeHKU MeMnos8 €20 NPocpeccuposanusi — ¢ 0OHOU CMOPOHbL U CB0EBPEMEHHOLL
ONnmMu4ecKoll Koppekyuu amemponuy — ¢ Opy20l.

B nacmosawee épems 3maioHHbIM Memooom pedpakmomempuu y 0emeti paHHe20 603pacma
npoooadcaem ocmasamvcs CKUackonus. Bumecme ¢ mem, ee ycnewno Oonoansiom u
npubopHvle Memoobl, 6 MOM HUCLEe OCYWEeCmeasiemble ¢ HOMOWbIO NOPMAMUGHBIX
peppaxmomempos. Heocnopumvimu npeumyujecmeamu NOCIeOHUX CAYHCAM B03MOHCHOCHIDb
npo6edeHUss UCCLe008aHUs. 6 NI00bIX YCIO8UAX, 8 MOM UUCle 6 HApKo3e, d MaKice

BO3MOIHCHOCNb NMOYHO20 onpedeﬂeuuﬂ Mepu()uaHa acmuemamusmda.

Pexomenayercsi nepuMeTpusi Mpu HAMYUK Yy JeTeil ¢ BA rmaykoMbl WM Mojo3peHuu Ha
Hee IS OLEHKH CTETeHH HApPYIIEHWS CBETOUYBCTBUTEIBHOCTU 3pUTEIBHON cuctemsl [40,

45, 46].

YpoBeHb yOeAuTEJILHOCTH pekoMeHaannii B (ypoBeHb TOCTOBEPHOCTH JOKA3aTEIBCTB — )
KommenTapum: ucciedosanue nepughepuueckoeo 3penus 4pe3suluaiiHo  8AXNCHO O
OUACHOCTUKU U OYEHKU CMaouu U OUHAMUKY MeYeHUs 2IayKOMHOo20 npoyecca. bezycnoero,
nepumempusi OCyuecmeuma iutlb 0emsim Cmapuie2o 803pacma, ¢ OOCMAmMoYHbIM YPOGHEM
uHmenIeKmyanibHo2o pazeumus. Ilpu smom 3sHavenue umeem uccie0osanue nojs 3penus KaxK
C NOMOWBIO OBUNCYWUXCS (KUHEMUYeCKAsl nepumempust), max U HenoOBUINCHLIX CMUMYILO8
(cmamuueckas nepumempusi).

Kunemuueckas nepumempus umeem 3nauerue 8 OUACHOCMUKe CMAOUU 2LAYKOMbL (0OHAKO,
MONILKO NpU NEPEUUHOl 2NIAYKOME 63DOCIbIX, MAK KAK 8 COBPEMEHHbIX KIACCUDUKAYUSIX
BDOIHCOEHHOU 21AYKOMbI KOIUYEeCMBEeHHble nepumMempuieckKue Kpumepuu omcymcmeyom) u
oyenKe OUHAMUKU 2IAYKOMHO20 npoyecca (y 63pocavix u Oemeti). Oyenke noonexdcum
Hanuque HapyueHusi C6emoyy8CmeumenrbHOCmu nepughepudecKux epanuy noJjis 3peHus, 30Hbl

EbepyMa, cpanuybl Cienoco niamua.
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Memoo kunemuueckou nepumempuu yice 00Ka3ai c60i0 3PGeKkmueHoCms 8 MOHUMOPUH2E
O0IbHBIX ¢ pazsumoll u Odaneko3aweouleli cmaouamMu 21ayKomel. Bmecme ¢ mem, 6 yensx
PaHHe20  BblAGNeHUs  2NAYKOMbL  PACCMAMPUBAEMbLL  Memo0 YCcmynaem CmMamuyecKoll
nepumempuu.

Memoo konuuecmeeHHOU cmamuieckou nepumMempuu 3aKioyaemcs 6 onpeoeieHul
CBEMOBOU  4YBCMBUMENTbHOCMU 8 PA3IUYHLIX  YUACMKAX NOAsL 3PeHUs ¢ NOMOWbIO
HEeNnooBUICHLIX 00bekmos nepemennol spkocmu. CoeépemenHbvle KOMNbIOMEPUIUPOBAHHBIE
npubopwvr (Humphrey, Octopus u Opyeue) obecneuusarom 6vlNOJHEHUE UCCIe008AHUS 6
HOYABMOMAMUYECKOM pedcume (KOMNbIOMEPHAs UIU CMamudeckds aemomMamuyeckas
nepumempusi (CAII).

Memoo nozeonsem oOHapyscumov 0axce MUHUMAIbHbIE OedheKmbl KAK YeHMPAIbHO20, MAK U
nepughepuyeckoeo nosis 3peHust, Ymo no360Jisien Gulasisanb 3a00/1e6ane HaA PAHHUX CIAOUSIX
U CyuecmeeHHo nosviuiaem 3@ pekmuenocms MOHUMOPUH2A 2IAYKOMbL Y Oemell CPeoHe2o U
HOOPOCMKO0B020 803PACMA.

Ilosmopnvie uccnedosanus yerecoooOpasHo nposooums 2 pasa 6 200, a Npu 6nepevle
8bISIBIIEHHOU  2NlayKoMe (Ui noobope mepanuu uiu HOCLe XUPYpPeUwecko2o JiedeHus)
PpeKoMeHOyemcs nposedeHUe UCCIe008aHUll 8 medeHle nepavlx 08yX jlem HabMo0eHUll yepes

2-3 mecaya.

Pexomenayercsi OMOMHUKPOCKOIHS TJla3a BCEM MalMeHTaM ¢ BA /i OIEHKH COCTOSHUS

CTPYKTYp NepeaHero orpeska riasa [33, 40, 42, 47, 48].

YpoBeHnsb yoeauTebHOCTH pekoMeHaannii B (ypoBeHb 10CTOBEpHOCTH JOKA3aTENbCTB — 5)
KommenTapuu:

Pozcosuya

Juaenocmupyrom paznuunou cmenenu ewvipaxcennocmu AK. AK npedcmasnsem coboti
NOMYMHEHUe pocosuybl 6 6ude nepughepuiecko20 NAHHYCA HA PAHHUX CMAOUSX
namolo2u4ecko20 npoyecca, Had NO3HUX CMAOUAX - 3aX8amvleaem UYEHMPAlbHble 30Hbl
poeosuysl. [IpeumywecmeeHno nopaj;caromcs NnOGEPXHOCMHblE CloU, Odlee cmpaoaem
cmpoma, umo eusem Ha yeeauyeHue moayunsl po2oeuyvl. llepevie npossnenus
aeacKkyusApHel, Oalee  NPOUCXOOUmM  8pacmauue  cocyoo8 8 30He  NOMYMHEHUs.
Heosacxynapusayus pocosuyvl Hauunaroemcss Ha 6 u 12 uacax uacoeozo mepuouauma u

npoepeccupyem oaee no 8cell OKPYHCHOCMU.
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Cywecmeyem neckonvko knaccuguxayuii AK, oona uz komopwix pazpabomana weeockumu

yuenvimu 6 2010 200y [30], opyeas Lopez-Garcia 6 2006 (Tabauya 2) [3].

Tabauya 2. Knaccudukanus KepaTonaTiy, CBA3aHHOM ¢ BposKaeHHOM anupuauneii (mo Eden) [30]

CTa)IPIﬂ Poropuinnie IMPOABJICHUSA

0

Mpo3payvHasi pOrOBHIIA

nepudeprudyeckoe MOMYTHEHUE POTOBUIIBI C BPaCTAHUEM COCYIOB He Oojee yeM

I

Ha 1-1,5 Mm

nepudepuyeckas HEOBACKYJIIpU3aIMs 10 BCEH OKPYKHOCTH, HE HapyIlIaroas
11

LIEHTPaJIbHOE 3pEHUE

BOBJICUEHUE IIEHTPAIIbHON YaCTH POTOBHUIIBI, OCMOTp IJIa3HOIO J{HA 3aTPY/IHEH,
I

cyOsnuTenuaibHbIi Gudpo3, CTpOMaIbHBIN X€i3, IEHTPAIBHBIA POCT COCYI0B
v MYTHas1, HENPO3padyHas pOroBULA

KOHEYHas CTaausl, UPPETryJIIpHas CTPYKTypa POrOBULIbI, HE OIIPEIENAETCA HU
\%

OJHH N3 €€ CJI0CB

HHuacnocmuxa nposenenuit AK 0ondicHa ocyuecmenamscs ¢ camozo paHHe20 03pacma, m.x.
HeCMOMPs. HA OMCYMCMEUe KIUHUYECKOU CUMNMOMAMUKU, HAYATbHble NPUSHAKU nomepu
NPO3PAYHOCIU PO2OBUYBL MO2YN HAOIIOOAMBCS YHCE C POHCOEHUS, NPEeOONpedeisis 8blCOKUL
puck npoepeccuposanus AK 6 danvretiuem.

B 6onvwuncmese ciyuaes npocpeccuposanue HIICK npu AK nposensemcs paspyuieHuem
AUMOANbHO20 bapvepa, pacnpocmpaneHuem KOHbIOHKMUBAIbHO20 INUMENUs 8 YeHMPATbHbLe
PAlioOHbl  po2osuUYbl, NOsAGIEHUEM OOKANIOBUOHBIX U BOCHATUMENbHBLIX KIEemOK Ha ee
nogepxHocmu, oezpaayuett uiu noJHvIm omcymcemeuem naaucad @oema [15, 27, 41, 49].
Ilpu pazsumuu 21aykomvl KIUHUYECKAs KAPMUHA NOPANCEHUsT PO208UYbL MOdicem Oblmb
unou. Ilpu nauanvHol cmaouu Npu MUHUMATLHOM DACMANCEHUU PO208UYbl HAONI00Aemcs
Jeckuil ee omek 6 @uoe onanecyeHyuu. llpumeuamenvHo, umo ow J1e2Ko Modcem Oblmb
KYIUPOBAH — UHCMULIAYUAMU 8  KOHBIOHKMUBAILHYIO — NOJOCMb  2UNEPOCMONAPHbIX
acuoxocmeii: p-p eniokoswvt 40%, p-p nampus xaopuoa 10%, enuyepuma u opyaue, umo
noseosisem e2o ouggepenyuposams ¢ usuonoUYecKol onanecyenyuell po2oguybsl, 4acmo
Hab00aemoll y Ho8OPOI*COeHHbIX. B nocieonem cnyuae onanecyenyus ne ucuezaem.

Ilpu Oanvuetiuiem npozpeccuposanuu 21ayKoMbl YEeIudUu8aemcs Ouamemp po2osuybl, 4mo
8bi3bl6ACM 00pA306aHUe HA FIHOOMENUU U OecyeMemosoli MeMOpane paspuleos U mpeujur 6
gude eOUHUYHBIX, a 3amem U MHONCECIEEHHbIX NOJIOCUAMbIX NOMYMHeHUll. 3a cuem

HapyweHusi 0apvbepHoll (QYHKYuu 6 CMpoMy pOo208uYbl NPOHUKAEm GHYMPULIA3HAs
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acuoxocms (BIJK), napywaromca memabonudeckue npoyeccvl, Ymo 6bul3vleaem Omex, d
3amem u nomymueHue poz2osuysl. Taxsce npoucxooum yeenuuenue (pacmsdicenue) aumoa,
NPeuUMyuecCmeeHHo 8epxHe2o, a 8 OdlbHeliuem, npu oaiekozauieouwell cmaouu — 60 6cex
omoenax (00 5—6 mm).

Ilpu pazeumuu enaykomwvl y oemei ¢ umerowjumucs npusnaxamu AK noovem BIJ] moocem
8bI3b16aMb  YXYOUleHUe COCMOAHUA PO20GUYbL: NPUCOCOUHEHUe SAGNeHULl OomeKa UlU
NOBblULeHUEe UHMEHCUBHOCTNU NOMYMHEHUS.

Ilepeounsia kamepa

B nopme 6 obnacmu 3pauka enyouna nepeoweii kamepvl cocmasisiem 2,75-3,5 mm. Ilpu
HAMUYUY YACMUYHOU AHUPUOUU BU3YAIU3AYUS 2TYOUHbL nepeoHell Kamepbl He clodcHa. [lpu
OMCYymcemeuu padydHcKu OPUESHMUPOM CIYHCUM NepedHsis nosepxHocms xpycmanuka. 4acmo
U3-3a AHOMATUU PA3BUMUSL NEPEOHSISL Kamepa MOodcem Oblmb Melbye CPeoHell.

Ilpu nomymuenuu xpycmanuxa u uiu e20 HAOYXaHUU NepeoHss Kamepa Modcem Oblmb
menvue. Ilpu pazeumuu enaykomvl y Oemell ¢ HAYANLHOU cmalduel nepeouss Kamepa
HOPMANILHOU 2TYOUHbL UTU CclecKa 2iydxce, wem 6 Hopme. 1o mepe pacmsdiceHusi 2na3H020
A0710Ka y maxkux oemell nepeousis Kamepa npooodicaem Yeayousimocs U Modicem 00Cmueamsy
5—6 mm. Heobxooumo makoice nposooums CpasHUmMenbHylo OYeHK)y 21yOunbl Kamepvl HA
oboux enazax. Acummempus 3mo20 NOKA3amMess AGNAEMCA BANCHHIM OUACHOCMUYECKUM
NPUSHAKOM PACCMAMPUBAEMO20 3A00NE6AHUSL.

Paoyoicka

Ilpu BA mooicem 6vimb noiHas anupuous (Xoms 20HUOCKONUYECKU 6ce20d ONpeoensiomcs
pyoumenmapHuvie 00pa308anusi padyHCHOU MKAHU) UTU YACMUYHAS AHUPUOUSL C COXPAHEHUEM
PA3IUUH020 00beMa 2UNONAACIUYHOU PAOYICKU.

Xpycmanuk

Hapsaoy c npospaunocmvio, pasmepamu u ¢hopmoii ommeyaiom CKONJIeHus nuemeHma,
gaxodones, cyomokcayuro U uHylo ouciokayuio xpycmanuka. Haubonee uacmo
e6cmpeyaemcsi nepeousisi U 3a0HsAs NOJAPHblE 8PONCOEHHblE KAMAapakmvl 0e3 NpPU3HaKos
npoepeccuposanusi. B 3aeucumocmu om CcOCMOSHUSL YUHHOBBIX CBSA30K Modcem Oblmb
OUASHOCIUPOBAH NOOBBIBUX XPYCMANUKA, Uauje XapaKkmepHa e20 SKMONUsS 8 BEpPXHION

NnoJlI06UH) .
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Pexomenayercsi koH(pokanbHas MUKpockonus BceM mnarnueHtam ¢ BA u AK wiu BA u
nojgo3peHneM Ha AK s u3yueHHs KIETOYHOM MOpGhosoru (MPHMKU3HEHHOW) TIIa3HON

noBepxHoctu [34,37].

YpoBeHb yoeauTeIbHOCTH pekoMeHaanuii B (ypoBeHb TOCTOBEPHOCTH JTIOKA3aTEIIbCTB — 4)

Pexomenayercss TOHHOCKOIIMYECKOE MCCIIEN0BAHUE BCEM NaliMeHTaM ¢ BA nipu coxpaneHuun
IIPO3PAYHOCTH POTOBUILBI IS HCCICNOBAHMS CTEICHU TUIIOIJIA3UM PaLy’KKH, OLIEHKH
cocrosinusi YIIK, BBIpa)K€HHOCTH IWCTEHE3a CTPYKTYP JAPEHAXHON 30HBI JUIsi BBIPAOOTKH

NaTOreHeTUYECKU OPUEHTHUPOBAHHOW TaKTUKHU JeueHus [42, 48, 50].

YpoBeHb yoeauTebHOCTH pekoMeHaanuii B (ypoBeHb TOCTOBEPHOCTH JTI0KA3aTEIIbCTB — 4)
KommenTapum: sensiemcs memooom, NO3GONAIOWUM GUIVATUSUPOBAML DYOUMEHMAPHYIO
MKAHb —~ PAOYHCKU ~ NPU  HEBOZMONCHOCMU  ee  ODHAPYHCeHUs Nnpu  CMAamoapmuou
OUOMUKpOCKONUU.

Tonuockonuueckas Kapmuua OeMOHCMPUPYEm HAIUYUe BbICOKO20 NPUKPENnjeHus Kyabmu
paoysicku, omcymcmesue ougghepeHyuposanHou mpabeKyIapHOU 30Hbl, HATUYUe Pa3iuyHO20
pasmepa nepemvluex, CcOKpaujeHue Komopwvix npusooum K 3axkpeimuto VIIK. Hanuuue
BbIPAICEHHOU CMeneHu 2oHuoouceeneza y oemeil ¢ BA mooicem Ovimv npeduxmopom
Passumus 21ayKomMamo3Ho20 npoyecca 8 OdibHetueM.

C nosignenuem wupoKonoIvHoU yugpposol neouampuieckol pemuHaibHoU Kamepbl Cmajio
B03MONCHBIM NposedeHue ucciedosanus cmpykmyp VIIK y oemeii 6e3 naprosa. /lanmuwiii
Memoo no3eousiem OOKYMEHMUPOS8Amsb pe3yibmamvl UCCIe008aAHUL 8 YUPPOBOM 6ude U
npPoOBOOUMb  CPABHUMENIbHBII  AHANU3  UBMEeHeHUll 6 OuHamuke. Hpudokopueanvhas
20HUOSPAhUs, C NOMOWDBIO PEMUHATLHOU Kamepyl, ABIAeMCs O00bEeKMUBHLIM MEmo0OM

PpaHHeti duacHocmuku namoaozudeckux npoyeccos 6 VIIK enasza.

Pexomenayercss ToHoMeTpusi BceM mamueHtam ¢ BA nmna uccnenoBanust ypoHst BI'Jl u
TUIPOIMHAMUKY TJ1a3a, YYUTHIBAsl BICOKUI PUCK Pa3BUTHS TJIAYKOMBI y JA€TEH ¢ aHUpHUANUEH
[40, 42, 51, 52].

YpoBens yoeauTeabHOCTH pekoMeHaAanunii B (ypoBeHb 10CTOBEpHOCTH JOKA3aTENbCTB— 4)
KommenTapuu: o2 konmpons Bl J] pekomenoosano ucnonvzoeams monomemp Maknakosa
(cmanoapm monomempuu 6 P®@), annnanayuounwviti mornomemp I onvomana (cmanoapm

MoOHOMempUYU 8 Mupe) Ul pasiuyHvle Mmunvl 6ECKOHMAKMHBIX MOHOMEmMpPO8. Y00OHbIM 04

Ooemeil npedcmaeﬂﬂemc;z asmomamudecKkue nopmamueHble MmMOHOMeEMpPbl C KOHIMAKMHOU

19



(puxouemuot) Memooukou uzmeperus, noszgoaawue usmepsmo BIJ[ 6e3 mecmmoi
amecmesuu, 8 MOM ucie y oemel paHHe20 803pacmad.

Ilpu ananuze OaumHbIX MOHOMempuu yuumwvlearom abconromusie yugpvl yposus BIJ]
CYMOUHbIE KONeOAHUS U PA3HUYY 0mantbMomonyca mexcoy enazamu. Cymounvie Koiebanus
yposus BIJl, a makoice e2o acummempus mexcoy NAPHLIMU 21A3aMU Y 300POGLIX UY, KAK
npasuio, Haxo00simcs 6 npeoenax 2—3 Mm pm. Cm. U Tub 8 peOKUx caydasx oocmuzarom 4—6
MM pm. cm.

B ces3u ¢ mem, umo Ha OYeHKY OAHHBIX MOHOMEMPULU 8 3HAUUMENLHOU CHENeHU OKA3bleaem
BIUAHUE MONWUHA U OUAMEMD PO2OSUYbI, Npemepnesaroujue CyujecmeenHvle U3MeHeHUs )
oemell Ha (oHe pa3sUmMusL 2ayKOMbl, YeaecooOpa3Ho YUUmuleams u Smu napamempul.
HUccnedosanue  monwuHbl  po2osuybl  NO360J5€m  NPABUILHO — UHMEPNPEemuposanms
pe3yrbmamsl mOHOMempuu 2nasd. JanHvle moHOMempuu 8 21a3ax ¢ po2osuyel, umerowel
moawuny 6 yeumpe 6onee 580 MrM, HyHcOaOmcsa 6 KOPpeKyuu 6 CMOPOHY NOHUNCEHUs

(peanvroe BI /] nusice nonyuennvix 0aHmbix).

Pexomenayercst ynpTpa3BykoBasi Onomerpusi (A-CKaHHUPOBAHHUE WM 3XO0MOMETpPHsI) BCeM
nersaM ¢ BA i onpenenenus pa3MepoB INIa3HOTO s10J10Ka, TITyOuHBI IepeAHel KaMepsbl, 4To
MIO3BOJIIET IIPU HAJIMYMHU IVIAYKOMBI BBIIBUTH TEHACHIIMIO K TPOrPECCUPOBAHUIO II1ayKOMBI U

OIICHUTH CTaauI0 Tpouecca [42,53].

YpoBens yoeauTeabHOCTH pekoMeHAanuid B (ypoBeHb 10CTOBEpHOCTH JOKA3aTENbCTB— 4)

Pexomenayercs ynbTpa3BykoBoe B-ckanupoBaHue BceM mnanueHTam ¢ BA mid oneHkH
COCTOSTHUSI BHYTPEHHHUX CTPYKTyp TJa3a (00070YeK, CTEKJIOBHIHOTO Tela, XpyCTalhka U

JPYTUX), YTO 0COOEHHO aKTyalbHO NMPH HEMPO3PaYHbIX MPEJOMIISIOIUX cpenax [42, 53].

YpoBeHb yoequTeJbHOCTH pekoMeHaauuii B (ypoBeHb JOCTOBEPHOCTH J10Ka3aTENbCTB— 4)

Pexomenayercssi MeTOOUKa YIBTPAa3BYKOBOW KOMIBIOTEPHONH OMOMHUKPOCKOIIMU BCEM
nanueHTam ¢ BA npu HeoOXOAMMOCTH MOJYYUTh YETKOE U300paKEHUE CTPYKTYP IEepPeIHEro
oTpe3Ka ria3a (0COOEHHO BaXXKHBIM 3TO MPEACTABISICTCS MPHU MOMYTHEHUH POTOBUIIBI), IS
OIICHKM XapaKTepa TUIoIuia3uu paxykku, cTpykryp YIIK, apenakHoit 30HBI U TpaOeKybl B
4acTHOCTH. [Ipu 5TOM BO3MOKHO U3MEPHUTH TOJIIMHY POTOBULBI (MM), pPaayXku (MM),
ryOuHy mnepenHel kamepsl (MM), BEJIMYMHY HPHIOKOpPHEATBHOro yria (Tpaix.) W Ipyrue

napametpsl [40, 42].

YpoBeHnsb yoeauTebHOCTH pekoMeHAanuii B (ypoBeHb 10CTOBEpHOCTH JJOKa3aTEIbCTB— 4)
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Kommenrapum: npu BA axycmuueckasa kapmuna nepeone2o ceameHma — 2na3d
xapakmepuszyemcs, Kak Npasuno, HAamuuuem pyOUMEeHmMAapHou paodydicku no  6celi
OKDYHCHOCIMU UTU OMOETbHLIMU YUACMKAMU C PA3IUYHOU CMENEeHbl0 BbIPANCEHHOCMU ee
eunonnazuu. Ilamonocuueckue u3MeHeHUs MOXNCHO OOHAPYJ*CUMb U 8 OMHOULeHUU
CMPYKMYPbl, PA3MEPO8 U HNONONCEHUS YUTUAPHO20 Meld, e20 OMPOCMKO8 U Opyeux
cmpykmyp 2nasnozo sbnoxa. Ilpuuem ocobennocmu >mux U3MEHeHUll npu HAIUYUU
2NIaYKOMbl 8 ONpeoesleHHOl Mepe HNO360JAI0M  8blpabomams ONMUMALLHYIO  MAKMUKY
Xupypeuueckoz2o JaedeHus makux O0NbHbIX, O0COOEHHO NpU HAPYUIeHUU Npo3PAYHOCHU
onmuueckux cped enasa. Ilpu noanou anupuouu cmamoapmuas OUOMUKPOCKONUS pPeOKO
NO360JI5lem 8bIAGUMb UMEIOWUECs PYOUMEHMApPHble OCMAMKU PAOYICHOU MKAHU (KyTbmu

PaoyI’CKU).

| CKOMCH/IYETCH O(l)TaJ'IBMOCKOHI/IH BCEM IAUCHTaAM MIJId OLCHKH COCTOSAHUSA CTPYKTYP

3a/IHero oTpeska rnasa [40, 42, 51, 54, 55].

YpoBeHb yoequTeJbHOCTH pekoMeHaauuii B (ypoBeHb JOCTOBEPHOCTH J10KA3aTENbCTB— 4)
KommenTapumn: Onmumanvuviv memooom @viasieHus usmenenuti cmpykmypol J3H u
cemyamku A61emcs 0manbMocKkonus (0opamuas opmanbMocKonus Ha wjeieoll iamne ¢
aunzamu 60, 78 umu 90 onmp, npamas ogmanvmockonus Ha wjenesol jidamne uepes
yeHmpanoHyto yacms nuH3bl I onbomana unu Ban Boiinunzena).

Oonotl u3 npuyun cHudiceHus spenus y oemeti ¢ BA sensemcs eunonnazus goseanvhol
oonacmu u J[3H. ILlgem J[3H mooxcem eapvuposamv om 01e0HO-p0306020 ysema 00
O1e0H020, pasmep — Om HOPMAIbHO20 00 YMEHbULEHHO20 (cunoniacmuunozo), J3H moocem
umMemv 08aNbHYIO U bIMAHYMYI0 opmy. Makynapuas 30na u gosea mocym umems pasHyro
cmeneHb AHOMANUll C8EeMOBbIX pepreKco8 YKA3bIGAIOWUX HA UX 2UNONIAACTIUYHOCID!
CMYUle8aHHOCMb, He HNPAGUIbHYIO (dopmy, omcymcmeue ceemoso2o pedaexca. Ha
nepugepuyeckol yacmu cem4amky 4acmo 8Cmpeyamcs AHOMAIUU NUSMeHMayuy no muny
UNnonueMeHmayuu.

Ilpu manugecmayuu 2naykomvl paszsueaemcs 6IUANOWASL HA OdlbHeuulee CHUNCEHUL
3pUMenbHbIX QYHKYUL NAYKOMHAS ONMUYECKas Hetuponamus, Ymo 3aKOHOMepHO mpebyem
demanvrou  xapakmepucmuxku  uzmenenuu J[3H.  Cnoocrocmov  3axmouaemcs 6
HEeBO3MONCHOCMU  BU3VAIUZAYUY CMPYKMYP 21A3HO20 OHA ) Oemell U3-3a NOMYMHEHUl

pocosuybl.
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Hna  enaykomul  xapaxmepHvl ampoguueckue uzmenenus 6 J[3H, nposasnarowuecs
oexonopayuell (nobieoHenuem) yuacmkos OUCKd, pacuupeHuem u oegopmayuei e2o
IKCKABAYUU, YMEHbUIEHUe NIOWAOU U UCTOHYeHUe HellpopemuHanbho2o nosicka (HPII).

Ilpu ocmompe /[3H npu nooospenuu Ha 2naykomy u npu 21ayKome Heodxooumo nposooums
konuyecmeenuyto (pasmep /[3H, coomnowenue sxckasayuu xk oucky (3/4), coomunowenue
HPII k [I3H) u xauecmgeHHy0 OYeHKy Credyiouux napamempos (ghopma, évicoma u ygem
HPII, eco omcymcmeue (kpaegas sKcKasayus) uiu meHOeHyus K UCMOHYEHUIO, 0eKOJI0PAYUs]
yuacmkog [[3H, cosue cocyoucmozo nyuxa).

Coomnowenue 3I//].  @uzuonocuueckas osxkckagayus J[3H, «xax npaeuno, umeem
20PU3OHMANLHO-08ANbHYIO (DOPMY. 20PU3OHMANbHBII Ouamemp ONUHHee BEPMUKAIbHO2O
npumepro na 8%. Yeenuuennas ¢usuonocuveckasn sKcKkasayus npu 6016UOM pazmepe OuUcKa
yawe umeem oxkpyenyio gopmy. B nopme sxcrkasayus na oboux enaszax cummempuynas. llpu
amom 6 96% cnyuaes coomuowenue I//] nHaxooumcs 6 npedenax 0,2 J[/[. B nauanvhou
CMAouU 21ayKOMbl YemKUX PA3iuyutl Mexicoy Gu3U0I0UecKoll U 21ayKOMHOU dKcKasayuell
He cywecmeyem. MoodcHo suzyanuzupogams cogue u nepecud cocyoucmoeo nyuka. Ilpu
npocpeccuposarull POAHCOCHHOU 2aAyKOMbL ¢ 8blcokumu yugpamu Bl ], yoice npu pazeumot
cmaouu ghopmupyemcsi 00801bHO 00bEeMHASL IKCKABAYUSL.

Pacwupenue skckasayuu npu enaykome O0ObIUHO NPOUCXOOUM 60 BCeX HANPABIEHUsX,
00HAKO Yauje 8ce20 6 GePMUKAIbHOM HanpasieHuu 3a cyem ucmonuenus HPII ¢ eepxuem u
HudcHem cexkmopax [[3H, umo cea3aHo0 ¢ 0COOEHHOCMAMU CMPOEHUs peulemyamou
HIACTMUHKU.

Heitipopemunanvnoiii nosicox. Ilpu pazeumuu enayKomamosHoz2o npoyecca NoCmeneHHo
npoucxooum ymeHvutenue wupunvl HPII, komopoe modcem Ovimv pagHoMepHbiM NO Bcell
OKDYHCHOCMU, JIOKATIbHbIM KPAEeGblM UM COYeMAHHbIM. [l 21ayKombl XapakmepHbl
ampoghuueckue usmenenus 6 J[3H. Knunuuecku onu npossnaiomcs 8 O0eKoniopayuu
(nobneonenuu) yyacmxos HPII, uawe 6 memnopanvhoi 30He  (HEOOX0OUMO
ougpepernyuposamsv ¢ ampoghueli 3pumenbHO20 HepP8a He2lAYKOMHO20 2eHe3d).
Iepunanunnsapuas ampogus — ucmoHuenue/paspyuieHue XopuopemuHaibHoOU MKAHU 80KPY2
J3H. Ilpu enaykome pacnpocmpaneHHoCmb NepUnanuiisipHol ampoguu eviuie, 0COOEHHO ¢
HOCOBOU CIOPOHbL NEPUNANUTTAPHO20 NPOCMPAHCIMEA.

Cnedyem nomHumo, ymo omoenbHoO Kax#co0020 U3 NPUBEOEHHbIX CUMNIMOMO8 Hed0CMamoyHo

01 NOCMAHOBKU npasujlbHoco ouaznosa. HpaeuﬂbHoe peweHue moorcem oams MoAbKO
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KOMNJEKCHAA OYEHKA COCMOARUA ﬂ3H u nepunanuﬂﬂﬂpﬂod cemuamku. ﬂ]l}l

0oKymenmuposanus cocmosuus J{3H yoobno ucnonvzosams ysemmuyto ghomopecucmpayuuio.

Pexomennyercss OKT mepennero otpeska rnaza getsm ¢ BA u AK mnsa oObekTHUBHOM
OLICHKH COCTOSIHUSI POTOBUIIBI U B KayeCTBE JOMOJIHHUTEIHLHOTO METOJa JUArHOCTUKU

TUMOATBHBIX POTEHUTOPHBIX CTPYKTYP [56,57].

YpoBeHb yOoequTeJbHOCTH pekoMeHaauuii B (ypoBeHb JOCTOBEPHOCTH J10KA3aTENbCTB— 4)
Kommenrapum: OKT nepeonezo ompeska modcem Oblmb noiesna 8 onpeoeneHuu 2nyouHbl
CMPOMANILHBIX NOMYMHEHUU, ONpeoeNeHUs MOTUUHbL PO208UYbLL, BU3YATUSAYUU CIMPYKIYD

nepeoHetl Kamepwvl 21a3a Npu Henpo3PaAyHOCMU ONMUYECKUX CPeO

Pexomenayercs MopdomeTpuueckue METOJIBI JMArHOCTHKH, BKJTFOYAIOIIUE
Iefinens6eprckyto peruHoromorpadguio u OKT, ans oOBEKTHBHOM OIEHKH BHYTPEHHHX
CTPYKTYD TJIa3a — 3pUTEIBHOTO HEPBA M CETYATKH PEKOMEHIYIOTCS BCEM MalleHTam ¢ BA

1pu npo3payHocTu cpen [42, 51, 58].

YpoBeHb yoeauTeIbHOCTH pekoMeHaanuii B (ypoBeHb IOCTOBEPHOCTH JJOKA3aTEIbCTB— 4)
KommenTapuu: npubopvi  ocHaweHvl  KOMNbIOMEPHBIMU — NPOSPAMMAMY, — KOMOpble
CnOCOOCMBYIOM NONYYEHUI0 U300pAdCeHUs, d MaxdxHce QOopMUposanuio U Xpamenuio 6asvl
O0aHHbIX, 0becneyusarowell KoIuuecmeeHHulll aHauu3 U300paxtceHus.

Paccmampueaemviii memoo uccredosanus nos3gonsiem KOIUYECMEEHHO OYEHUMb COCMOSHUE
napamempos cemuamiu, 3pumenbHo20 Hepea y oemell ¢ AHUpUOUel.

Onpedenenvt ocobennocmu usmenenuss cmpykmypol [{3H npu enaykome y oOemei c
anupuouetl.

Y 6onvwuncmea oemeui ¢ BA onpedensemcs cenanceHHoCms MaKyIapHo20 KOHMYpa 3a cuem
YMeHbUeHUs. (P0BeaNbHOU denpeccuu, XapakmepHou 0/ cunoniazuu makyisl. Ommeuensl
ocobeHHOCmMU CcmMpyKmypbvl cemuamxku npu BA: y 6onvwuncmea oemeii nabaroodaemcs
YMeHbUuleHUue napamempa oouje2o MaxyusipHo2o 00vema ygeiuyeHue napamempa moauutsl
cemuamku 8 yeumpe osea (macular central minimum zone), umo noomeepxicoaem
omcymcemeue npaguibHO20 GOPMUPOBAHUS MAKYIAPHOU 00IACMU ULU ee SUNONIAZUIO.

Ilpu passumuu 21ayKoMHO20 npoyecca XapakmepHviMu O0COOEHHOCMAMU, NOJYYEHHbIMU C

nomowwvio OKT ssnsiiomes:
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NPEUMYUIeCMBEHHBIMU USMEHEHUAMU 8 MeMNOPAIbHOU 30He, Hapacmaiooujee Nno mepe
NPOCPeccupo8anus 2iayKombl,

{-UBMEHeHUEe apmepuo-6eHO3H020 UHOEKCA NPeUMyujeCmEeHHo 8 CMOPOHY €20 VeeludeHUs,
yugposoe noomeepiicoeHue HapyueHuss 2eMOOUHAMUKY COCYOUCBIX 6emEell YeHMPATbHOU
apmepuu u YeHmpaibHOU 6eHbl CeMYAMKU 8 8UOE YMEHbULEHUs UX KAIuopa,

= YMeHbUleHUe MOIUUHBL CIOSL 2AH2IUOZHBIX KIIeMOK U 2AH2TUO3HO20 KOMNIEKCA.

Memoo [eiidenvbepeckou pemunomomocpagpuu 6 0OoIbWel CcmeneHu npu 2iayKome
noseoisem oxapakmepusoéams cocmoanua /[3H. B uacmumocmu, npu npozpeccuposanuu
2NAYKOMbl OMMEUAOmMCcs 3HAYUMeNbHOe YBeludyeHUue OCHOBHbIX NaApamMempos8 IKCKABAYUU
J[3H: obwvema sxckasayuu (cup volume), maxcumanvHou enyOunsbl 3KCKasayuu (max cup
depth), a makoce niowaou skckasayuu u ymeuvutenue sHawenutl HPII: obwvema (vim
volume) u niowaou (vim area). Haubonee 3nauumvim pakmopom ampoghuu cmpykmyp npu
BDOJHCOCHHOU 21AYKOMe NOCIAVHCUTL NOKA3amelb, XaApaKmepusyiowuii cpeoHion moauuHy
cnosi Hepenvix 6onokon (mean RNLF thickness), eenuuuna komopoco npu eiaykome
BHAYUMETLHO CHUINCACTCSL.

Bmecme ¢ mem, credyem noouepkHymv, UmMO OaHHble, NOAYYEHHbIE C NOMOUBIO
PACCMOMPEHHBIX NPUOOPHBIX Memo008, He SABIANMCA “IMANOHHLIMU ™ 8 OUAcHOCMUKe
2NAYKOMHO20 npoyecca, a Juutb OONOJHAIOM pPe3yIbmamvl KOMIIEKCHO20 00C1e008aHUS
pebenka, komopbie cedyen OYeHUBamb 80 6Cell COBOKYNHOCHIU.

Oonako noomeepicoenHoe npu 2mom yxyouieHue cocmosanus [3H saensemcsa 6axcHvim

npocHOCMUYEeCKUM NPUSHAKOM Npocpeccupoearusl ciayKomobl.

Pexomenayiores snekrpodusnogornyeckue MeToasl ucciaenoBanus (OOU), sxirovaromue
anextpoperuHorpaduio (OPI') oburyro, puTMHUYecKyto, Ha CTPYKTYpHPOBAaHHbBIE CTHMYJIBI U
JpyTue, 3puTeNbHble BbI3BaHHbIe MoTeHuuanbl (3BI1) Ha cBeTOBbIE M CTPYKTYypHUpPOBAaHHbBIE
CTUMYJIbI BCEM IMalUCHTaM JI1 OHNPCACICHUA (1)YHKIII/IOHEUH)HOI“O cocTosTHMS TJaza. Bce

WCCJIEIOBAHMS TIPOBOISIT B COOTBETCTBUH C MEXKTyHApOIHbIMU cTaHAapTamu [SSF [59].

YpoBeHnb yoeauTebHOCTH pekoMeHaanuii B (ypoBeHb TIOCTOBEPHOCTH JJOKA3aTEIbCTB— 4)
KomMmeHTapum: siekmpopemunozpamma u ee KOMNOHEHMbl CAYHCAM 00bEeKMUBHBIM
nokazamenem QYHKYUOHAIbHO20 COCMOsIHUSL cemuamku y demeti ¢ BA u conymcmsyoweii
el namonoeuu (eanaykoma, eunonnazus [[3H maxynel u op). [JQua peeucmpayuu 3BIT

npumerAaom COBPEMEHHbLE KOMnvlomepHsvle cucmemal, noseojiaroujue 8bI0CTISIMDb

24



HOMEHYUANbl MAanol BelUYUHbl U3 WYMA, UCNONb3VIOM YCpeOHeHue U  Quibmpbl,
Hugenupyrowue paziuynvle apmeghakmol. Hccieooeanue nposoosim Kak 60 8pems
b600pcmeosanus pebenka, maxk U 6 COCMOAHUU MEOUKAMEHMO3HO020 CHA UMW HAPKO3d.
OcHosHoe sHumaHue yoensarom nokazamensm aameumuocmu. Ilpu aunanuze nonyueHHvix
OGHHBIX NPUHUMAIOM 80 GHUMAHUe, Ymo Ha Gopmuposanue nuxa Pl 3BII enasuvim obpazom
oKazvleaem 6aUsHUe COXPAHHOCMb PEMUHOKOPMUKAIbHO2O NYMU, 3PeloCmb (o8eanbHOll
obracmu cemuamku U COXpaHHOCMb cmpuapHotl kopel. Kpome moeo, cnedyem yuumovieamo,
Ymo IMom Memoo He 0dem B03MONCHOCMU OUEHUMb COXPAHHOCMb ACCOYUAMUBHBIX U
KOCHUMUBHBIX — (DYHKYULL  20I08HO20 MO032d, KOMopbvle o0becneyusaom «3pumeibHoe
PpAacnosHasauuey.

Ocobenno sadxcHvimu npeocmasnsaomcs oanuvie DU npu omcymcmeuu 603MOICHOCHU
OYEHKU OCmpOombl 3peHUsl U3-3a 803pacma pedeHKa u npu NOMYMHEHUU POo2osuybl, K020d
Helb35 BU3VAIUIUPOBAMb CIMPYKMYPbL 3A0He20 NON0CA.

Ilpu  nanuuuu eunonaazuu J3H u cmpykmyp MaxkyiapHou obaacmu U3MeHAOmCcs
noxkazamenu ODU: npu pecucmpayuu 3BIl cuusicaromes amniumyonvie noxasamenu,
yonunsiemecss  aameHmuocms;,  OPIT Oemoncmpupyem — cHudcenue — aMNAUMYOHbIX
Xapaxkmepucmux.

Ilpu pazeumuu enaykomamosno2o npoyecca pesyabmamol ODH umerom Hexomopvle
ocobenHocmu.

Ilpu enayxome cepus nociedosamenvhvix IPU 0o nopmanuzayuu Bl /] u nocne nozsonsem
OYEeHUMb COCMOsAHUe CeMmYamKu U 3PUMENbHO20 Heped, OUHAMUKY UMEHEeHUll U
CNPOCHO3UPOBAMb KOHEUHble (DYHKYUOHATbHBLE Pe3YIbMambl.

Pecucmpayusa  cynepnopmanvuou  IOPI" oOnoepemenno ¢ evicokumu yuppamu BIJ]
ceudemenbcmeyem o HenpoOOIHCUMENTbHOM nepuode 2unepmeH3uu U Oaa2onpusmuom
@yHrkyuonanvHom ucxooe. Bvicokue yugpol BI ] ¢ nuskou amniumyoou IPI" xapaxmeprol
0151 6o/1ee BbIPANCEHHBIX NAMONOSUYECKUX USMEHEeHUll 8 CmpyKmype cemyamxu u 0o.ee
msicenom GyHkyuonarbHom npoernose. Illocne nopmanuzayuu BIJ] amnaumyoa OPI 6
meuenuu 3—6 mecayes CHUNCAemcs 00 8eIUYUH COOMBEMCMBYIOWUX CMaouu 3a001e8anus u
coxpannocmu Heuposnumenusi cemuyamku. Ilpu cmotikou Hopmanuzayuu BIJ] OPI" umeem
MeHOeHYUIO K YMEPEHHOMY NOBbILUEHUIO AMNAUMYObI.

3BII npu enayxome yxce 8 HAUANLHOU cmMAouu 3a00N€8aHUL MEHAIOM C80U AMIIUMYOHO-
8peMeHHble XapAKMepUCmuKU 80 8cem OUAnasoHe NnpocmpaHCmMeeHHbIX Yacmom, KOmopble

ompaosicaront COCMOsIHUe AKCOHO8 caHSNIUO3HbLX KIenmOK cemuiamkiKu.
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3BII npu npocpeccupoganuu 0OONE3HU UMEIOM NPAMYIO  KOPPEIAYUI0  USMEHEeHUs
AMNAUMYOHO-YACTOMHBIX XAPAKMEPUCTIUK OM CMAOUU 21AYKOMbl. Jlamenmuocms no mepe
npoepeccuposanus 3a001e8anus U nepexooa 8 Oojee NO30HIN CMAaoUulo Y8eIudusaemcs, a
AMIAUMYOa CHUNcaemcs, u K abcomomuou cmaouu 2aaykomvl 3Bl e pecucmpupyromcsi.
Ilpu cmoiixoii xomnencayuu BIJ] npoucxooum cmabunuzayus, a 3amem YAaCMUYHOE

80CCMAHOBIEHUE AMNIUMYOHO-8PEMEHHbIX Xapakmepucmuk 3BI1.

3. JqueHne, BRJIKOYadA MEAUKAMECHTOZHYI0 H HEMECIMKAMEHTO3HYIO TEPAIIMH,
AUETOTEPAININIO, 066360J1HB3HI/IC, MEINIMUHCKHUE TIOKa3aHUA U MIPOTUBOIMOKA3aHUA

K IPUMEHCHHUIO METOA0B JICUCHUHA

3.1 KoncepBaTuBHOE JI€YeHHNE

3.1.1. IIpoduinakruka u jgeyenue AK

e PexoMeHayeTcsi HazHaYeHHE MEAUKAMEHTO3HON Tepamuu B BHUJE KEpaTONPOTEKTOPHBIX
IpenapaToB, Cpelud KOTOPbIX Haubosee >(PQPEKTUBHBIM CIIOCOOOM SIBISETCS Ha3HAUYEHUE
IIpEnapaToB UCKYCCTBEHHOM ciie3bl 0€3 KOHCEPBAHTOB, IPENapaToOB IMAypOHOBOM KHUCIIOTHI,
reJIeBbIX MPENnapaToB U Maszel ¢ cofiepKaHUEM JIEKCIIaHTEHOJIa Iepe]l CHOM JAeTaM ¢ BA npu
Hamuuun AK w/unu i1 npopMIaKTHKM POTOBUYHBIX OCiOxHeHui Mcronb3oBaHue

OPOTEKTOPOB POTOBHIIBI HEOOXOAMMO HAa3HAYATh C paHHEro Bo3pacta [42, 53, 56, 60].

YpoBeHnb yoenurteibHocTH pekoMenaanuii C (YpoBeHb TOCTOBEPHOCTH JI0KA3aTEIbCTB— )
KomMmenTapun:

OcHosHble nonodicenust :

— JleYeHue HaAYUHAmy ¢ PaHHe20 803paAcma;

— ecu npenapam UCKyCCMeEEeHHOU cle3bl 6e3 KOHCEeP8AHmo8 HedOCmamoino 3¢ gexmusen,
HeoOX00UMO 3aMEeHUmMb €20 HA NPenapam ¢ COOepi’CAHueM SUAIYPOHOBOU KUCIOMbL Oe3
KOHCEPBAHMO8;

MAKCUMATbHOE KOIUYECMB0 UCNONb3YeMbIX MECMHBIX NPEnapamos He OO0JNCHO NPesblulamb
mpex, 80 uzbexncanue OanbHelue20 NOBPENCOCHUs. PO20BULDL,

— NOCMOAHHO UCNONL308AMb MONLKO 2lA3Hble Npenapamuvl 6e3 KOHCEePBAHMO8;

npenapamul ¢ 0OUHAKOBLIM (DAPMAKOIOUYECKUM OelUCmBUeM He OONINHCHbL UCNONb308AMbCS 8
KOMOUHAUUU.

Toxazamenu s3¢hgpexmuenocmus:
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— omcymcmsue npoepeccupoganus AK;

— yoepawcanue BIJ] 6 npedenax onmumanbHo20 YPOGHs ¢ MUHUMATIbHOIM YUCTOM NPEnapamos
8 meueHue cymox,

— omcymcmeue YCKOAb3aHus dQhgexma 6 meyeHue OMUmenbHo20 nepuood;

—MUHUMATIbHOE CUCmMeEMHOoe 8030elicmaue;

— MUHUMYM NOOOYHBIX 3 pexmos,

— XOpOWas NepeHOCUMOCHIb.

Ilokasanuss K HA3HAYEHUNO  KEPAMONPOMEKMOPHOU  mepanuu U COBPEMEHHBIX
eunomen3uenvix npenapamos npu AK u enayxome:

— 6cemM OemsaM cO cnopaouyeckou u Hacieocmeennou ¢opmamu BA u anupuouiinoi
enaykome;

— cpazy nocne svisenenusi AK y pebenxa;

— cpasy nociue eviAeneHus nogviuenHoz2o Bl /] y pebenka;

— npumensirom 01 Koppekyuu ypoens BIJ] 6 nocieonepayuonnvlii nepuod, a makaice 0
nonvimxku Hopmanusayuu BIJ] y onepuposannvix Oemeil 6 O0MCUOAHUU NOBMOPHOO

onepamueroco emeuiamesbened.

3.1.2 'unoTeH3uBHBIE NPENAapaThl IPU HATHYUH IVIAYKOMbI

Jleuenue 6poowcoennou enaykomsl xupypeuveckoe. Bmecme ¢ mem, 8 nepuod noo20mosKu
pebenka Kk onepayuu, a maxgce, 8 psioe Clyyaes, U NOcile Hee — Npu HeOOCMAMOYHOM
2UNOMEH3UBHOM d¢hpekme emewamenscmea, 6ce dce HeoOXO0UMA MeOUKAMEHMO3HA

oquajzb/woeunomensueﬁa}z mepanus.

Pexomenayercsi Ha3HAUCHWE THIIOTCH3MBHBIX CPEJICTB NPH HAIWYHUU TIAYKOMBI Y JIETEH C
BA nnsa camwxenust BI'JL. ITpu BeiOope npenapaTta HE00X0AUMO YUUTHIBATh BO3PACT peOeHKa,
a B IpoIiecce JICYCHHUs TIIATEIbHO KOHTPOJIUPOBATH OOIIMI M JIOKAIBHBIA CTaTyC MalueHTa
JUIl WCKJIIOYEHUS BO3MOXKHBIX OCJIOKHEHHH THIOTEH3MBHOW Tepamuu. [Ipemapatsl ¢

OAMHAaKOBBIM q)apMaKOJ'IOFI/I‘-ICCKI/IM JIEICTBHEM HE JOJDKHBI MCIOJIb30BATHCS B KOM6I/IH8.I_II/II/I

[61-63].

YpoBeHb yOeTUTEJILHOCTH peKoMeHAaluii A (YpOBEHb JOCTOBEPHOCTH J0KA3aTEIbCTB— 2)

KomMmenTapum: guibop npenapamoé Ois JleueHus: MOPUYHOU 21AYKOMbl OOCMAMOYHO
CNI0JICEH, NOCKONILKY OCHOBHAA MACCA 2UNOMEH3UBHBIX CPeoCcms, pa3pabomaHHblx 6

nocneouee epems, He npoxodwzu KIUHU4YeCKue ucnvlmaHusd Ha ()em;zx, u coomeenicCnieeHHo He
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Mo2ym Obimb peKoMeHO08aHbl Ol NpUMeHeHus 6 demckou npakmuke. Tem He meHee, npu
HAIU4UU COOMEEMCMEYIOWUX NOKA3AHUL, 3AKOHOMEPHO 6CMaem GONPOC O B03MOMCHOCMU
npumerenus 3PHekmuenvlx ohmanrbMoOSUNOMEH3UBHBIX CPEOCME, UMEIOWUXC 68 apceHane
“@3pocavix” opmanvmonoeos.

Aneopumm HazHaueHus 2UNOMEH3UBHBIX NPENApPamos npu AHUPUOUTIHOU 2IAYKOMe:

— npenapamamu nepeoll TUHUU 8b1OOPA NPU BPOAHCOEHHOU 2]IAYKOME OCMAIOMCS UHSUOUMOPbL
Kapboanauopassl u [-adpenooiokamopul;

— npu evicokom BIJ] Hauunamov cpaszy ¢ KOMOUHUPOBAHHLIX Npenapamos, a npu
HedoCmamoyHotl d¢hghekmusHocmu 006asiames npenapam uz Opy2ou apmakoiocuieckou
epynnol (NpoOCmMazianout, anbha-2 adpenoCmumyismop Ui -XOIUHOMUMEMUK),;

— npumenenue 08X U Oojee SUNOMEH3UBHBIX NPENnapamos A6IsAemcs 0OHUM U3 KpUmepues
0715 cKopeliuie2o nepexo0d K Xupypeuieckomy edeHuro,

Ogmanvmonoe cmankugaemcss ¢ maKumMuy HpoOIeMamu npu KOHCEPEAMUBHOM JledeHul
AHUPUOUUHOU 2NIAYKOMbL KAK.

— msdicenvle nopaxcenus 21a3nou nogepxnocmu ecieocmaue HJICK;

— NI0XAs NEePeHOCUMOCHb MECMHOU SUNOMEH3UBHOU mepanuu (8 Cs3U ¢ 9MUM HUKULL
KOMNIAEHC K OGHHOU mepanuu y oemell U 83pOCblX);

— HeobX00UMOCMb UCNONb308AHUSL HECKOIbKUX 2UNOMEH3UBHLIX npenapamos ycyeyonsem
POo2osuUUHble NPoOIEMbL, BKIIOUASL NOSGNIEHUE MOYEUHOU Kepamonamuy u peyuousupyouux
9pO3Uil, YCUTUBAIOWUX NPOYECCHL HEOBACKYIAPUIAYUU,

— cucmemHvle nobounvie dhdexmvl MecCmHOU 2UNOMeH3USHOU mepanuu: 3ma npoodiema
Kacaemcs — NpeumMyweCmeeHHo — oemell, OHA  3HAYUMENbHO  O2paAHUYU8aem  CHeKmp
JIeKapCMBEHHbIX NPENapamos 03MONCHHIX K NPUMEHEHUIO,

— nobounvle IPpexmvl CUCMEMHOU SUNOMEH3UBHOU MEPANUU. UHO20d BDEMEHHOE
npuMeHeHue UHUOUMOPO8 KapOoanH2Uuopaszvl HeodX00UuMo 015 cHudxcenus Bl /], umo moowcem
npueecmu K USMEHEHUI0 9NeKMPOIUMHO20 COCMABA KPOBU (HUKULL YPOBEeHb Kaaus),

mowHome, pgome, CHUdCenuro guzuueckou akmusnocmuf[61, 62].

3.1.3 Heiiporpoduueckoe jgedyeHune

PexoMeHayeTcsi METMKaMEHTO3HOE HEHPOTpodHUIeCcKoe JedueHne AeTsM ¢ BA u rimaykomoit
C IEJIbI0 COXPAaHEHUS U CTHUMYJISIIIMK 3PUTENbHBIX (YHKIMA. Tepanuto cieayeT mpoBOAUTH

peryisipuo (1-2 pa3za B ron) [64].
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YpoBeHb yoeauTeIbHOCTH pekoMeHaanuii B (ypoBeHb JOCTOBEpHOCTH JOKA3aTENbCTB— 4)

KommenTapumn: 6 komniekc Hetipompoghuueckoeo JneueHusi 6KI0UAom npenapamol,

euudlowue Ha nepughepuueckoe Kpogoobpaujenue u Yiyuularouue MUKpOYUPKYJIAYUIO,

Muomponmvle CRA3MONUMUKY, HOOMPONHbIe npenapamol, Hetiponenmuobl,

AHSUONPOMEKMOPbl,  AHMUOKCUOAHMDYL,  KOPPEKMOPbl  Memadoau3ma, —NnoIUSUMAMUHBL.

Tepanuio nposodsim noo KOHMpOoJemM HeBPONnamoI02d.

3.2 Xupypruueckoe JjieueHue (ROKA3aHUA K HEOMA0HCHOMY, 8 MOM UUCIe NOBMOPHOMY
XUPYP2UHECKOMY JIe4EeHUI; MEeMOObl XUPYPZUUECKO20 J1eUeHUs)

3.2.1 Metoabl XHPYPru4ecKoro JiedieHusi riiaykombl npu BA

e PexoMeHayercsi Xupyprudeckoe JjedeHue AeTsM ¢ BA mnpu pasBUTHM TIJIayKOMBI JUIs
cHmwkenuss BI'JI. TosbKO XUPYpPrMYECKMM METOJOM BO3MOKHO YCTPAaHUTh IPEHATCTBUSA
otTtoky BI7K, co3maBaembie pa3iMyHBIMU CTPYKTYPHBIMH AHOMAJMAMHU JPEHAXHOW 30HBI.
[Tpu rmaykome 3TO CpOYHOE WM HauOoliee paHHEE XUPYPTUYECKOE JICUEHUE MPHU MEPBBIX

MpU3HaKax JeKoMIleHcaluu riaaykoma [40, 42, 65-67].

YpoBeHb yoe1uTeJIbHOCTH pekoMeHaanuii B (ypoBeHb JOCTOBEPHOCTH JTI0Ka3aTEIbCTB— 4)

KOMMeHTapI/IH: Iloxazanus k HEOMJIOHCHOM)Y XupypcudecKkomy J1e4eHUuro (6 mom vucne

NOBMOPHOMY).

— gvicokull yposenv BIJ], komopuwiii He Modcem Oblmb HOPMATUZOBAH KAKUM-TUOO OpYeUM
MEMOOOM JledeHUsl, KPOMe XUPYPeUiecKo2o,

— HEBO3MOINCHOCHb OCYWECMEACHUsSL OPY2UX MEMOO08 IeYeHUsl (8 MOM YUCLe HecOOM00eHUe
8PAUEOHBIX PEeKOMeHOAYUll, BbIpaAdCeHHble NOoOOUHble Idexkmbl) U HedOCMYNHOCb
coomeemcmayoujel MeOUKAMeHmo3Ho mepanuu,

— No6mMoOpHble onepayuu HeoOXo0UMO NpPOBOOUMb 0ddce NPU OCMAMOYHBIX 3PUMETbHBIX
@dyHKYUAX.

Xupypeuueckoe neuenue enaykomvl y Oemeti ¢ BA maxooumcsa 6 yenmpe jneyeOHbIX
MePOnPUAMULL, 0CYWeCmseasieMblx MmaKum O0abHbIM.

Cywecmeyem 08a yenesvbix HANPAGIeHUs: ONEPAMUBHBIX BMEUAMENbCME NPU 8PONCOEHHOLL

claykome.
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Ilepsoe npedycmampusaem occmanognenue (mounee, popmuposanue) ommoxa BI 7K, nubo
3a cuem YCMpaHeHUusi Npensamcmeus Ha ee eCmeCmeeHHOM nymu, Iubo nymem co30anus
H08020 Nymu Ommoxa eiazu (pucmynvl) 8 «00X00» ecmecmeeHHbIX OPEHANCHLIX NYMell.

Bmopoe nanpaeienue xupypeuueckozo neueHusi oemetl ¢ 9moi namoaocuel npedcmasieHo

emewamelbecmeamu, HanpaeleHHbIMU Ha COKpalyernue npodykuuu BI7K UUTIUAPDHbIM Mel1oM.

PexoMeHOYIOTCH CIIEAYIONINE XHPYPrHIECKHE METOIbI (POPMUPOBAHUS OTTOKA BOJSTHUCTOMN
Blaru aetsM ¢ BA u rmaykomoit [65-67]:
— oIepaly, HalpaBJICHHBIC Ha YCTPAHCHHWE OPTaHUYECKHX MPEMSTCTBHHA HA MyTH

BOJISHUCTOM Blaru K TpaOekysje (TOHHOTOMHS, B TOM YHUCIE C TOHHOIYHKTYPOU;
TpabexyoTomus ab interno);

— BMEIIATEIbCTBA (PUCTYIM3UPYIOIIETO THIIA, TIPETyCMaTPHUBAIOIINE (OPMUPOBAHHUE
HOBOTO KaHaJlla M3 TepelHedl KaMepbl Tjlaza Hapyky, B WHTpacKIepaIbHOE
IPOCTPAHCTBO (TmaTepMOroHHONYHKTYpa, MHUKPOAHATEPMOTOHUOITYHKTYpa,
Tpabekynotomust ab externo, omepanys TOHHOAMANIHN3A C TpabeKylIoToMuel ab
externo, cunyctpadexymkromus (CTI) u ee Mmoaudukaum).

YpoBeHb y0eauTeabHOCTH pekoMeHaanui B (ypoBeHb 10CTOBEpHOCTH JOKa3aTENbCTB— 4)

KomMmeHTapum: psao 3apybedicHvix KIUHUK npediazaem onepayueli nepeo2o 6vibopa
onepayuio mpabexkynomomuio ab interno u ab externo. Ho xax noxaszvieaem npaxmuxa 3mo
Xupypeuueckoe BMeuamenbcmseo Gul3bléden CIAOHCHOCMU 6 JOKAIU3AYUSL CKIePATbHO20
CUHYCA B0 BPEMSL XUPYPSUUECKO20 IeYeHUsl, d MAKICe HATUYUE 3aUACMYI0 HeO8ACKIAPUIAYUU
6 VIIK Oenaem smo 6u0 xupypeuueckozo jeyeHus mpyoHOpeaiu3yemviM U CEA3AHHbIM C
NOBbIULEHHBIM PUCKOM UHMPAONEPAYUOHHBIX 2eMOPPASULECKUX OCTONCHEHUIL.

Haubonee cmabunvnoui ecunomensusnoviil  s¢ppexm umeem onepayus CTD. Oma
MOOupuKkayus  Xupypeuueckozco emeuamensCmea npecieoyem — yeib  QopMupoanus
Qucmynvl u3 nepeoHell Kamepvl 2na3d 6 UHMPACKIEPAIbHOE NPOCMPAHCMBO (00bem
KOmMopo2o pacuiupsemcs 2iyookou ckiepakmomuetr). OcobeHnocmvio npu nposedeHuu
OAHHO20 XUPYPSUUECKO20 BMeuamenpcmed y oemell ¢ anupuouel s6isaemcs: UccedeHue
mpabexyivl 6e3 BbINOJHEeHUs NOJHOYEHHOU Oa3albHOU UPUOIKMOMUU U Dosee WUpoKoe
ucceueHue  MpabeKyIAPHOU  30Hbl,  KOMOPOe  C6A3AHHO  CO  CKIOHHOCMbIO K
nocneonepayuonHomy @Gubposy y smoi epynnel nayuenmos. Tax e pekomenoogano boiee
muamenbHoe HAKIAObIBAHUE CKIEPATbHbIX WB08 U VUUBAHUE KOHBLIOHKMUBbL Ol

UCKIIIOYEeHUA noczzeonepaquHHOﬁ 2UNOMoOHUuU.
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Pexomennyercss MonudunupoanHas CTD ¢ ammuiukanueidl MUTOCTaTHKA WM HWMIUIaHTa
(IpeHaxHbI€ YCTPOWCTBA); WU NMPUMEHEHHE UMIUIAHTOB (IPEHaXKHBIE YCTPOMCTBA) NETAM C
BA wu rnaykomoil mpu orcyTcTBUM 3((deKTa OT BBIIICNIEPEUNCICHHBIX OINepalui Uit
HOpMaIHU3aluy oTaIbMOTOHYCA UM B Ka4eCTBE OIEpalliy MepBOro BHIOOpA MPU HATUYUU
(bakTOpOB pHCKa U TpeanoiaraeMoi yOeXJIeHHOCTH B HEd(P(PEKTHBHOCTH KIACCUUYECKOMH

Metoauku CTO [65].

YpoBeHb yoenuTeIbHOCTH peKoMeHauuil B (ypoBeHb JOCTOBEPHOCTH JJOKA3aTENbCTB— 4)

KoMMeHTapumM: npumeneHue yumocmamukog ymeHvuiaem @QopMuposanue cuHexuil u
cpawenuil 8 obnacmu GopmMuposanus NOCIeONEPayUOHHOU QUILMPAYUOHHOU NOOYUWKU U
OO  CKIEPANbHbIM — JIOCKYMOM. Annauxayuro Oenarom Ha smane 00  UCCEUEHUs.
mpabexyiaApHol 30Hbl. [ONHCHO ObIMb UCKIIOUEHO NONAOAHUe YUMoCmamuka 6 nepeoHion
kamepy enasa. Heobxooumo muwamenvnoe npomvieanue OnepayuoOHHO20 NOASA NOCIe
ANNAUKAYUU  3HAYUMETbHbIM — KOIUYECTNBOM — (PUUOTOSUYECKO20 PACMEopa ¢ 3aMeHOU
uncmpymenmog. Cinedyem OCMOPONICHO UCNONBb308AMb YUMOCMAMU4ecKue npenapamol,
yuumuléas 6vbiCOKUll puck npozpeccuposanus AK nocire ux npumenenus Ha @oHe
cywecmayroweti H/ICK.

B nocneonue 20061 npu nosigneHUuU COBPEMEHHbIX XOPOULO NEPEHOCUMBIX OeMCKUM 2AA30M
KOHCMPYKYULL OpPEeHasicetl NPUOPUmMemHbiM HANpasieHuemM 6 Xupypeuu eiaykomvl npu BA
CMano npumeHeHue OPEHAdCHbIX YCMPOUCME 6 Kayecmee Onepayuu nepeoeo 6vlbopa.
Ilpumenenue  umnianmamos  (OpeHAdCHble  YCMPOUCMEd,  KIANAHOB8)  PA3IUYHLIX
Mooughukayuti  He npeocmasisiem  0coOOU  CIONCHOCMU U NO3680J5em  NPOOUNb
2UNOMEH3UBHBLU dhDexm onepayuu u yCmanosums KOHmpoaupyemolil ypoeerv BIJ]. Ho npu
8b100pe OAHHOU MAKMUKU JeueHus y 0emell ¢ aHupuouel Hado Y4umvleams 6blCOKUL PUCK

AKMUBHO20 PUOPO3HO20 Npoyecca 6 NOCIeONePaAYUOHHOM Nepuooe.

PexomeHayloTess XuUpypruyeckue METOJbl, HaNpaBlieHHbIE HA YMEHbBIIEHHE CEKpeluu
BOJISIHMCTOM BNaru (IMoA-1a3epHas MUKIO()OTOKOATYISIUS, TUATEPMOKOATYIALNA) AETIM C
BA wu rnaykomoil mpu Hed(h(HEKTHBHOCTH XHPYPrHUECKOTO JICUCHHUS HAIMpPABICEHHOTO Ha

yiyudwenue ortoka BIK [42, 50].

YpoBeHb yoeauTeabHOCTH pekoMeHaanuii B (ypoBeHb JOCTOBEpHOCTH JOKA3aTENbCTB— 5)
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KomMeHTapumu: B ocHose smux xupypeuueckux eMeulamenbCme iedcum memnepamyphoe
6030elicmeue HenoCpeOCMBeHHO HA YUIUAPHble OMPOCMKY, TUO0 Ha numarowue ux 3a0Hue
ONIUHHbLE YUTUAPHBLE APMEPULL.

Juoo-nazepnyio  yuxnogomokoazynayuio uawje NposoOsim 6  HEeCKOIbKO  2MAanos.
3aodeticmayrom He borbute 2x K8AOPAHMOS 3a 0OOUH 3man. 3a0ava emeuwamenbCmea 00CMudsb
Hopmanusayuto BIJ[ 00 HOpmanbHblXx 3HaAueHue uau 00 3HAYEHUU HO360JSIOUWUX
Hopmanuzoeams Bl /] npu nomowu uHCmuiisyuu 2unomen3uhvix kaneiv. Mesxcdy smanamu
XUPYPSUHEeCK020 JleueHUue JHCeamelbHO 8blOepliCUsambs He MeHee mpex Mecsiyes Ol
cmabunuzayuu nokaszamenen BIJ] u pezopoyuu eocnanumenvHo2o npoyecca 8 30He
ONepamu8HO20 MeulamenbCmad.

Jluamepmokoazynayusi  3a0HUX  ONUHHLIX — YUWIUAPHBIX — apmepuil  npedycmampueaem
HEenoCcpeoCmeeHHoe mepmMuiecKkoe MpaHCKIepaiIbHoe 8030elUcmeaue Ha COCyOucmoe pycio,
YUMo NpuUBOOUM K 00IAYUU COCYO08, HAPYULEHUIO KPOBOCHADICEHUS U CHUNCEHUIO NPOOYKYUU
BIJK.

Ilocne evinonnenus onepayutl «Yuki00eCMpyKmueHo20» niana, pebenky Ha 2-3 OHs
HA3HAYAIOM 2PYNNbl UHSUOUMOPOS8 KapOOaH2UOpasvl 6HYMPb 6 B03PACMHOU 003UPOBKe,
KOMOUHUPYS, MAKuM 00paszom, Xupypeuweckoe U MeOUKAMEeHmMO3Hoe Nnoodasisaujee
6030elicmaue Ha YuIuapHoe mejo.

Bouweusnoocennvie xupypeuueckue emeulamenvbcmea no CHudiceHuro npooykyuu BIJK,
Caydlcam — anbmMepHamueol  MpAOUYUOHHBIM — MEMOOaM — XUPYPSUHECKO20 — IeYeHUsl Y
MHO2OKPAMHO ONEePUPOBAHHBIX Oemell U AGIAIMCA onepayusmu evlbopa y oemell ¢

2NIAYKOMOU 8 MEPMUHATLHOU CIAOUU.

3.2.2.Xupypruueckoe jeuyeHue KaTapakTbl npu BA

Pexomenayercsi mpoBeleHHE XUPYPTrUUYECKOrO BMEIIATENbCTBA — (akoacnupanu Win
acnupalMu-uppuraiuy  BpoxaeHHoM — katapaktel  (BK)  c\6e3  ummmantanuun
uHTpaokyssspHoi JuH3bl (MOJI) B 3aBUCMMOCTH OT XapakTepa IMOMYTHEHHUsSI XpyCTajuKa U
HAJIMYMS CONYTCTBYIOIIEH MATOJOTMM Iua3a y Aetei ¢ BA u katapakToil mpu BbISBICHUU
BBIDA)KCHHBIX HM3MEHEHHH XPYCTAJIMKA, BBI3BIBAIOIIMX 3HAYUTEIBHYIO 3PUTEIBHYIO
nenpuBanuio [42, 68-72].

YpoBeHb yoeauTeIbHOCTH pekoMeHaanuii B (ypoBeHb JOCTOBEpHOCTH JOKA3aTENbCTB-4)

KommenTapumu: c2raguviv  ¢akmopom npu onpeoeieHuu  CpoKo8 XUpypeuueckozo

emMewamenbcmed, Kak npu O08YCMOPOHHel, MAK U Npu OOHOCMOPOHHEU Kamapakme Ha
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AHUPOULIHBIX 271A3aX ANAEMCS GbIPANHCCHHOCHb NOMYMHEHUL XPYCMAIUKA, ONpeoesaioujasicsl
gopmotl kamapaxmsl, eiuAlowjell Ha GopmuposaHue 3pUMenbHbIX QYHKYUU pebénKa 8
CEeHCUMUBHDIL NEPUOO.
Xupypeuuecxoe newenue BK y demeti ¢ BA nokasano npu Haiuduu onmuyecku 3HAYUMbBLX
HOMYMHEHUU XPYCMANUKA, PACNOAA2AI0WUXCS 8001b 3PUMENbHOU OCU 2N1a3d U 8bl3bIBATOUUX
CHUdICeHUe  3pumenvHblx  Qyukyuu. Kax npaeuno, nenpoepeccupyrowue noasipHvle
HOMYMHEHUsI XPYCMANUKA 8 YCIOBUAX OMCYMCMBUSL PAOYHCHOU 000IOUKU He OKA3bl8Alom
denpusupyrouie2o 0elicmsus U He HyHcOaromcs 8 paHHeM XUpypeUuuecKkom emeulamebcmae.
OnepamusHoe émewiamenbCmeo Modxcem Ovims Omcpoueno 0o boaee cmapuie2o 803pacma 6
3aeucumocmy  Oom OUHAMUKU NPOSPEeCcCUPOBAHUS  KAMAPAKMANbHLIX NOMYMHEHUl U
CHUICEHUs. OCMPOMbl 3PEHUS.
Xupypeus kamapakmel y nayueHmos C aHUpuoueu CeA3aHd C  ONpeoesleHHbIMU
CLONCHOCIAMU:

— pacuem cunet MOJI 0o onepayuu modxcem Ovimv 3ampyoHeH U3-3a HeCmAaOUuIbHOU
NOBEPXHOCU 21A3A, HUCMA2MA U NOJIAPHBIX KAMAPAKm,
— pasmep, OIuUHy paspe3a u Mecmo pAacnoioNHCeHUs HeoOX00UMO MamenbHO NPooyMams,
umo6bl uzbedcamsv 803HUKHOGeHUA unu obocmpenusa AK y smux nayuenmos;
— uccneoo8anue Kancyavl XpyCmanuka noKazano CHUMCeHue moauunbl Kancyavl y oemeu Ha
50% no cpasHenuio ¢ HOpMAILHLIM KOHMPOLEM,
— U3-3a 2UNONIACMUYECKOU PadyIHCHOU 00010YKU, NPUBOOAUel K OMCYMCMEUI0 YUTUADHOU
00p030bl Npu AHUPUOUY, UMNIAHMAYUS 6 KANCYIbHbIU MEeUlOK AGNAemcs eOUHCMEeHHbIM

8aPUAHMOM UHMPAOKYIAPHOU KOPpeKyuu agaxuu.

COG’p@M@HHCl}Z MEeXHOoN02UA Xupypcuu Kamapaxkmbsl 6Klovaent.:

— MOHHENbHbIE POCOBUYUHbIE UNIU KOPHEOCKNEPAIbHbIE MUKpOpA3pes3bl C nomedyrou;eﬁ

wosHoU huxcayueti 0CHO8HO20 paspesd, 8bINoIHeHUe napayenmesos na 3 u 9 uacax;

— UCNOJIb30BAHUE COBPEMEHHBIX BUCKOINIACMUKOB ons 3awumol IHOOmenuUs. pocosuybsl;

—  npumeHeHue  OughghepenyupoBanHbLIX  MemoOuK  nepeoHe20  Kancylopekcuca ¢
Gopmuposaruem MUHUMATLHO2O Juamempa (Menee 5 mm) 0nst Ooee cmaduirbHOU purcayuu

HOJI 6 kancynrbHom mewike;
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— annapammsasd uiu MaHyaitbHasi acnupayusi-uppucayusl XxpycmaiuKoeblx Macc,

—9HOOKANCYIAPHASA umMnianmayus 2uoxux akpunosvix MOJI.

MeTtoauku (akoacupalii KaTapakThl COOTBETCTBYIOT MeTouKaM 1o yaajienuto BK Gonee
nopo6Ho onmcannoi B KP mo BK.

e  PexomenmyeTcsi MpoBeeHNE KOHCEPBATUBHOTO MEIUKAMEHTO3HOTO U MPU HEOOXOAMMOCTH
XUPYPru4ecKoro jeueHus y gereid ¢ BA mpu pa3BUTUM HHTpa- U MOCIEONEPALMOHHBIX

ocinoxHenu [40, 42, 73-75].

YpoBeHb yoeauTeIbHOCTH pekoMeHaanuii B (ypoBeHb JOCTOBEpHOCTH JOKA3aTENbCTB— 5)
KoMMeHTapuM: 68adxcHO 3HamMb, 4mMo Xupypeuieckoe Meuamenbcmeo (o nogooy 2iayKomol
U Kamapakmol) Moxcem Cnposoyuposams npoepeccupoganue AK, xupypeus enaykomul
MOdCem — CMUMYIUPO8AMb  OUCIOKAYUl0 U nomymuenue xpycmanuxa. Ilo  OdauHbim
aumepamypsl Hauboiee pacnpoCMpaAHEeHHbLIM OCIONCHEHUeM XUpypeuu Kamapakmol Oblio
pazeumue 21AYKOMHO20 npoyecca, mpebyroweco 6 OdlvHelulem OONOIHUMENbHbIX
AHMUSTIAYKOMAMO3HBIX MeUaAmenbcme ¢ yeavio Hopmanuzayuu BIJ].

Baoicno 3namo, umo omcymcmeue paoyxicku, , NOIUMOPHUIM BbIAGIEHHbIX USMEHEeHUU 21d3d,
6 mom uucne Hamyue HIICK obycnosnusaem ocobenHocmu uHmpa- u nocieonepayuoHHo20
meyenus AK u énusem Ha ucxoowvl Xupypeuieckozo ieyeHus u Ha NpocHO3 3a001e8aHUS.
OcnooicHeHue  Xupypeuueckozo — emeuwamenscmed, OnucamHoe moavko npu BA  —
anupuouunslii. puoposuviii cunopom (ADPC), npedcmasnsiem cobou Guobpo3uvlll pyoYOEbIL
npoyecc, accoyuupOBaHHbILL C PA3BUMUEM SUNOMOHUL, CHUMNCAOWee 3pumenbHble (OYHKYUuU u
8 psde cyuaes npusoodswee Kk cybampoguu enasa.

Hebnazonpusmuvimu — pakmopamu, — OCIOHCHAIOWUMU — NOCTIEONEPAYUOHHOe — MeyeHuUe
NEePBUYHOLL  2IAYKOMbL, CYyHCam Uu30blmoyHoe pyoyesanue U aKMuUGHdAs peceHepayus,
sbl3bleaeMas npoaughepayueti huobpoOIACMO8 MEHOHOBOU KANCYIbl U INUCKIEPbL 8 001ACTU
onepamusHozo émewlamenscmea. Y oemeii ¢ anupuouel npoyeccyl npoaugepayuu é 3oue
BMeuamenbcmed 8 panHeM NOC1eonepayuoHHOM nepuoode boee aKkmueHbl, Yem y 0ObIYHbIX
demetl U 83POCIbIX, YMO 00bACHAem OoJlee HUZKYIO IPHEKMUBHOCIb AHMULTIAYKOMAMO3HbIX
onepayuil npu J1eyeHuu e1ayKoMbl.

Pybyesanuro 6 30ne xupypeuuecko2o 6030euUcmaus cnocoocmeayrom.: HedoCmamouHvlil 00bem

uccekaemou wacmu mpa6el<y/zbl, 3aKpsimue 30Hbl onepayuu COHUOCUHEXUAMU, Komopbvle
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ABNAIOMCA NOCIEOCMEUAMU NOCIEONEPAYUOHHBIX UPUMOE U KPOBOUSIUAHUU 6 NepeoHION
Kamepy, NO8blUeHHblE CIUNYUBLLE NPOYECCHL .

Coepemennvie cnocobwi, npenamcmeyloujue U3ObLIMOYHOU NpoOIUPepayuu, BKIOYAIOM:
YMeHblleHUe MPABMAMUYHOCMU — ONepayull, WUpoKoe ucceuyeHue KOHBbIOHKMUBbl U
INUCKIIEPLI, NPUMEHEHUE 2THOKOKOPMUKOCMEPOUOO8, NPOMEOIUMUYECKUX (hepMeHmos u
UCNONIL3068AHUE YUMOCAMUKOS U3 2PYNNbL AHMUMEMAOOIUMO8.

Kpome uzdovimounozo pyoyesanus, s¢pghpexkm aHmuerayKomMamosHvlx onepayuti 3a8Ucum om
pAda Opyeux OCNONHCHEHUL: CUHOPOM MEIKOU KaMepbl, YUIUOXOPUOUOATbHAS OMCIOUKA
(LIXO), cughema, maxynsipuoiii omex.

Cunopom menxou nepeonell Kamepuvl 8 NOCIeONePayUOHHOM Nepuooe Modicem Oblmb CA3aH C
yeunennou unompayuei BIJK uepes nocieonepayuonnyro pucmyny, Haiuuuem HapysHcHou
Gurompayuu 6creocmeue nioXou adanmayuu KOHBbIOHKMUBANLHO20 pa3pe3d, a MaKice
1[XO.

Cambim yacmvim cpeou 6cex NOCIeONePAYUOHHBIX OCIIONCHEeHUU )y Oemeli C aumupuoueti
ommeuena L[XO. Ilepenao Bl]], eo3nuxarowuil 60 8pems onepayuu, s61semcs nycKo8blm
MEXaHusmMom K KIUHUYECKOMY NpPOAGIEHUI0 COCYOUCMOL NAmoio2ul, a Omcymcmeue
PAOYIHCKU CHUICEHUTO IPPexmusHocmu meouxamenmosnou cmaounuzayuu BIJ].
Meouxamenmosnass mepanus L[XO exnouaem 2NIIOKOKOPMUKOCMEPOUobl, KOpeuH,
anmuokcuoanmel u Op. Muodpuamuku ne 3¢hghexmuenvi. Ilpu omcymcmeuu s¢hghexma
NOKA3AHO XUpypeuueckoe JedeHue 6 6uoe- 3a0Hell CKIepIKMOMUU U  BblNYCKAHUSA
CYNPaxopuoudaIbHoU HCUOKOCMU.

Meouxamenmosnas mepanus npu eugpeme, cemogmanvme GKIIOYAEM 2eMOCMAMUYECKUe
npenapameul, cocyOoyKpensioujue, nNPOMUBOBOCNANUMENbHYLE, paccacwisanoujue,
anmuoxkcuoarnmol u 0p.. Ilpu momanvHou 2ugheme noxazano npomvieanue nepeorell Kamepol.
B pannem nocneonepayuonHom nepuoode Modcem pazsumsbCs peyuous cunepmensuu aubo
sciedcmsuu OJ10Kadvl 30HbL MPAOEKYIIKMOMUU OCMAMKAMU KOPHSL PAOYIHCKU (ecu echmb
YACMUYHASL AHUPUOUSL) U XPYCMAIUKOBOU ONoKade (YUIuoxpycmaiukossii 0O10K) aubo
PA3sUmMuUI0 CIUNYUBO20 NPOYecca mexncoy NOCKYMAaMu CKIepbl UlU KOHBbIOHKMUGvl. B amux
Cyuanx peKoMeHOyemcsi KOHCep8amugeHoe JedeHue, npu omcymcmeuu s¢gexma om
KOmMopo2o 6 meyeHue 5—7 CYmoK 803MONCHO NPOGedeHUe PeU3Usl 30Hbl Onepayuu (HUOIUHS)

C Yenvlo pasbeOUuHeHUss CmpyKmyp npensimcmeyouux 6vixo0y BIJK.
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Ilpu obpazosanuu nioOCKOCMHBIX CUHEXUU MeXHCOYy KOpHEM paodyxcKu (npu 4acmudHoll
anupuouu) u 3040l HympenHnel gucmynvt pekomenoosana UAI -nazepnas pegpucmynuzayus

(Ho He no3oice 1 mecaya nocie pazeumus cpaujenus,).

b PCKOMCHI[yETCH IMPUMCHATH IMPOTHUBOBOCHAINUTCIIBHBIC U aHTI/I6aKTepI/IaJ'IBHBIC IpceriapaTsl
BCEM ACTAM C BA HpO(I)I/IJIaKTI/IKI/I I/IH(I)CKI_II/II/I H BOCITAJICHUS B MMOCIICONICPAMOHHOM IICPUOIALC

[74,75].
YpoBeHb yoenuTeIbHOCTH peKoMeH1auuil B (ypoBeHb JOCTOBEPHOCTH JJOKA3aTENbCTB— 5)

4. Mennunncxaﬂ peaﬁnnnTaunﬂ, MEANIHNHCKHEC IIOKA3aHUA U

NPOTHUBONOKA3aHUSA K IPMMEHEHUIO METO/I0B pPeaduJIuTaunu

e PexoMeHayeTcsi KOPPEKIUs aHOMAIUNA pePpaKIIUK BCeM JETSIM ¢ BA ¢ 1enbi0 MOBBIIICHUS
OCTPOTHI 3peHHs (MPU AHUPUIUH BBISBIAIOTCS MHOMUS, TUIIEPMETPOINHS, ACTUTMATU3M).
Pexomenayercst Ha3HAUEHUE JBYX Map OYKOB: 00€ Mapbl OYKOB JOJKHBI UMETh Y D-puibtp
(UVA u UVB 065n0K) ansa cBera ¢ juyiiHOM BoJiHbI Oosiee 400 HM; ofHa Mapa OYKOB JOJKHA
UMeTh Jerkoe 3areMHeHue Ha 20% (ans moma u oOJavHBIX JHEW Ha ynuIe), Apyras napa

OUYKOB JIOJKHA OBITH 3aTeMHeHa Ha 80% (11 ynuliel B conHeuHble Auu) [40, 42].

YpoBeHb yoenurebHocTH pekomenaanuii C(ypoBeHb TOCTOBEPHOCTH J0KA3aTEIbCTB — 5)

. Pexomenayercst oaIep>KKa paHHErO 3pUTENIBHOTO Pa3BUTHs BCeM JeTsAM ¢ BA ¢ mensro
CTUMYJIUPOBaHMUs HMHTEpeca peOeHKa K 3pUTEIbHOMY H3YUYEHHMIO OKPY’KAIOIIEro MHpa;
HoMoraroIas ooueMy pa3BUTHIO peOeHKa, YCKOPSIOIIee ero JABUrareibHOe, COIMaIbHOE U

KOTHUTUBHOE pa3Butue. [40, 42, 74].

YposeHs yoeauteabHocTH pekoMenaanuii C (ypoBeHb TOCTOBEPHOCTH J0KA3aTEIbCTB— )

5. IIpodpunakTka u AUCMAHCEPHOE HADJIIIeHH e, MeAULMHCKUE OKA3AHUSA U

NMPOTUBONOKA3AHUSA K IPMMEHEHUIO MEeTO10B NPOPUIAKTHKH

e  PexomeHayercsi qucnaHcepHOE HAOJIOEHUE, KOTOPOE SBJSETCS HEOOXOAMMBIM IS BCEX
JeTed U moApocTKoB ¢ BA u coueraHHOM ¢ Hel marojorueld. Jletn ¢ mogo3peHueM Ha
IJ1ayKOMy WJM YCTAHOBJICHHBIM JMarHO30M CTaBATCS HA JHCHAHCEPHBIA YYeT B

MOJIMKJIMHUKE C 9aCTOTOM OCMOTPOB IOCIIE€ XHPYPrHYECKOro JIedyeHus depe3 | mMecsu, npu

36



cTabuinbHOM TeueHuH — 1 pa3 B 3—6 mecsiteB. O4eHb BaKEH PeryJsipHbIi KOHTpoib 3a BI'/I,
pasMepaMu TJa3a, OCTpPOTOM 3peHus. Bcem aeTsiM mpoBOISAT KOMILIEKC OOCIeI0BaHUIMA
BKJTIOYAIONIUH OILIEHKY COCTOSIHUSI TIEPEIHEr0 W 3aJHET0 OTPE3KOB Tiiaza, uaMepenue BI'/L,
JMaMeTpa POTOBHIIBI, IIMPHUHBI JTUMOA, ompeneicHue pePpakiud U 3pUTEIbHBIX (yHKIIHA
(mo Bo3MOkHOCTH). [lMaHOBBIE OCMOTPHI W BBISIBJICHHWE OCIOKHEHUN — OCHOBHAs IIelb

MEJUIIMHCKOTO corpoBoxkaeHus BA [40,74].

YpoBeHb y0enuTeJbHOCTH pekoMeHaaumii B (ypoBeHb 10CTOBEPHOCTH A0KA3aTEIbCTB— 4)

PexomMeHayeTcsi MEIUKO-TEHETUYECKOE KOHCYJBTUPOBAHUE CEMEH, OTATOIIECHHBIX MO BA:
oOclieZloBaHNE BCEX UWIEHOB CEMEH C y4eTOM KJIMHHUYECKOTO MOJUMOp(H3Ma (HEHNOIHBIM
IPOSIBJIEHUEM KIMHHUYECKOTO MOPTPETA); MOJIEKYJIIPHO-TE€HETUYECKasl JUArHOCTUKA YJIEHOB
ceMell ¢ MUHMMaJIbHBIMHM KIMHUYECKUMHM MPU3HAKaMU 3a00JI€BaHMs, pacyeT FeHETUYECKOTO

pHCKa, TUIAaHUPOBAHUE U BeICHHE OEpEMEHHOCTH COBMECTHO C BPauyOM-T€HETUKOM [6, 43].

YpoBeHb yoenuTeIbHOCTH pekoMeHaanuii B (ypoBeHb TOCTOBEPHOCTH JOKA3aTEILCTB— 4)

6. Opranusanus MeIUIMHCKON MOMOIIH

[Tpu Hanmuuuu y peOGeHKa NOJO3pEHHs Ha HAJIMYUe aHOMAJIMU Pa3BUTHUS MEPEIHEro oTpe3ka
IJla3a MU aHUPUIWU WIM TOATBEPKACHHOTO AuarHo3sa BA ydacTKkoBble Bpauyu-IeUaTphl,
BpauM 0oOIIel MPaKTUKU (CEMEWHbIe BpayM) HAMIPABISIOT JeTel Ha KOHCYJBTAIMIO K Bpady-
odTaneMmoiiory. Bpau-odransmosor oleHuBaeT COCTOSIHUE TJ1a3a, MPOBOAUT 00CiIeI0BaHHE,
BKJIIOUYAIOLIEE METOJbl MHCTPYMEHTAJIBHBIX HCCIIENOBAaHUM NI yTOUHEHHUs nuar”osa. Ilpu
HEOOXOIMMOCTH MPOBEACHUS TUAarHOCTUYECKUX MPOLEIyp C IPUMEHEHUEM aHECTEe3UH JETH

HaITPpaBJIAKOTCA B ICTCKOC Oq)TaJII)MOJIOFI/I‘-IeCKOG OTACJIICHUC.

[Tpu HanMuuM MOKa3aHW K XHUPYypPruuecKkoMy jeueHuto y pedénka ¢ BA u ycraHOBIIEHHBIM
JIMarHO30M TJIAyKOMbI W,/MJIM KaTapakTbl, JAHHOE JIEYEHHE OCYILIECTBISETCS B YCIOBHSX
CTallMOHapa B JETCKOM OQTaIbMOJOrHYeckoM oTaeieHuu. Ilocie okasaHus MeTUIIMHCKOMN
MIOMOIIIH PEOSHOK HAIPABIIACTCS B JETCKUI OPTATEMONIOTHUECKUN KabuHeT. B nanbHelmem
OH HaXOJWUTCS TMOJ JMCHAHCEpHbIM HaOJIOJeHHeM Bpaya-odraabMmojora JETCKOro

0 TaTBMOJIOTHYECKOTO KaOWHETA.
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7. JonosHuTeIbHas MH(popManus (B TOM 4ncie GaKkTopbl, BJAUSIOLINE HA HCXO/

3a00J1eBAHUS MJIM COCTOSTHUSA)

I'eno-ghenomunuueckue Koppensayuu.

AHanu3 reHo-(heHOTUITUYECKUX KOPpesIUi Mexay TUIoM jaedexTa jokyca reHa PAX6 u
MOpa)KEHUEM Pa3IMUHBIX CTPYKTYP TJIa3a MO3BOJIMJ BBIBUTH O0Jiee MATKHH (PEHOTHI Y MAIUEHTOB
C XpPOMOCOMHBIMHU JeNenus MU 3'-yuc-peryiasTopHoil obmactu reHa PAX6, He 3aTparuBarolIMU
KOJIMPYIONIYIO TOCJIEeI0BATEIbHOCTh. Y MAIlMEHTOB C 3TUM TUMOM 11pl3 XpoMOCOMHBIX Jeneruit
JIOCTOBEPHO Yallle OTCYTCTBYET KepaTolnaTtus, FMnoruiasus osea u HUCTarM. BeIsSIBIEHO Takke, 4To
y nauueHToB ¢ aeneuusMu WAGR-o0nacTi nmonoxxeHue Aeieluyd Ha XpOMOCOME BIIHMSIET Ha PUCK
pa3BuTHa HeppobracTombl. OmyXosib pa3BHBAETCS JOCTOBEPHO IPH BOBJIEYEHHOCTH B 00JaCTh
nenermu Jokyca rena LMO2 (11pl13 OMIM*180385), xomupyromero Cympeccop OIMyXOJeBOTO
pocta «mpoteuH 2, coxepxkamuii LIM-momen». Takum oOpaszom, ecnmu B pesynbtate JIHK-
JMAarHOCTUKHM Yy MallMeHTa BBIABIEHA XPOMOCOMHas jaenenus 3'-yuc-peryiasTOpHOM o0JacTH reHa
PAX6, To mporHo3 TeueHus 3aboseBaHUs Oojiee OIArONPHUATHBIM, YTO, OJHAKO, HE OTMEHSET
HEOO0XOIMMOTO ISl TIOAJIEPKAHUS 3PEHHs] y TaKUX OOJNBHBIX YXOJa U MOHHTOpWHTA. B wactHOCTH,
PHUCK pa3BUTHUS INIAYKOMBI Y OOJIBHBIX C Aenenus 3'-yuc-perynaropHoil 00gacTu OCTaeTcs TaKUM Ke
BBICOKMM, KaK U Y OCTaJIbHBIX HalueHToB ¢ BA [76].

[Ipu ompenenenuu y mauueHTa ¢ aHupuaueil xpomocomuoit neneruun WAGR-o6nactu, y
HETO Pe3K0 BO3pacTaeT pUCK pa3ButTusi Hedpodimactomsl 10 50—70%, ecu ke BBISIBICHHAS JCTISIUS
3axBaThIBaeT JOKyc reHa LMO2, 3toT puck nossiiaercs 10 90%.

OTH CBelEeHUS MOTYT U JOJDKHBI OBITh HCIOJB30BaHbl TEHETUKAMU IPU  MEAMKO-
TeHETHYECKOM KOHCYJIbTHpOBaHUM O0sbHBIX ¢ BA u cunagpomom WAGR. ADC — 310 ocnoxxHeHue,
CHIDKAIOIIee 3pUTEbHbIE (DYHKINH, OnMcaHHOe ToJbKko npu BA. Ipencrasmusier coboii hpudpo3HbIii
pyOLIOBBIN TpoliecC HE BOCHAIUTENIBHOIO I'eHe3a, aCCOLMMPOBAHHBIA C Pa3BUTHEM THMIIOTOHHU H
¢dtu3uca tiaza [77], BO3HHMKAIOMMKA TOCIAE XUPYPTHUECKHUX BMeEMIATeNbCTB. [[Isi TOro dYTOOBI
n36exath pasute ADPC UM NO3THUX OCIOKHEHUH, TAKUX KaK XPOHUUECKUH YBEHT, KeJIaTeIbHO
BBINIOJHAT MMHHUMAaJbHBIE XMPYPrHUECKHE pPa3pe3bl, NPUMEHSATh 3JACTHUHBIE HEOKpAlIECHHbIE
MHTPAOKYJIIPHBIEC JIMH3bI M UCKJIIOUUTh MMIUIAHTALIMI0 UCKYCCTBEHHBIX nuadparM, UMUTHPYIOIIMX

paxyXHyIO TKaHb [77].

Kpurepun oueHkn KayecTBa MeAMIUHCKON MOMOLIU
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Ne Kpurepun xkauecrBa YpoBenb YpoBennb
YOeAUTEeIbHOCTH [10CTOBEPHOCTH
PeKoMeHAaluii  [10Ka3aTeJbCTB
1 BrimonHena OMOMHKpPOCKOMHS ria3a B 4
2 Brinonnena ToHomeTpust B 4
3 Beinonnena sxobuomerpus B 5
4 Brimonnena ogranbMockonus B 4
5 Bremonnena naGoparopHass MOJEKYJISPHOA A 2
rEeHETUYECKask JUArHOCTUKA
6 OnpeneneHbl MMOKAa3aHUs K B 4
XUPYPrU4ecKOMy BMELIATEIbCTBY WY
MEIMKaMEHTO3HOM Tepanuu
7 Belnosnneno OKa3aHUE B 4
0(TaTbMONIOTUYECKON XUPYPrUYECKONH MOMOILIH
[P HAJMYUU TJ1ayKOMBI
8 Brimonseno OKa3aHu¢ B 4
0P TATEMOJIOTHYECKON ~ XUPYPrUYECKOW IMOMOIIY]
[TPY HAJIMYNUU KaTapaKThl
9 Brimmonaen nmoaoop TUIIOTEH3UBHOM| A 2
Tepanuu
10 Bremonnen monbop kepaToTpoduueckoi] B 4

Tepanuy Npyu HATMYUKU aHUPUIUUHON KepaTOnaTuu

Cnucok ureparypbl

39




10.

11.

12.

13.

Crolla J. A., van Heyningen V. Frequent chromosome aberrations revealed by molecular
cytogenetic studies in patients with aniridia / Am J Hum Genet. — 2002. — T. 71, Ne 5. — C.
1138-49

Hingorani M., Moore A. Aniridia // GeneReviews(R) / Pagon R. A. u ap. — Seattle (WA), 1993

Gramer E., Reiter C., Gramer G. Glaucoma and frequency of ocular and general diseases in 30
patients with aniridia: a clinical study // Eur J Ophthalmol. —2012. —T. 22, Ne 1. — C. 104-10

Kokotas H., Petersen M. B. Clinical and molecular aspects of aniridia // Clin Genet. — 2010. —
T.77,Ne 5. - C. 409-20

Késmann-Kellner B., Seitz B. [Aniridia syndrome: clinical findings, problematic courses and
suggestions for optimization of care (“aniridia guide™)] // Ophthalmologe. —2014. — T. 111, Ne
12. — C. 1145-56. PMID: 25475188

Churchill A., Booth A. Genetics of aniridia and anterior segment dysgenesis // Br J
Ophthalmol. — 1996. — T. 80, Ne 7. — C. 669-73

Cheong S. S., Hentschel L., Davidson A. E., Gerrelli D., Davie R., Rizzo R., Pontikos N.,
Plagnol V., Moore A. T., Sowden J. C., Michaelides M., Snead M., Tuft S. J., Hardcastle A. J.
Mutations in CPAMDS Cause a Unique Form of Autosomal-Recessive Anterior Segment
Dysgenesis / Am J Hum Genet. — 2016. — T. 99, No 6. — C. 1338-1352

Choi A., Lao R., Ling-Fung Tang P., Wan E., Mayer W., Bardakjian T., Shaw G. M., Kwok P.
Y., Schneider A., Slavotinek A. Novel mutations in PXDN cause microphthalmia and anterior
segment dysgenesis // Eur ] Hum Genet. —2015. — T. 23, Ne 3. — C. 337-41

Gould D. B., John S. W. Anterior segment dysgenesis and the developmental glaucomas are
complex traits / Hum Mol Genet. —2002. — T. 11, Ne 10. — C. 1185-93

Practical paediatric ophthalmology. / Taylor D., Hoyt C. S. — Oxford England; Cambridge,
Mass., USA: Blackwell Science, 1997. — 232 p.

Kikuta H., Laplante M., Navratilova P., Komisarczuk A. Z., Engstrom P. G., Fredman D.,
Akalin A., Caccamo M., Sealy ., Howe K., Ghislain J., Pezeron G., Mourrain P., Ellingsen S.,
Oates A. C., Thisse C., Thisse B., Foucher I., Adolf B., Geling A., Lenhard B., Becker T. S.
Genomic regulatory blocks encompass multiple neighboring genes and maintain conserved
synteny in vertebrates // Genome Res. —2007. — T. 17, Ne 5. — C. 545-55

Robinson D. O., Howarth R. J., Williamson K. A., van Heyningen V., Beal S. J., Crolla J. A.
Genetic analysis of chromosome 11p13 and the PAX6 gene in a series of 125 cases referred
with aniridia // Am J Med Genet A. —2008. — T. 146A, Ne 5. — C. 558-69

Dansault A., David G., Schwartz C., Jaliffa C., Vieira V., de la Houssaye G., Bigot K., Catin
F., Tattu L., Chopin C., Halimi P., Roche O., Van Regemorter N., Munier F., Schorderet D.,
Dufier J. L., Marsac C., Ricquier D., Menasche M., Penfornis A., Abitbol M. Three new PAX6

40



14.

15.

16.

17.

18.

19.

20.

21.

22.

mutations including one causing an unusual ophthalmic phenotype associated with
neurodevelopmental abnormalities // Mol Vis. —2007. - T. 13. = C. 511-23

Netland P. A., Scott M. L., Boyle J. W. t., Lauderdale J. D. Ocular and systemic findings in a
survey of aniridia subjects // J AAPOS. —2011. —=T. 15, Ne 6. — C. 562-6

Chen P., Zang X., Sun D., Wang Y., Wang Y., Zhao X., Zhang M., Xie L. Mutation analysis of
paired box 6 gene in inherited aniridia in northern China // Mol Vis. — 2013. - T. 19. — C.
1169-77

Miller R. W., Fraumeni J. F., Jr., Manning M. D. Association of Wilms's Tumor with Aniridia,
Hemihypertrophy and Other Congenital Malformations // N Engl ] Med. — 1964. — T. 270. — C.
922-7

Ticho B. H., Hilchie-Schmidt C., Egel R. T., Traboulsi E. I., Howarth R. J., Robinson D.
Ocular findings in Gillespie-like syndrome: association with a new PAX6 mutation //
Ophthalmic Genet. — 2006. — T. 27, Ne 4. — C. 145-9

Graziano C., D'Elia A. V., Mazzanti L., Moscano F., Guidelli Guidi S., Scarano E., Turchetti
D., Franzoni E., Romeo G., Damante G., Seri M. A de novo nonsense mutation of PAX6 gene
in a patient with aniridia, ataxia, and mental retardation / Am J Med Genet A. — 2007. — T.
143A, Ne 15. - C. 1802-5

McEntagart M., Williamson K. A., Rainger J. K., Wheeler A., Seawright A., De Baere E.,
Verdin H., Bergendahl L. T., Quigley A., Rainger J., Dixit A., Sarkar A., Lopez Laso E.,
Sanchez-Carpintero R., Barrio J., Bitoun P., Prescott T., Riise R., McKee S., Cook J., McKie
L., Ceulemans B., Meire F., Temple 1. K., Prieur F., Williams J., Clouston P., Nemeth A. H.,
Banka S., Bengani H., Handley M., Freyer E., Ross A., Study D. D. D., van Heyningen V.,
Marsh J. A., Elmslie F., FitzPatrick D. R. A Restricted Repertoire of De Novo Mutations in
ITPR1 Cause Gillespie Syndrome with Evidence for Dominant-Negative Effect / Am J Hum
Genet. —2016. - T. 98, Ne 5. — C. 981-92

Gerber S., Alzayady K. J., Burglen L., Bremond-Gignac D., Marchesin V., Roche O., Rio M.,
Funalot B., Calmon R., Durr A., Gil-da-Silva-Lopes V. L., Ribeiro Bittar M. F., Orssaud C.,
Heron B., Ayoub E., Berquin P., Bahi-Buisson N., Bole C., Masson C., Munnich A., Simons
M., Delous M., Dollfus H., Boddaert N., Lyonnet S., Kaplan J., Calvas P., Yule D. 1., Rozet J.
M., Fares Taie L. Recessive and Dominant De Novo ITPR1 Mutations Cause Gillespie
Syndrome // Am J Hum Genet. —2016. — T. 98, Ne 5. — C. 971-80

Verloes A., Narcy F., Grattagliano B., Delezoide A. L., Guibaud P., Schaaps J. P., Le Merrer
M., Maroteaux P. Osteocraniostenosis // ] Med Genet. — 1994. — T. 31, Ne 10. — C. 772-8

Weber F. M., Dooley R. R., Sparkes R. S. Anal atresia, eye anomalies, and an additional small
abnormal acrocentric chromosome (47,XX,mar+): report of a case // J Pediatr. — 1970. — T. 76,
Ne 4. —C. 594-7

41



23.

24.

25.

26.

27.

28.

29.

30.

31.

32.

33.

34.

35.

Chitayat D., Hahm S. Y., Igbal M. A., Nitowsky H. M. Ring chromosome 6: report of a patient
and literature review // Am J Med Genet. — 1987. = T. 26, Ne 1. — C. 145-51

Nelson L. B., Spaeth G. L., Nowinski T. S., Margo C. E., Jackson L. Aniridia. A review // Surv
Ophthalmol. — 1984. — T. 28, Ne 6. — C. 621-42

Sachdev M. S., Sood N. N., Kumar H., Ghose S. Bilateral aniridia with Marfan's syndrome and
dental anomalies--a new association // Jpn J Ophthalmol. — 1986. — T. 30, Ne 4. — C. 360-6

URL: https://www.orpha.net/ (mata oopamenwnsi:04.03.2019)

Gronskov K., Olsen J. H., Sand A., Pedersen W., Carlsen N., Bak Jylling A. M., Lyngbye T.,
Brondum-Nielsen K., Rosenberg T. Population-based risk estimates of Wilms tumor in
sporadic aniridia. A comprehensive mutation screening procedure of PAX6 identifies 80% of
mutations in aniridia // Hum Genet. —2001. - T. 109, Ne 1. - C. 11-8

Blanco-Kelly F., Villaverde-Montero C., Lorda-Sanchez 1., Millan J. M., Trujillo-Tiebas M. J.,
Ayuso C. Guidelines for genetic study of aniridia // Arch Soc Esp Oftalmol. —2013. —T. 88, Ne
4.-C. 145-52

Edén U., Beijar C., Riise R., Tornqvist K. Aniridia among children and teenagers in Sweden
and Norway // Acta Ophthalmol. — 2008. — T. 86, Ne 7. — C. 730-4

Chien Y. H., Huang H. P., Hwu W. L., Chien Y. H., Chang T. C., Lee N. C. Eye anomalies and
neurological manifestations in patients with PAX6 mutations // Mol Vis. —2009. - T. 15. — C.
2139-45; Netland P. A., Scott M. L., Boyle J. W. t., Lauderdale J. D. Ocular and systemic
findings in a survey of aniridia subjects // J AAPOS. —2011. -T. 15, Ne 6. — C. 562-6

Park S. H., Park Y. G., Lee M. Y., Kim M. S. Clinical features of Korean patients with
congenital aniridia / Korean J Ophthalmol. — 2010. — T. 24, Ne 5. — C. 291-6

Bockpecenckas, A. A. Knunuueckue 0COOEHHOCTH BpOXAECHHOW AaHUPUIUM B JIETCKOM
Bo3pacte / A. A. Bockpecernckas, H. A. [lo3neeBa, T. A. BacunbeBa u ap. // Poccuiickas
nenuaTtpudeckas odranpmonorus. —2016. — Ne 3. — C. 121-129.

Lee H., Khan R., O’Keefe M. Aniridia: current pathology and management // Acta
Ophthalmol. — 2008. — Vol. 86. — P. 708-715

Lagali N., Edén U., Utheim T. et al. In vivo morphology of the limbal palisades of fogt
correlates with progressive stem cell deficiency in aniridic-related keratopathy // Invest.
Ophthalmol. Vis. — 2013. — Ne54. — P. 5333-5342.

Edén U., Fagerholm P., Danyali R., Lagali N. Pathologic epithelial and anterior corneal nerve
morphology in early-stage congenital aniridickeratopathy // Ophthalmology. — 2012. —
Nel19. — P. 1803-1810.

42



36.

37.

38.

39.

40.

41.

42.

43.

44,

45.

46.

47.

Whitson J., Liang C., Godfrey D. et al. Central corneal thickness in patients with congenital
aniridia // Eye Contact Lens. — 2005. — Ne31. — P. 221-224.

Le Q., S.X. Dengand, J. Xu. In vivo confocal microscopy of congenital aniridia- associated
keratopathy. // Eye (Lond). — 2013. - 27(6). — p.763-766

Voskresenskaya, A. Clinical and morphological manifestations of aniridia-associated
keratopathy on anterior segment optical coherence tomography and in vivo confocal
microscopy / A. Voskresenskaya, N. Pozdeyeva, T. Vasilyeva et al. // Ocul. Surf. — 2017. —
Vol. 15, Ne 4. — P. 759-7609.

Bausili M., Alvarez de Toledo J., Barraquer R. et al. Histopathology Findings of Corneal
Buttons in Congenital Aniridia Patients // Ophthalmic Res. — 2016. — Ne56. — P. 202-206

Singh B; Mohamed A; Chaurasia S; Ramappa M; Mandal AK; Jalali S; Sangwan VS Clinical
manifestations of congenital aniridia.J Pediatr Ophthalmol Strabismus. 2014; 51(1):59-62
(ISSN: 1938-2405)

Hingorani, M. Detailed ophthalmologic evaluation of 43 individuals / M. Hingorani, K. A.
Williamson, A. T. Moore et al. // Invest. Ophthalmol. Vis. Sci. — 2009. — Vol. 50, Ne 6. — P.
2581-2590

Monica Samant, Bharesh K. Chauhan, Kira L. Lathrop & Ken K. Nischal. Congenital aniridia:
etiology, manifestations and management, Expert Review ofOphthalmology,2016, 11:2, 135-
144, DOI: 10.1586/17469899.2016.1152182

MapaxonoB A.B., BacuibeBa T.A., Bockpecenckas A.A., Kanpies B.B., Ilo3neeBa H.A.,
[lumosa H.B., bpacnasckas C.U., Xne6nukoa O.B., 3unuenko P.A., Kynes C.U. OmbiT
MPUMEHEHUS MEIUIIMHCKOM TEXHOJOTUM JUArHOCTUKU BpokaeHHOW aHupuauu B OI'BHY
"MI'HII" // Memuunackas reaetuka. 2017. T. 16. Ne 11. C. 23-26

MapaxonoB A.B., BacunseBa T.A., Kyne C.U., 3unuenko P.A., Kageimes B.B. Cmoco6
miQepeHManbHO W MOATBEPKAAIOMIEH  MOJEKYJSIPHO-TEHETHUECKOW  JIMAarHOCTUKU
BpokneHHon anupuanun u WAGR-—curnpoma // Ilatent Ha um3oOperenne RUS 2641254
18.08.2017

Chang JW; Kim JH; Kim SJ; Yu YS.Congenital aniridia: long-term clinical course, visual
outcome, and prognostic factors. Korean J Ophthalmol. 2014; 28(6):479-85 (ISSN: 1011-
8942)

Késmann-Kellner B; Seitz B. Aniridia syndrome: clinical findings, problematic courses and
suggestions for optimization of care ("aniridia guide").Ophthalmologe. 2014; 111(12):1145-56
(ISSN: 1433-0423)

Bakri S. Aniridia in the newborn. http://eme- dicine.medscape.com/article/1200592-over- view
(01-15-2013).

43



48.

49.

50.

51.

52.

53

54.

55.

56.

57.

38.

59.

60.

61.

Grant WM, Walton DS. Progressive chan- ges in the angle in congenital aniridia, with
development of glaucoma. Trans Am Ophth Soc 1974;72:207-28/

Bockpecenckasi, A. A. JluarHOCTUYECKHE BO3MOXHOCTH ONTHYECKOM KOT€PEHTHOM
ToMorpaguu M Ja3epHOW CKaHUpPYIOUIEW KOH(MOKAIbHOW MHUKPOCKONMMHM B HU3YyYCHHHU
NpOsIBIICHUI aHupuauiiHoi kepatomatuu / A. A. Bockpecenckas, H. A. Ilo3nmeesa, T. A.
Bacunbesa u np. // Bectauk odransmonoruu. —2017. — T. 133, Ne 6. — C. 3044.

Viestenz A; Seitz B; Deland E; Fiorentzis M; Latta L; Viestenz A; Kdsmann-Kellner BClinical
anatomy of the anterior chamber angle in congenital aniridia and consequences for
trabeculotomy/cyclophotocoagulationClin Anat. 2018; 31(1):64-67 (ISSN: 1098-2353)

Brémond-Gignac D. Glaucoma in Aniridia. J Fr Ophtalmol 2007;30(2):196-9.

Diago T, Harto M et al. Aniridia, congenital glaucoma and white corneas in a newborn baby.
Arch Soc Esp Oftalmol 2009;84(11):573-6.

. Valenzuela A, Cline RA. Ocular and nonocu- lar findings in patients with aniridia. Can J

Ophthalmol 2004;39:632-8.
McCulley TJ, Mayer K et al. Aniridia and optic nerve hypoplasia. Eye 2005;19(7):762-4.

Gramer E, Reiter C, Gramer G. Glaucoma and frequency of ocular and general diseases in 30
patients with aniridia: a clinical study. Eur J Ophthalmol 2012;22(1):104-10.

Mayer KL, Nordlund ML et al. Keratopathy in congenital aniridia. Ocul Surf 2003; 1(2):74-9.

Gregory-Evans,K.,R.Cheong-Leen, S.M.George, J.Xie, M.Moosajee, P.Colapintoand C.Y.
Gregory-Evans. Non-invasive anterior segment and posterior segment optical coherence
tomography and phenotypic characterization of aniridia. // Can J Ophthalmol.- 2011. - 46(4). p.
337-344

Holmstréom G, Eriksson U et al. Optical coherence tomography is helpful in the diagnosis of
foveal hypoplasia. Acta Ophthal- mol 2010;88(4):439-42.

. XBaroa A.B., TapacenkoB A.O., fAkoBneB A.A DYHKIIMOHAIHHOE COCTOSIHHUE CETUYATKH U

3pUTEIBLHOTO HEpBa MPH BPOXKIEHHOW Tinaykome// KnuHudeckas (U3HOIOTHUS 3pEHUS. -
MockBa, MBH., 2002, C.43-54

Lee H, Meyers K et al. Complications and visual prognosis in children with aniridia. J Pediatr
Ophthalmol Strabismus 2010;47(4):205-10.

Bowman R.J., Cope J., Nischal K.K. Ocular and systemic side effects of brimonidine 0.2% eye
drops (Alphagan) in children. Eye (Lond). 2004; 18(1):24-6.

Coppens G., Stalmans 1., Zeyen T., Casteels 1. The safety and efficacy of glaucoma medication
in the pediatric population. J Pediatr Ophthalmol Strabismus. 2009; 46(1):12-8.

44



62. Gramer E, Reiter C, Gramer G. Glaucoma and frequency of ocular and general diseases in 30
patients with aniridia: a clinical study. Eur J Ophthalmol 2012;22(1):104-10.

1. JI.A.Karapruna, E.B.MazanoBa, A.O.TapacernkoB .OnbIT HAOIIOIEHUS U JICUCHUS JICTCH C
BpoxieHHOHM anupuaueit. [Ipakrnueckas meaununa Ne2 (87)-2015/Tom 1, ctp 79-80

63. Okada K, Mishima HK et al. Results of filtering surgery in young patients with aniridia.
Hiroshima J Med Sci 2000;49(3):135-8.

64. Swanner JC, Walton DS, Chen TC. Pre- vention of aniridic glaucoma with goniosur- gery. Int
Ophthalmol Clin 2004;44(1):67-71.

65. Arroyave CP, Scott IU et al. Use of glauco- ma drainage devices in the management of
glaucoma associated with aniridia. Am J Ophthalmol 2003;135(2):155-9.

66. Jusufovic V; Cabric E; Popovic-Beganovic A; Musanovic Z; Zvornicanin J .Treatment of
congenital aniridia associated with subluxated infantile cataract. Med Arch. 2014; 68(3):212-4
(ISSN: 0350-199X)

67. Schneider S, Osher RH et al. Thinning of the anterior capsule associated with congenital
aniridia. J Cataract Refract Surg 2003; 29(3):523-5.

68. Hou ZQ, Hao YS et al. Clinical pathological study of the anterior lens capsule abnormali- ties
in familial congenital aniridia with cataract. Beijing Da Xue Xue Bao 2005;37(5):494-7.

69. Neuhann IM, Neuhann TF. Cataract surgery and aniridia. Curr Opin Ophthalmol
2010;21(1):60-4.

70. Reinhard T, Engelhardt S, Sundmacher R. Black diaphragm aniridia intraocular lens for
congenital aniridia: long-term follow-up. J Cataract Refract Surg 2000;26(3):375-81.

71. Tsai JH, Freeman JM et al. A progressive anterior fibrosis syndrome in patients with
postsurgical congenital aniridia. Am J Ophthal- mol 2005;140(6):1075-9.

72. Lee H, Meyers K et al. Complications and visual prognosis in children with aniridia. J Pediatr
Ophthalmol Strabismus 2010;47(4):205-10.

73. Lee H, Khan R, O’Keefe M. Aniridia: current pathology and management. Acta Ophthalmol
2008;86(7):708-15.

74. Hingorani M.I., Hanson and V. van Heyningen. Aniridia // Eur ] Hum Genet —2012.- 20(10). -
p.1011-1017

75. Rixen, J.J., A.W.Cohen,A.S.Kitzmann,M.D.WagonerandK.M.Goins(2013). Treatment of
aniridia with Boston type I keratoprosthesis. Cornea 32 (7):947-950

45



46



Ipunoxenue Al. CoctaB padoueii rpynnbl o pa3padoTke v nNepecMoTpy

KINHHYCCKHUX peKOMeHI[aIII/Iﬁ

Karapruna JlioamMmia AHaTo/ibeBHA - PYKOBOAUTEIL TPYMIbI, TJIABHBIA BHEIITATHBIN
CHEIHUATUCT AETCKU odTampMonor MuHucTepcTBa 3apaBooxpanenus P®, 3amecturens
TUpeKTopa 1o HayuyHou pabore ®I'BY «HanmoHansHBINM MEAUIIMHCKUA UCCIIEIOBATEIBCKUN
IEHTP THa3HeIX Oojne3Hedl wM [empmronsiay MunzapaBa P®  mpodeccop, I.M.H.,
MockBa;unen npe3uanyma OOImepoCCHuiiCKol OOIIECTBEHHON OpraHU3aiui «ACCoIraIus
Bpauei-oTanpMOIOroBy, uieH npesuanyma Ob6mectBa odranpmonoros Poccun, riaBHBIN
BHEIITATHBIM CHENHMATUCT AeTckuil odranmpmonor M3 P®, mpencemarens mnpoduiabHOU
KOMUCCHUHM TI0 JIeTcKor odranbmonorun M3 P®, 3amectutens npeacenaresns npoduibHON
komuccun 1o odramemonorun M3 P®, 3zacmyxeHHslii Bpau P®, 3aciyKeHHBIH nesTeTh

HaYKH.

2. 3un4yenko Pena AOyiab¢azoBHa — 3amecTUTENb AUPEKTOpPAa IO HAYYHO-KIMHUYECKOM
padore ®I'BHY «Meauko-reHeTUUECKH HAy4YHBIM IICHTP», 3aBEIyIOMUi jabopaTopuei

TeHEeTUYECKOM SMUAEMHONIOTHH, TIpodeccop, A.M.H., MOCKBa;

Kagbimes Burtanuii BukropoBuu - crapmuii Hay4yHbIH COTPYAHUK JabopaTtopuu
reHetnueckoil snuaemuonornn GI'bHY «Meauko-reneTnueckuii Hay4HbId IIEHTP», Bpay-

TeHETUK, 0 TAIbMOJIOT, K.M.H., MOCKBa;

4. Ma3zanoBa ExarepuHa BuxkrTopoBHa - Hay4HbI COTPpYJHUK OTHEJa MATOJOTHM TJa3 y
neteit ®I'BY «HaunoHanbHbIM METUITMHCKUIN UCCIIEIOBATEIBCKUN IIEHTP TIa3HBIX OONe3HEn
uM ['enpmronbia»y MunzapaBa P®, unen OOmepoccuiickoil o0IIecTBEHHOW OpraHu3aluu
«Accouuanusi Bpaueh-oPTaIbLMOJIOTOB», CEKpeTapbh MPOQPMIHLHOW KOMHUCCHU TO JETCKOM

odprtansmonoruu M3 P®, k.M.H., MockBa;

5. MapaxonoB Amuapeii BiaaguMupoBMY - crapuminii HaydHBIH COTPYIHHMK JIaOOPAaTOPUH
reHetuaeckort sanuaemuoniornd GI'BHY «Menuko-reHeTH4ecKuii HayqHbIM 1EHTP», K.0.H.,

Mockaa;

6. BacuabeBa TarbsiHa AJieKceeBHA — HAYYHBIH COTPYIHHK JIaDOPaTOPUM TE€HETUYECKOM

snuaemuoniorn ®I'BHY «Menuko-reHeTHdecKuii HaydHbIN IIEHTPY, K.0.H., MOCKBa;
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7.

10.

11.

CyxanoBa Harenna BaxrtanroBua — Bpaud-odramsmonior ®I'AY "HMMUL] 3m0poBbs

nereit"Munznpasa Poccuun, Mockaa;

TapacenkoB Amnapeii OJeroBud — Bpad-odraigbmonor, uiaeH Oomepoccuiickoi

OOIIECTBEHHOM OpraHu3aluyu «Accoruanus Bpaueii-opTaabMoia0roBy», MockBa;

Ilo3neeBa Hapexxna AuiekcaHapoBHa — gupektop YeOokcapckoro ¢ummania OIAY
«HMHUL «MHTK «Mukpoxupyprusa rinasa» nM. akaj. C.H. ®egoposa» Munsgpasa PO,
yiien O6mectBa Odranbemonoros Poccun, n.m.H., Yebokcapsr;

Bockpecenckass AnHa AJsieKcaHIApPoOBHA — Bpad-odTanbmotior Yebokcapckoro ¢uimana
OI'AY «HMUILl «MHTK «Mukpoxupyprus ria3za» uM. akaia. C.H. ®enopoBa» Mun3npasa
P®, unen O6mmectBa Odransmonoros Poccun, Yebokcapsi.

I'enmnr T'anuna Hwukxonaesna — uien Coera aupekTopoB «Anupuaus Esponay,
MPE3UICHT Poccuiickoit MexpernoHaabHOU 00II1eCTBEHHON OpraHu3aluu
«MexperuoHaabHbIA HEHTP NOICPKKU OOJIBHBIX aHupuaAnen «Pamgyxkan, K.I1.H.

KoH}uuKkT uHTEpECOB: OTCYTCTBYET

48



Ipunoxenue A2. MeToa0J10rusi pa3padoTKU KIMHUYECKUX PEeKOMeHIaluii

METOI[LI, HCIOJIB30BaHHbIC 1A c60pa/ce.11e1cu1m A0Ka3aTEJbCTB: IMONCK B 3JICKTPOHHBIX
0a3ax JaHHBIX; aHAJIN3 COBPEMEHHBIX HAyYHBIX Pa3paboTok mo mpobieme riaykoMsl B Poccun u 3a
py6exoM, 0000IICHIE MPAKTUIESCKOTO OTBITa POCCHICKIX W MHOCTPAHHBIX KOJIIET.

Hacrosime pexkoMeHmanuu B NPEABAPUTEIIBHOW BEpPCHMH  OBUIM  PELICH3UPOBAHBI
HC3aBUCUMBIMHU  S3KCHIEPTAMH, KOTOPBIC TPOKOMMCHTUPOBAJIN HOCTYIIHOCTH HMHTCPIPCTALUA
JOKa3aTCIbCTB, JICKAIIIUX B OCHOBC peKOMCHI[aHHﬁ, AJId TIPAKTUYCCKUX Bpaqeﬁ U IannuCHTOB.

KOMMGHTapI/II/I, IMOJIYUYCHHBIC OT 3KCICPTOB, THIATCIBHO CHUCTCMATH3UPOBAHBI U O6CY)KHCHI)I
npeacenareaeM W WieHamMu pabouedd rpymmbl.  Kaxaplii TyHKT OOCYXIE€H W BHECEHBI
COOTBCTCTBYIOIMHUEC U3MCHCHUSAM PCKOMCHIAIINH.

B JaHHBIX KIIMHUYCCKUX PCKOMCHAAIUAX BCC CBCACHUSA PAaHKHUPOBAHBI 110 YPOBHIO
JIOCTOBEPHOCTH (/I0OKA3aTEIIbHOCTH) B 3aBUCHUMOCTU OT KOJMYECTBA M KadyeCTBa HMCCIICIOBAHUU IO

JTAaHHOM mpolIIeMe.

[leneBasi AYANTOPUSA TAHHBIX KINHUYCCKUX [!GKOMGH!!&!!HFR

l. Bpauu-o¢ransmomnoru

2. Bpauun-neauarpsl

3. Bpaun-neonarosioru

4. Bpauu-renetuku

5. CrynenTsl MeguiuHckux BY30B, opanHaTOpB! U aCIIMPAHTHI.

Tadoauua 1. [llkxana onenku ypoBHeW nocTtoBepHOCTH nokazatenscTB (Y1) ans metomnos

JUArHOCTUKH (,Z[I/IaFHOCTI/I‘IeCKI/IX BMeI_HaTeJ'IBCTB)

Y Pacuimgposka

1 Cucremarnueckue 0030pBI HCCIEIOBAHUN C KOHTPOJEM pedepeHCHBIM METOJOM HIIH
CHUCTEMATHYECKH 0030p paHAOMH3UPOBAHHBIX KJIWHUYECKUX HWCCIEIAOBAHHNA C
IIPUMEHEHUEM MeTa-aHaln3a

2 OTtnenbHBIC HWCCIEIOBAaHUS C KOHTPOJEM pedepeHCHBIM METOIOM WM OT/EIbHBIE
PaHIOMHU3HUPOBAaHHBIE KIMHUYECKUE HCCIIEOBAHUS W CHUCTEMAaTHYeCKHe 0030pbl
WCCIIEIOBAaHM JIF00OTO JM3aifHa, 32 MCKIIOYEHUEM PAaHIOMHU3UPOBAHHBIX KIMHUYECKUX
UCCIICIOBAaHMM, C TPUMEHEHHEM METa-aHaIn3a

3 HccnenoBanust 06e3 MOCIEIOBATEILHOTO KOHTPOJSI pPEePEepeHCHBIM METOAOM MU
UCCenoBaHusi C pedepeHCHBIM METOJOM, HE SBISIOIUMCS HE3aBUCUMBIM  OT
UCCIIEyeMOTr0 METOJa WM HEpaHIOMH3UPOBAaHHBIE CPAaBHHUTEIbHBIC HCCIEIOBAaHHUA, B
TOM YHCJI€ KOTOPTHBIE UCCIIEI0BAHUS

4 HeCpaBHI/ITeJ'IBHBIe HCCICO0BAHNMA, OIMCAHNUEC KIIMHUYCCKOI'O Ciiy4das

5 HmeeTcs nuims 000CHOBAaHUE MEXaHU3Ma JACHCTBHS MJIM MHCHHE YKCIIEPTOB

49



Ta6auna 2. [Ikana oneHkn ypoBHe#H AocToBepHOCTH fokaszarenbcTB (Y /1) mnst meronos
NpopUIAKTUKY, JICYCHUsT W peadbunuranuu (MpoUiIakTUYECKHX, JTe4eOHBIX, PeaOMINTAIMOHHBIX

BMEIIATENbCTB)

YA Pacungposka
A

1 | Cucremarnueckuii 0630p PKU ¢ npuMeHeHneM MeTa-aHaIn3a

2 Otnenpapie PKU u cuctematudeckue 0030pbl HMCCIIENOBAHWN JIOOOTO AW3aiiHa, 3a
nckioueHrneM PKH, ¢ mpumeHeHneM MeTa-aHaan3a

[98)

HepaHHOMHSHPOBaHHBIC CpaBHHUTCJIbHBIC UCCICOOBAHNS, B T.U. KOTOPTHBIC UCCICAOBAHHNA

4 HeCpaBHI/ITeHLHHe HCCJIICAOBaHUs, OMMUCAHUC KIIMHUYCCKOr'0o Cliydas WM CCPpUU CJIydacB,
HUCCICIOBaHUA «CJ'Iy‘l&ﬁ-KOHTpOJ'IB»

5 | Umeercs numb 0OOCHOBaHME MEXaHW3Ma JCUCTBHUS BMENIATENbCTBA (JIOKIMHUYECKUE
UCCJIEIOBaHMsI) WJIM MHEHHUE 3KCIIEPTOB

Tabauua 3. [lkana onieHKH ypoBHEW yoenuTenbHOCTH pekoMeHnanui (YYP) nns metomnos
NpOoQUIAKTUKY, JUATHOCTHKH, JICUCHHUS U peadriuTanuu (MpoQHIaKTHUYECKUX, TUATHOCTHUCCKUX,

Je4yeOHBIX, peabuIUTAIIMOHHBIX BMEIIATEIbCTB)

YYP Pacuiugposka

A CunbHas pekoMmeHJalMs (Bce paccMaTpuBaeMble KpuTepud 3((HEKTHUBHOCTH
(ucxonpl) SBISIOTCS BaXHBIMH, BCE MCCIEAOBAHUS HUMEIOT BBICOKOE WM
YIOBJIETBOPUTEIBHOE  METOJOJIOTUYECKOE  KAauecTBO, MX  BBIBOABI 11O
HMHTEPECYIOIIMM HCX0/IaM SIBJISIIOTCS COTJIACOBAaHHBIMU )

B VYcnoBHas pekomeHnanus (He BCe paccMarpuBaeMble KpuTepuu 3((HEeKTHBHOCTH
(ucxofpl) SBIAIOTCS BAXKHBIMH, HE BCE HCCIEIOBaHMA HMEIOT BBICOKOE WIH
yIIOBJIETBOPUTEIBHOE METOJIOJOTMYECKOE KAuyeCTBO W/MIM HUX BBIBOABI 10
MHTEPECYIOIINUM HCX0/IaM HE SIBJISIFOTCS COIVIACOBAHHBIMU)

C Cnabas pexomeHmanus (OTCYTCTBHE JIOKa3aTEIbCTB HAJICKAIIETO KadecTBa (BCE
paccMaTtpuBaemMbie KpuTepud S(P(GEKTUBHOCTH (MCXOMbI) SIBISIOTCS HEBAKHBIMH,
BCE HCCIICIOBAHUS MMEIOT HHU3KOE METOO0JOTHYECKOE KAa4eCTBO M WX BBIBOJBI TIO
MHTEPECYIOIIMM MCX0JIaM HE SIBJISIFOTCS COTJIACOBAHHBIMHU )

IHopsiiok 00HOBJ/ICHUSI KIMHMYECKUX PEKOMEH A,

MexaHu3mM  OOHOBJIEHMS ~ KJIMHUYECKUX  PEKOMEHJAlUil  MpexycMaTpuBaeT  MX
CHUCTEMATUYECKYI0 aKTyallM3allii0 — HE peXe YeM OJMH pa3 B TPU rojia, a TaKKe MPH IOSBICHUU
HOBBIX JIaHHBIX C TO3MLIMM JOKa3aTelbHOM MEIMIMHBI 10 BOIPOCAaM JMATHOCTUKH, JIEUYEHUS,
NpoUIAKTUKN U peabUIUTallMi KOHKPETHBIX 3a00JIeBaHUM, HATMYUN O0OCHOBAHHBIX JIOTIOJHEHU/

3aMeuyaHui K paHee yrBepkaEHHbIM KP, HO He yaie 1 pa3a B 6 mecses.
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IIpunoxkenue A3. CipaBo4Hble MAaTEPUAJIbl, BKJIIOYAsl COOTBETCTBUE MOKA3AHUIT
K IPMMEHEHHUI0 ¥ MPOTHBOINOKA3aHU A, CTOCO0O0B MPUMEHEHUS U 103
JIEKAPCTBEHHBIX MPENapaToB, MHCTPYKUMH 110 IPUMEHECHHUIO JIEKAPCTBEHHOI' 0

npemnapara

I[aHHLIC KIIMHUYCECKUC PCKOMCHAalluN pa3pa60TaHLI C YU4C€TOM CJICAYIOIINX JOKYMCHTOB:

1. «Ilopsinka okazaHWsE MEIUIIMHCKOM MTOMOIIH AETAM MpHU 3a00JI€BaHUSAX TJ1a3a, €ro
NPUIATOYHOTO anmnapaTa u opoOUThD», yTBEPKIEHHOrOo nprkazoM M3 PO Ne 4421 ot
25.10.2012 1.

2. MexnayHnapoHas kiaaccudukaius 00ie3Hel, TpaBM U COCTOSIHUH, BIUAIOIINX HA 3I0POBBE,
10-ro nepecmotpa (MKB-10) (Bcemupnast opranuzanus 3apaBooxpatHenus) 1994.

3. Homenknatypa MeIuUUHCKUX yCIyT (MUHUCTEPCTBO 3ApaBOOXPAHEHHUS U COLIMAIBHOTO
pa3Butusa Poccuiickoit @enepanun) 2011.

4. ®epnepanbHblii 3ak0H «O0 OCHOBaX OXpaHbI 370pOBbs rpaknan B Poccuiickoit deneparumy
or 21.11.2011 r. Ne 323 @3.

5. Narenr na wm300perenne RUS 2641254 ot 18.08.2017,3aperucTtpupoBaHHbIii B
@enepanbHOl  cimy)k0e MO MHTEUIEKTyalnbHOHM  cobctBeHHocTH PO «Cmocob
muddepeHInaTbHOW W TMOATBEPKAAOIICH MOJICKYISIPHO-TCHETUYECKOW  JTMAarHOCTHKHU
BpoxaeHHON anupuaun 1 WAGR—cunzapomay.
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[puiaoxenue b. Anropurmsl geiicTBUA Bpaya

MoarBep:xaaomas MoJIeKYJISIPHO-TeHeTHYECKAS THATHOCTHKA BPOKI€HHOI aHUPUANT

LOGpa3e11 s noarsepxaesna JTHK-marnocrixn l
L3

L [Tonck xpynHbIX aenermii pernona 11p13, sxmogaiomero renst PAX6 u WT1 metonom MLPA I

IMoarBepkaenne aenemun
meroaoM FISH y namienta
H TIOATBEPXK/IeHHE
TeHeTHYeCKOro craryca
JIeJIeNHH Y poiuTeieii

ecTh
c WwTi

v

ITpennonaraemsiii AHarnos
WAGR-cuaapoma

T

Habmonenne y
Bpa4a-OHKOJI0ra

IMoxTBepXIeHNE reHeTHIeCKOro
CcTaTyca MyTalliH Y poauTeneii,
aHaAJIN3 MaTOreHHOCTH MYyTalHH B
COOTBETCTBHH C KPHTEPHAMH

ACMG

Kpynusie genemn pernona 11pl3

eCTh

_GELEEII**

HET

CexBeHHpPOBaHHE IK30HOB
5,6,7,8,9 rena PAX6

1

IToaTsepiknenue nenenun y
IalHeHTa aHATH30M TIOTEpH
TeTepO3UrOTHOCTH
ClIeIUIEHHBIX MapKepoB H
MO/JTBEpK/IeHHe cTaTyca

AellelHA y pojuTesnei
Mautsie BHYTpHIeHHEIE -
MyTanuH resa PAX 6
IToarsepxnenue
e reHeTHYeCKOro cTaTyca
CexBeHNpPOBaHHE YK30HOB MYTAIlfH y pOJHTEIeH,

1,2,3,4,10,11,12,13 rena PAX6

eCTh

¥
Mauisie BHYTpHIeHHEIE

:

Homepmemle Juarsosa

MyTanuy refa PAX 6
HET

aHAIH3 MATOreHHOCTH
MYTAIHH B COOTBETCTBHI C
kputepusvu ACMG

BPOXK/IeHHAS aHHPIJIHA

v

HaGnronenne y Bpaua-

odTanEMoIOra H Bpaua-reHeTHKA

"

ITojrreepxieEns quarsosa
BPOJKJIeHHAs aHHPH/IHA
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AnropurtM aeiictBuii Bpaya npu BA

[TanmenT ¢ nono3penrem Ha BA

!_

Juarnoctuka (KIMHUYECKas 1

MOJICKYJIIPHO-TEHETUYECKAS )

[Iponomxenue
JTUAarHOCTUYECKOTO

IHOoMCKa B paMKax

HCT

JIPyTHUX BO3MOKHBIX

Ja

XUpypruyeckoe Je4eHue

Ha

Jla

Her

Menukame®rosnas koppekiws BI' /]

Xupypruueckoe Jie4eHue KaTapakThl

Her

b

\4

Ja

Her

Kepatorpoduueckas
Tepanus

Peabmmmranus

Jucnancepnoe
HaOJIFO[eH1E

53




Ipuioxenune B. Undopmanms njs nanueHTa
BaxHo 1J1s1 Bcex BO3pPacTHBIX IPyIIL:
1. Ecau maHupyercs onepamus:

— BBl 10/KHBI OBITH YBEPEHBI, UTO TIOHUMAETE BCE HIOAHCHI, KOTOpble 00BsicCHWI Bam Bam
odrampmoIor;

— HE CTECHSIMTECH 3a/1aBaTh BOIPOCHI;

— HE CTECHANUTECHh MPOKOHCYIBTHPOBATHCS Y IPYTOTr0 CHENUAINCTA IS TOTO, YTOOBI IMETh
BTOPOE MHEHHE;

— IPOKOHCYJIBTUPYHTECHh B CBOEH 00IIECTBEHHON OpraHU3alMy M0 MOAEPIKKE MAI[EHTOB €
AHUPUIHECH.

2. Bcerna ocreperaiitech M y3HaliTe aJlbTepHATHBHOE MHEHME CIIELMAJINCTOB, €CJIH Balll

JAOKTOP PEKOMEHIYeT BaM cjeaylouiee:

— BBIIIUCBIBAET BaM KOHTAKTHBIE JIMH3BI;

— BBIIIUCBIBAET BaM JIMH3bl, UMUTHPYIOIINE PALYXKKY;

— PEKOMEHIyeT BaM ONEPALIMIO 110 UMILIAHTALIMU UCKYCCTBEHHOU palyKKu;

— Ha3HAYEHUE IJIa3HBIX Kalelb ¢ KOHCEPBAHTAMU;

— Ha3HaueHHe IVIa3HBIX Kanelsb ¢ pocdaramuy;

— eclM Bpau MpeasiaraeT YMEHBIIUTh BaM YHUCIO OCMOTPOB B rofy. Eciu BblsBICHA
riaykoMa, To BI'J] momkHO u3MepsAThCs Kaxkabie 3 Mecsiia JiloOoMy MaIMeHTy B JIIOOOM BO3pacTe.

Jlono/THUTeIbHbIE BELH, KOTOPbIE IOMOTaK0T KUTh ¢ AHUPUAUECH:

02 roga

— OyZIbTe B KOHTAKTEe C Ballel HAI[MOHAJIBLHOW OpraHU3allfel Mo MoJAEp)KKe MAIeHTOB C
AHUPUINEH,

— JIeJIUTECh OMNBITOM U 3HAHUAMU C IPYTUMHU POJUTEISIMUA M YUUTECh Y pOAUTENel ¢ Oosee
CTapLIMMH JETBMHU

— y3HaHTE O IpaBWIax MMOAAYU JOKYMEHTOB Ha NOJyYEHUE UHBAJIMIHOCTHU U MOAABANTE UX.

2-8 aer

— HaYHHUTE KOHTAKTHPOBATh C CEMBSIMH C 00JIe€ MAJIEHbKUMHU JETbMU C aHUPUIUEH, YTOObI
[IOMOYb UM QJANTHPOBATHCA U JaTh COBETHI, KOTOpPbIE BBl MOJYYMJIH, KOT/A Ball PeOCHOK ObLI
MIaaue

8-18 aer
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— MOJIOABIC JIFOJHU C aHHpH,Z[PIefI MOTYT Ha4aTb y4aCTBOBATbH B KOH(I)CpeHI_[I/ISIX 0 aHUPpUIAUn
" pa3JIMYHBIX BCTPCUAX, 9TOOBI Y3HATb MOJIOACKDb C TAKUM KC€ JUArHO30M U HA4YaTb O6HIaTI>C$I

— HOHpO6OBaTB 3aHUMATLCA CIIOPTOM C APYTUMH JTHOAbMH CO CHUXKCHHBIM 3PCHUECM.

B3pocCJIbIe

— CTaHbTEC AaAKTUBHBIMHM YJICHAMHU BaIllel HaIlMOHAJIbHOM opraHu3alu IO MOAICPIKKC

OOJBHBIX aHUPHIUEH,

— JACJIIUTECh CBOUM OIIBITOM C JOPYrMMHU JIFOJAbMH, 0O0JILHBIMHU aHI/IpI/I,ZII/IeI\/II, Imo mnoBoOay

JIEUEeHUs, HAIVISIAHBIX TOCOOMH U T.1I.
— U3y4YaiTe U CIeAyWTe MOCIEIHUM HAYYHBIM JTOCTHUKEHUSIM.

IInanoBeIe OCMOTPBI W BBISBJICHUC OCIIO)KHEHHM — OCHOBHAs ocjib MCIUIHWHCKOI'O

CONPOBOXKICHHS BPOKICHHON aHUPHINN.

IIpunoxenue I'1-I'N. IlIkanbl OeHKH, BONPOCHUKH U Pyrue OLeHOYHbIe
UHCTPYMEHTbI COCTOSIHUSA MALMEHTA, IPUBeIeHHbIC B KIMHUYECKUX

PEKOMEHIAUAX

Hepconanbnme JaHHbIC MAllUCHTAa

g ) e

HNmsa OTyecTBO Email: - IMoutoBbIl agpec

Kiunuveckui 1narno3 JJIsi manueHToB € CeMeHHBbIMH CJIYy4YasiMH

BA Bpo:xI1eHHOM aHUPHUINH:

3akir0o4yeHue Bpavyer

POACTBEHHUKH ¢ aHUPUAHEH (POICTOBHASA)
CIeNMAJINCTOB:HEBPOJIOra,

neaMaTpa/TepanesTa, o)TaIbLMOI0TA, C BA ITHK p
OHKOJIOTa, TeHEeTHKA U T.]I. nopajauyeckas JTHK-Tect HMa/Her
(ooBectHu )[la/Het
™M llQ'[
Y Oy

Onucanue BO3MOXKHOIO CHWMNTOM@KOMILIEKCA, HCHOJb3yeMbIX JIeYeHHs |
NPUCIOCO0IeHNH I C1a00BUASIIUX, ePRHeCeHHbIX onepauuni

[osxanyiicra, oudmire B 6amnax no mkaue ot 1 1o 7
" €pa

Ber
2

N = W o=
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(o] o CXEMATHYECKOE CXEMATHYECKOE
(0] (0] N30BPAKEHUE NN | U3OBPAJKEHME nim
D S KOMMEHTAPHI1 OD KOMMEHTAPHI1 OS
OBLIHE ACMEKTBI
Pa3mep riazHoro s6s0ka "
(1) Hopma

(2) muxpodransm/dTH3NC

(3) 6ydransm

Kocornasue

(1) mer

(2) a30Tpomus

(3) ax30TponHs

IITO3 BEK

(1) Bexo He 3aKpbIBaeT LIEHTP
POTOBUIIBI

(2) 3aKkpbIBaeT UEHTP POTOBUIIBI

3) 3aKpbIBACT POTOBHILY
EJTMKOM

Manudecranus nrosa

(1) Bpox1eHHBI

(2) nmpuobpeTeHHbII
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Onucanue Jpyroil MaTOJOTHUS
BEK

KOHBIOHKTHUBA

(1) 6 e3 maronoruu

(2) ecTpb mNpHU3HAKH «CYXOTO
rJ1azay

(3) (2)+ nebonbImoe BpacTaHHE
COCYJIOB B 30HY JIMMOa

4) )+ 3HAYUTEIILHOE
BpACTaHME COCYJOB COCYJOB B 30HY
mMba

=Ne)

(O]

CXEMATHUYECKOE
N30BPAKEHUE WJIHA
KOMMEHTAPHMU OD

CXEMATHYECKOE
N30bPa’KEHUE
KOMMEHTAPHH OS

nim

AHUPUIUA-TIPUCYTCTBUE TKAHU PAY KK

(1) HeTumuyHas Komoboma

(2) wHemomHAs AaAHUPUIUS —
OoJibIIast 4YacTh Pay>KK{ BHUIHA

(3) HemonHas aHUpPUIAUS —
DaIVKKHU TOYTH HE BUIHO

(4) moytHast aHUpUIUS

POI'OBHUIIA —-OBJIACTB JIMMBA

(1) Her mannyca B o0nactu
num0a, Ipo3payHasi pOroBUIIA

(2) «xpyroBoii maHHyc 0e3
BaCKYJISIpH3aluu <3MM

(3) Backynapu30BaHHBIH<3MM

(4) BacKyNIApU30BaHHBI>3MM
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POI'OBUIIA - 1OINIOJIHUTEJIBHO:

(1) nepudepruyeckue
BaCKYJISIPU30BaHHBIE IIPAMBI

(2) LIEHTpaJIbHbIE
BaCKyJISIPU30BaHHBIE IPAMBI

3) (1) 2)+
SIUTEINAIIBHAS./YHA0TEIHAIBHASIIEKO
MITEHCALMS

(4 )(3)+y3enku 3anpiManHa

(5) (3)+ xanpuupukaus

POI'OBHIIA - OIIEPAIIUA

(1) 6e3 onepanuit

(2) 1 xeparorutactuka (Kakas
CKBO3HAasl MJIM ITOCJIOMHAs)

(3) 2 u Gonee KepaTOIIIACTUKH

(4) kepaTonpOTE3UPOBAHNE

(5) npyrue oneparuu

XPYCTAJIUK

(1) mpo3paunsblif XpycTaInK

(2) HeOonpimasi  KaTapakTa
(rmazHoe JHO MPOCMAaTPUBACTCS)

(3) 3HauuTenbHas KaTapakTa
(rmasHO€ JHO HE MPOCMATPUBAETCS )

58




(4) adbaxus

(5) aprtudakus
(6) HUPHUIOXPYCTATHKOBAS
muadparma

JUCK 3PUTEJIBHOI'O HEPBA-BPOXXJEHHBIE

N3MEHEHUS

(1)nopmansusrit pazmep JA3H

(2) runomnazus [I3H

(3) aucruTacTUYHBIN JUCK

JUCK  3PUTEJIBHOI'O HEPBA-HA

OCMOTPA

MOMEHT

(1) 6meTHO-PO30BHIi

(2) 6nennerit JI3H

(3) OnenmHbI TUCTUIACTUYHBIN,
rraykoma He orieHuBaiach (3/]1)

4) (2t  rnaykomarosHas
SKCKaBaLys

cup-disc-ratio

MAKYJISIPHAS OBJIACTD

(1) ectb pedexc

(2) met pedurekca (rurnoriazus)
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(2)apyras maTonorus ra3HOTO JHA

OD

0S

CXEMATHUYECKOE
M30BPAKEHUE WJIN
KOMMEHTAPHM OD

CXEMATHUYECKOE
N30BPAKEHUE
7801
KOMMEHTAPHM OS

INUIrMEHTAIUS NEPUOEPUN CETYATKHA

(1) HOpManbHas

(2) nebonpiI0E U3MEHEHNE

3) OYCHb OyietHas,
anTpOMHOCTHYECKAS

JAPYI'ASI HATOJIOI'UA IEPUPEPUU CETYATKH

(1) muonnyeckue nereHepanun

(2) pyOus! (?)ceTuatku

(3) apyras nmatonorus

I'"IAYKOMA

(1) rma3Hoe naBieHHE B HOpME

(2) rmaykoMa Ha IEpBOM IOy

(3) rmaykoma 10 6-ro roga
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(4) rnaykoma ot 7 nmo 20-ro
rona

(5) rnmaykoma nocne 20-ro roaa

BHYTPUI'JIABHOE JABJIEHUEHA MOMEHT
OCMOTPA

(1) 1o10mmHG

(2) 11 - 18mmHg

(3) 19-25mmHg

(4) 26— 35mmHg

OJIsA 3PEHUA

(1) He olleHUBANTHUCH

(2) B HOpME

(3) HeOompIITNE U3MEHEHUS

(4) 3HaUMTETHLHBIC U3MCHECHHS

(5) ocTaTku CBETOBOCIIPHUSITUS

I''TAYKOMA - KOHCEPBATUBHOE JIEYEHUE

(1) rma3Hble Kamau HE HYXHbBI
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(2) HeobxoauM OAMH BHJ
KareJb

I''TAYKOMA - OIIEPAIIMHN

(1) 6e3 onepanuit

(2) omepammst Obuta, 0Oe3
OTTHCAHHUSI

(3) xpuorepanus HUIUAPHOTO
Tena

(3)nazepoTeparnus HUIMAPHOTO TENa

(5) cunycTpabeKyIIKTOMUS

(6) TpabekynmoromMusi WU
TOHHOTOMUS

(7)  wMIUTaHTHI
(Ahmed, Baervald,

TvTTe )

JAPYI'HE OIIEPAIIUN HA
I'TA3AX

OtnenbHO
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(0))]

(01}

CXEMATHYECKOE
N30BPAKEHHUE WIHA
KOMMEHTAPHUHU OD

CXEMATHYECKOE
N30BPA’KEHUE WJIN
KOMMEHTAPHUHU OS

PE®PAKHUA(TUOIIPTPUH)

(1) et cBeneHmil, 6€3 OUKOB

(2) TUIIEPMETPOIIHS
(auomTpuH)

(3) muonus (AMoNTpPUN)

KOHTAKTHRIE TUHRKI

(1) HuKOT1a HE HOCHIT

(2) HOCHN TIpO3paYHBIC JIMH3bI
U TIPEKPaTHIT

(3) HoOCWII  UBETHBIE U

TITNATNATIATT LINCTATL

4) 0OBIYHO HOCHUT
IPO3DPAYHbBIE

(5) 0OBIYHO HOCHUT IIBETHBIE

OCTPOTA RPEHUSA

(1) HE BocripHUMAET CBET

(2) cnabo BocnpuHHMAaET, 0e3
HarpaBJICHUS

3) MpaBUIbHAS
CBETOTMPOCKITUS

(4) BOCIpUHUMAET JIBUKEHUE PYKHU

(5) octpota 3penus 0.01-0,02

(6) octpota 3penus 0.03-0,1

(7) octpota 3penus 0.16-0,3

(8) octpora 3penuss 0.35 wu
Oonbie

HUCTATM

(1) mer

(2) ectp




HCIOJb30BAHHUE MMPUEOPOB
CJIABOBUISIIIAX

JUISE

(1) 6e3 mpubopos

(2) xpynHbie mpUdTHI etc.

(3) onTHYeCcKUE UHCTPYMEHTHI

4) 3JIEKTPOHHBIE
MHCTPYMEHTHI

(5) monp3yercs MamMHOW is
YTEeHUS

(6) ucnonn3yer Braille

Bamu oco0bIe 3aMeTKH
cBoOoxHOM Gopme)

(B

Pexomenganuu (OD)

Pexomenpamuu (OS)
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