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Cnmcok cokpameHui

AK — anupuuiiHas KeparonaTtus
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TepMI/IHI)I H onmpeacjJcHus

Bpoxknennas anupuausi (BA) — BpoxaeHHBIN MOPOK PA3BUTHS TJ1a3a, XapaKTEPU3YIOLUTUNCS
IOJIHOM MJIM YaCTUYHOW TMIIOIUIa3HeN pajyKKU U MaTOJIOrMYeCKUMH U3MEHEHUSIMU BCEX CTPYKTYP
riasa.

I'mnomuiazusi ¢oBea m aucka 3pureiabHoro Hepsa ([A3H) — orcyrctBue mnpaBuiibHO
chopmupoBaHHOM ceTtyatku B 30He ¢oBea u JI3H (Hemopa3BuTHE HaHHBIX CTPYKTYp),
XapaKTepU3yeTcsi OTCYTCTBHEM (HOBEAIbHON NENPEecCUU MaKYJISIPHOTO KOHTYypa M yMEHbIIEHUEM
pa3smepos JI[3H.

I'onnonucrenes — BpokaeHHbIe aHOManuu yria nepeaned kamepbl (YIIK) u apenaxHoi
CUCTEMBbI TJla3a, BO3HUKAIOIIME B pe3yibTaTe 3aJCPKKU B Pa3BUTUU U TuddepeHIranuu 3TUxX
CTPYKTYP.

AHMpHIMIIHAS KepaTomaTHsl — CBOCOOpa3sHOE HapYUIEHHE IPO3PAYHOCTH POTOBUIIbI,
BO3HHKaroIIee Ha (HOHE MEPBUYHON HETOCTATOYHOCTH JUMOANBbHBIX CTBONOBBIX KieTok (HJICK) u
MOCTEIIEHHO MpOorpeccupymolee oT neprudepun K LeHTPY POrOBUIIBI B BUJIE BACKYIISIPU3UPOBAHHOTO
naHHyca (HapyIleHue pa3BUTHS U pEreHepal HOpMaibHOW POTOBHIIBI).

Annpuauiinbiii  puopo3Hblii  cuHApoMm (ADPC) — 5TO OCIOXKHEHHE, CHIKAIOLIEe
3puTenbHbe PYHKIIMU U onucaHHoe ToiabKo npu BA. Ilpencrasiser coboit puOpo3HbIi pyO11OBBIii
IpoIlecC He BOCHAIUTENILHOTO MeHEe3a, aCCOLMMPOBAHHBIN € Pa3BUTHEM TMIIOTOHMM U (TH3HCA IJ1a3a

[40] 1 BO3HMKAIOIIKIT TOCTIE XUPYPTUUECKUX BMEIIATEIIHCTB.



1. KpaTkasi ungopmManus mo 3a00J1eBAHNI0 UM COCTOSHMIO (Tpymme

3a00J1eBaHUIl UM COCTOSIHUIA)

1.1 Onpeneaenue 3a00J0eBaHUA UJIH COCTOAHNSA (IPVIILI 3200J1€eBAHMIT UJIH COCTOSITHUI)

Bpoxnennas anupuaus (OMIM #106210) — penkuii HAaC/ICACTBEHHBIA BPOXKICHHBINA MOPOK
pa3BUTHs Tja3a, XapaKTePU3YIOUIMICS TIOJHOW WM YAaCTUYHOW THUIOIIIA3HeH paayKKH H
NaTOJIOTMYCCKUMU U3MEHEHHUSIMU BCEX CTPYKTYp TJia3a. 3aboyieBaHUE HACIEIYeTCs 0 ayTOCOMHO-

JIOMUHAHTHOMY THITY C TIOJIHOM MIEHETPAHTHOCTHIO U BApbUPYIOIIEH dKcIIpeccuBHOCTRIO [1, 2, 3].

1.2 DTHoJOrusa M naroreHes 3a00JeBaHusl MJIN COCTOSAHUA (IPYINbI 3a00J1eBAHMI WJIH

COCTOSIHUM)

B ocHoBe »3THOIOrHU BA, KaK CaMOCTOSITEILHOH HO30J0TrMYeCcKOM CAMHUIBI, JICKAT

mytanuu rena PAX6 B 90 % cinydaeB (OMIM *#607108), B TOM yuciie XpOMOCOMHBIE TIEPECTPOUKH
peruona 11p13 c BomieueHuem Jyiokyca PAX6 wim B 5 % ymaneHHOU yuc-perynsaTOpHON o0nacTu,
KOHTposmpymomeid skcrnpeccuto rera PAX6 [1]. B 5% dopmupoBanue BA accomuupoBano c
mytanusamu reaos PITX2(OMIM *601542),FOXC1 (OMIM *601090), FOXE3 (OMIM* 601094),
CYP1B1 (OMIM* 601771), PITX3 (OMIM* 602669), FOXE3 (OMIM* 601094), FOXC1 (OMIM*
601090), PXDN (OMIM* 605158)) [2,4]. Ilatorene3 BA, kinHWYeCKHE MPOSIBICHHS, CTEIECHb
MOPaXKEHHs PAa3IMYHBIX CTPYKTYp TJiaza OOYCJIOBIEHBI T€HETHYECKON T'eTepOTreHHOCThIO, MPUYEM
KaK JIOKYCHOH (MyTaIll¥ pa3IUYHbIX T€HOB), TaK U aJUIeNbHOM (TUT MyTanuit). bonbIioe 3HaueHue B
(hOPMUPOBAHNN KIIMHUYICCKOW KapTHHBI HTPACT TeHETHUECKUN (DOH, T.e. COBOKYITHOCTh M COUYCTAHUE
TeHETHYECKUX BapPUAHTOB, KOTOPBIC MMPUBOIAT K CHUKCHHIO ajanTarud [S].

B Hacrosmumii MOMeHT HeT enuHol knaccudukanuu BA. Yapumis A. B 1996 1. npemioxuna
knaccuduipoBath BA ¢ TOUkHM 3peHHUs dTHONATOreHe3a W KIMHH4Yeckoro moprperta. CorimacHo
naHHOW kiaccudukanmuyn BA  OTHOCHUTCS K Tpymme ME3eHXUMAIbHBIX JINCTEHE30B TIJIa3a
(penorunmueckass cepus OMIM#107250) [6]. B nmanpHeimem, T1ociae OTKPBHITHS TE€HOB,
YYaCTBYIOIINX B STHOMATOTE€HE3€ AUCTEHE30B MEePEAHETO OTPe3Ka Iasza, B JaHHOW KIacCH(PUKAIIUU
BBIICTIIIIA § KIMHUKO-TEHETHYECKUX THIIOB, ACCOLIMUPOBAHHBIX C MYTAIMSIMH B Pa3IMYHBIX T€HAX
(PITX3 (OMIM* 602669), FOXE3 (OMIM* 601094), FOXC1 (OMIM* 601090), PITX2 (OMIM*
601542), CYP1B1 (OMIM* 601771), PXDN (OMIM* 605158) [7,8]. Kpome Toro, K 3TO¥ rpyrie
MO>KHO OTHECTH U JIPYTUE COCTOSIHUS, BBI3BIBAEMBIE MYTAIIUSMHU B T€X K€ T€HaX: aHOMAJIUU TPYTIIIBI
cugapoma Axcenpenbaa — Purepa (OMIM #602482), wupuporonuonucrenesst 1, Il Tuma
(OMIM #601631 1 OMIM #137600), anomanus [Terepca (OMIM #604229) [9].


http://omim.org/entry/106210
http://omim.org/entry/601631
http://omim.org/entry/604229

HUcxons w3 sTUomnaroreHe3a, KIMHUYECKOW KapTuHbl BA, yCTaHOBIEHHS TEPBHUYHOM
MOJICKYJISIPHOM TPUPOABI U JIMTEPATYPHBIX JaHHBIX B HACTOSIIMH MOMEHT LEIeco00pa3Ho
CUCTEMATHU3UPOBATh PACCMATPUBAEMYIO aHOMAJIHMIO CIIEIYIOIIUM 00pa3oMm.

1. V3onupoBaHHas BpOXK/ICHHAS aHUPHIHS (MJIM HECHHAPOMAIbHAs BPOXKACHHAS! aHUPHIHSL).
B 75% BA ciywyaeB pa3BHBaeTCs Kak HW30JMPOBAHHAS TJla3HAs aHOMAJMsS C BOBJICYEHUEM B
NATOJIOTUYECKHUI TMPOLIECC TOJIBKO 3PUTEIBHOTO aHaIM3aTopa 0e3 M3MEHEHHMH B JPYruX CHCTEMax
opratoB [10]. CoriacHo 6a3e ganapix OMIM Boinessitot Tpu popmbi: AN1 (OMIM #106210), AN2
(OMIM #617141) u AN3 (OMIM #617142). OHu accOUMHUPOBAHBI COOTBETCTBEHHO C T'€HAMHU
PAX6, ELP4 (OMIM* 606985) [11] u TRIM44 (OMIM* 612298). OaHako, €IMHCTBEHHOMI
npuynHOii BA mo-mpexHeMy cuuTaeTcsi CHW)KeHue wiM u3MeHenue ¢ynknmm reHa PAX6. B
JAHHYIO TPYIIYy MOMUMO BA BKIIIOYEHBI aHOMAQJIMU TPYMIbl O(TaTbMOIOTHYECKAX CHHIPOMOB:
Axcendenbaa — Purepa (OMIM #602482), upunoronnoaucrenessl I, II Tuna (OMIM #601631 u
OMIM #137600), anomanus [lerepca (OMIM #604229) u nekotopsie apyrue [9].

2. Anupuaus, BXOIAIIas B CHMITOMOKOMIUJICKC HACJIEICTBEHHOro cuHapoma. B 25%
ciydaeB BA sdBisercs CUMOTOMOM HACIEACTBEHHON CHHIPOMAlbHOM MAaTOJOIMH, IPU KOTOPOM
HOPaXXalTCsI B COOTBETCTBUU C 3SMOpPHUOI€HE30M HEBPOJOrMYecKas, HHIOKPHUHHAs, OIOPHO-
JIBUTATeNIbHAs W JpYyrde CHCTEMbl B COYETAaHUM JpPYr C JPYroM WIM 1O OTAENbHOCTH.
HacnenctBenHble CHHAPOMBI C TIOJIMOPTAaHHBIM TMOPAKEHUEM U BPOXKICHHBIMH aHOMAITUSIMH
paxy’KKu BCTpedaroTcst mpumepHo B 12 % ciydaeB. JlanHas rpyrina 3a0ojieBaHU acCOIMUPOBaHaA C
MyTalUsIMH U XPOMOCOMHBIMH MEPECTPOKAaMHU, BOBICKAIOIINMHE Kak JoKyc reHa PAX6 [12, 13], Tak
U B Ipyrux reHax (mo 5 %) [2, 4, 14, 15]. OCHOBHBIM CHHAPOMOM JTaHHOU TPYIITIBI, COCTABIISIFOIINM
Oosiee TIOJIOBMHBI BCEX Cy4aeB cHHApoManbHON BA m 2,5-13 % Bcex ciy4aeB HM30JIMPOBAHHOU
aHoManuu paayxku sBiusgerca curapom WAGR (OMIM #194072), koTopelii XapakTepu3yercs
YeThIpbMs KIMHUYECKUMHU TpU3HAKaMU: onyxojibio Bunbmca (W), BpoxxaeHHON aHupugueit (A),
yporeHuTanbHbIMU HapymeHusMu (G) u 3a7epkKKoil ncuxoMoTopHoro passutus (R). Otuonoruro
WAGR cuHapoma CBS3BIBAIOT C JENENUSAMH Pa3sHOM MPOTSHKEHHOCTH TEIOMEPHOM 4acTu
xpomocomuoro  permona  11pl3  (hgl9::chr11:31,000,001—36,400,000), 3axBaTbIBaroIICiH
onHoBpeMeHHO reHbl PAX6 u WT1, unentudunupyemoii B aureparype kak WAGR-o6macts [1, 12,
16].

Kpome WAGR cunzapoma BpokIeHHass aHOMaIusl paay’KKH ONMCaHAa B COCTAaBE CHUHAPOMA
I'manecm (OMIM #206700), KOTOpBIH XapaKTepu3yeTcss YacTUYHON THIOIIIa3hue paJayKKH,
OTCTaBaHMEM B YMCTBEHHOM PA3BUTHH, MO3KEUKOBOW aTaKCUEH M TMIOIIa3Hel Mo3keuka. ToJIbKO

B TpeX CilydYasX BBISIBIEHa accomuanus c¢ Jokycom 11pl3 [17,18]. B 2016 romy oOHapyxkeHa


http://omim.org/entry/601631
http://omim.org/entry/604229

TeHeTHYeCKass TpPUYMHA AayTOCOMHO-IOMHUHAHTHOTO cuHApoma [wmieciu — Tten ITPR1
(OMIM *147265) [19, 20].

BA B xoMOMHanuu C W3BECTHBIMH Ha HACTOSIIMA MOMEHT CHHAPOMAMH U B COCTaBe
HEKOTOPBIX MHOXECTBEHHBIX IMOPOKOB PAa3BUTHS ONKCaHA B CIUHUYHBIX CIy4asx MpPU MYTalHiX B
renax FAM111A (OMIM *615292), PORCN (OMIM *300651), BBS1 (OMIM *209901) [21], npu
XPOMOCOMHBIX cuHApoMax 22¢11 [22] u koJblieBoi XpoMocombl 6 [23, 24, 25].

B 3aBepmienuun paszzena XOTenoch Obl OTMETHTH, YTO MPOTPECC 3HAHUKA B MOJEKYIISIPHOM
OHMOJIOTMY 3HAYUTEIILHO U3MEHIII IEPBUYHOE BOCIIPUSATHE B ATHONATOT €HE3€e, KIIMHUYECKON KapTHHE
U BO3MOXKHOCTSIX JICYCOHBIX W PEAOMIIMTAIIMOHHBIX MEpOnpusATHi. JlaHHBIH mpoIecC TOJBKO
HaOMpaeT 00OPOTHI U MPEANOIAraeT BO3MOXHOCTh JaTbHEHIINX pacin(poBOK IEHCTBUS T€HOB UX

BIWSAHHUA HA ITATOI'CHETUYCCKNEC MEXaHU3MBbI.

1.3 DnuaeMuogoruss 3a00J4eBaHUA WJIH COCTOSAHHS (rpynnbl 3a00J1€eBaHU WM

COCTOSIHUM)

CoryacHo ©0a3e JHaHHBIX peakux M Op(haHHBIX 3a00JIEBaHUN PACIPOCTPAHEHHOCTD

n3oaupoBaHHoi BpoxkaeHHor anupuaun (ORPHA:250923) cocrasisier 1-9:100000 [26].
[lo nuteparypHbIM JaHHBIM YacToTa Becrpeyaemoctd BA Bapbupyet ot 1:50000 o 1:100000
HOBOPOXXIEHHBIX [27-29]. CooTHOIIEHHE CEeMEHHBIX M EAMHUYHBIX (CIOPaJUUYECKUX) CIIydyaeB

OTJIMYACTCS MO JaHHBIM Pa3HbIX aBTopoB: ot 2:1 [2, 14, 30] no 1:2 [4, 31].

1.4 Oco0eHHOCTH KOAMPOBAHNS 3200JeBAHMSA HJIN COCTOAHHUSA (rpynnbl 3a00JeBaHUi

HJIM COCTOSTHUI) 10 MeKIYHAPOIHONM CTATHCTHYECKON Kiaaccudukanmu 0oJie3Heii u nmpooJaeM,

CBSfI3AHHBIX CO 3/10POBHEM

BposkaeHHble aHoMannu (MOPOKU pa3BUTHs) MepeHero cermenTa riasa (Q13)

Q13.1 — OrcyTcTBHE pagyKKH.

1.5 Kaaccupukanusi 3a200J/IeBaHUsI _WIN _COCTOSIHMA _(rpynnbl _3a00J1eBaHMI _WJIN
COCTOAHMI)

(krunuka BA; kaunuueckue koppenayuu ¢ munamu mymayuii PAX6; kiunuka enayxomsl npu

BA; knunuxa kamapaxmol npu BA,; kiunuxa eunonnaszuu gposea u J{3H npu BA)

1.6 Kinnanuyeckass kapTuHAa 3200J1eBaHUS WM COCTOSIHMSA (rpynnbl 3200J1€eBAHUNA W1

COCTOSIHMA)




XanoOpl manuMeHT M POAUTENH MNPEAbSBIAIOT peako. B ocHoBHOM mnpu (Gu3NKaIbHOM
00CJeI0BaHUM CHMIITOMBI BBIABISIOTCA Neauarpamu. [Ipm HE3HAUMTETHbHOM BOBJICYEHUU B
NATOJIOTUYECKUI TPOIECC paayKHOW 000510ukH, 3a00JieBaHHE AMATHOCTHPYETCS MPH ILIAHOBOM
CKpUHHUHTEe Bpaua-odrampmoiiora. O0wem nedexra paaykHOH 000JOUKH BaphUPYET OT €€ MOJHOTO
OTCYTCTBHS IO HE3HAYUTENbHOU rumnoruiasuu. [lpu cnaboii crernenn BHIpaXKEHHOCTH pa3Mep 3pauka
MOXET OBITh HOPMAJIBHBIM, OJHAKO, MOTYT HaOJIOAAThCS W3MEHEHHE CTPYKTYpPhI DPaxy>KHOU
000JIOUKM MpU NPOBEACHUM TOHMOCKonuu (cM. pasgen 2.3). Jlpyrue H3MEHEHUs pagykKKU
XapaKTepU3YIOTCS YaCTUYHBIMU JepeKTaMud B BHUAEC ATUIUYHOM KOJIOOOMBI, SKCLEHTPUYHOTO
3payka, MOJIMKOPHUH UM SKTPOITMOHA PATyKKH.

[TaHOKYNSApHBIA  XapakTep MOBPSKIACHUH TIOMHUMO JAceeKTa paxyKHOH 000JI0UKH
XapaKTepu3yeTcss KepaTolaThued, TIayKoMoH, KarapakToi, rumnomiasueid ¢osea wu JI3H,

MHUKPO(TAIEMOM U MEKpOKOpHea [5].

H3zmenenus pocosuywl npu BA

Anupuouninas kepamonamus (AK) siBnsercss oqHUM U3 HauOOJIee YacThIX OCIOXHEHUN BA,
OPUBOAIIMX K 3HAYUTEIIbHOMY CHW)KCHHMIO 3pUTENbHBIX GYHKIMA u  guckomdopry. B
OOJBIIMHCTBE MCCIEAOBAHUN YacTOTa OOHAPYKEHHS BHIMMBIX H3MEHEHH POTOBHIIBI COCTABIISET
80-90%. B nerckom Bo3pacte B 85% cityuaeB nmpeBaupyroT HavanbHble cTagun AK [32].

[Ipuunny Bo3HukHoBeHusi AK cBsswiBator ¢ HJICK [10] u anprepanueit J1nMOanbHOTO
MHKpPOOKPY)KeHHsI BeieacTBue mytaiuu B reHe PAX6 [33]. Memiennoe mporpeccupoBanne AK
COMPOBOXKAAETCA  IIEHTPOCTPEMHUTENbHBIM  HApaCTAaHHMEM  KOHBIOHKTHUBAIBHOTO  IaHHYCA,
HEOBaCKyJIsipU3anueii, mosBieHneM (prOpO3HBIX YIaCTKOB, 3aXBATHIBAIOIINX JUTEINN POTOBHUIIB U
€e MEepPEeIHIOI CTPOMY. Y CTaHOBIIEHO, 4uTO npouecc AK pa3BuBaercs moCTaguitHO C MOCTEIEHHBIM
NPO/BMKEHHEM OT Nepu(epuu pOrOBUIIbI K LIEHTPY.

N3menenus porosuiibl pu AK 3aXBaThIBAIOT HE TONBKO €€ dMUTENHANbHbBIE clion. OTMEYEeHO
aHOMAaJIbHOE pa3BUTHE 0a3albHOM MeMOpaHbl SMUTENHUS U OOYMEHOBOM MeMOpaHbl, a TaKxke
YBEJIMYEHUE TOJIIIHUHBI cTpoMbl poroBuibl [31, 34-36, 37, 38]. B To ke BpeMs MopdoIoruveckue
U3MEHEHHsSI He 3aTParuBaioT JeCleMETOBY MeMOpaHy U SHAOTeIHOUUTHI [39].

Hsmenenus paoysxcku npu BA:

- TIOJIHAsE aHWPHUIWS — TOHHOCKONWYECKH BCETIa OIPENENSIOTCS PYIUMEHTHI PalyKHOU
TKaHH;

- YaCTHYHAsl aHUPUUS,

- aTUIIMYHAS KOJIoOOMa,



- 9KTPOIIMOH COCYAMCTON TKaHHU.

V¥ 50-85% nauuentoB ¢ BA pa3BuBaroTCs HOMYTHEHHS B XPYCTaJIUKE.

Knunuxa kamapaxmul npu BA:

B nerckom Bo3pacTe KaTapakTajbHbIE MOMYTHEHUS NPEUMYILECTBEHHO IPEICTaBICHBI
BPOXKJICHHBIMH [TOMYTHEHUSAMHE, KOTOPBIE COCTaBIISIOT 44-67% ciyuaes [29, 32].

- BpoxxaeHHas karapakrta (BK) nanbonee dacto BcTpewaeTcss B BHjE NepeaHed U 3aAHEH
HOJISIPHBIX KaTapakT 0e3 MPU3HAKOB mporpeccupoBanus [32];

- MOJBBIBUX XPYCTAJIMKa, SBISAIOLIMICA NPOSBIEHUEM HEJIOCTaTOYHOHW CTaOMIBHOCTU
CBSI304HOIO ammnapara.

B 3aBucumoctu ot TskecTd BA M COCTOSHUS LIMHHOBBIX CBSI30K MOKET OBbITh
JMArHOCTUPOBAH MOJBBIBUX XPYCTaINKa, XapaKTEPHA €ro 3KTOINHS B BEPXHIOIO IIOJIOBUHY.

Knunuka enaykomer npu BA:

Haubonee 4yacTelM  CONYTCTBYIOLIMM  IposiBieHMeM BA  sBisercs  riaykoma,
MaHu(ecTUpymoiias B OOJNBIIMHCTBE CIy4acB B JETCKOM M IOJPOCTKOBOM Bo3pacte [24, 32, 40].
Perennus BIK npu pazButuu riiaykoMato3Horo npouecca npu BA BbI3BaHa HATMYMEM pa3iIMYHbIX
¢dopm rounosnucrexesa B ToM uuciie 3akpeiteM YIIK BenencTBue npnio-KopHeaabHOIO cpallieHus, a
TaKXe TPAKIIMOHHBIM HATSKEHUEM OCTaTKOB PYAMMEHTapHOU paayKHON TKaHHU HaJ TPaOeKyIsIpHOM
CeTbl0, U JE(PEKTUBHOCTbIO caMOW TpaOekyaspHOW ceTH. [OHMOCKOomMYeckas KapTHHA
JEMOHCTPHUPYET HAJTNUMEe TOHKUX NEPEMbIUEK, COKpAIllEHUEe KOTOPBIX MPUBOIUT K 3akpbITHiO YIIK.

Knunuka eunonnazuu ¢posea u /{3H npu BA:

Hns nereit ¢ BA xapakTepHa pasziuuHas cTeneHb (poBealbHOW TUIOIUIa3UM, YTO SBISETCA
MPUYMHON HHUCTarMa BCIIEJCTBUE CEHCOPHON HEAOCTATOYHOCTU U BPOKIEHHOT'O CHUKEHHS OCTPOTHI
3peanst (0,1 ¢ xoppekuwmeit). Yacrora mnposiBIeHU#M rumoriazuu (oBea y TalUeHTOB ¢ BA
kosiebnercst ot 50 10 84%. BA B 1/3 ciydaeB conmpoBOXKAaeTCs 3aAePKKON 3pUTEIBHOTO Pa3BUTHS
(delayed visual maturation — DVM) — 5T0 3amejyieHHE CIIOCOOHOCTH K Pa3BUTHIO (PHKCALIUU
B30pa B TEUEHHE MEPBBIX TPEX MecsieB u3Hu [5]. B cpaBHeHuu ¢ runormiasueii posea rumoriasusi

JI3H BcTpedaetcs HaMHOTO peske u otMeueHa y 10,7-23% naruenTos [32, 41].

2. JlnarHocTuka 3a001eBaHUs WIN COCTOSIHUS (TPyNnbI 3200/1€eBAaHNA U1K
COCTOSIHUI), MEIMIIMHCKHE IOKA3AHUA M NPOTHBONOKA3aHUSA K IPMMEHEHHIO

METO/10B JHATHOCTHKH
ﬂuaeyos' BA evicmaensiom Ha OCHOBAHUU AHAMHECMUYECKUX ()aHHbl)C, pesyibmamos

KJIUHUYeCKo2cO OQbmaJZbMOJZOZI/l’-leCKOZO O6Cﬂe()06aHu}Z, Komopoe  eKjrovyaem Ha60p
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CMAaHOAPMHBIX U BbICOKOUHDOPMAMUBHBIX OONOIHUMENbHLIX MemOo008 UCCIe008aAHUS U
pe3yibmamos MoeKyIapHo-eenemudeckol ouaznocmuku. Ilonnoe ogmanvmonozuueckoe
obcnedosanue  gkaOyaem 6  cebs  BUIOMemMPuUl0,  MOHOMEmMpPUio,  20HUOCKONUIO,
OUOMUKPOCKONUIO, OQMATbMOCKONUIO, U3MEPEeHUe YEHMPANIbHOU MONUWUHbL  PO2OSULbL,
onmuueckyro Koeepenmuyro momozcpaguio (OKT) maxynapuoi zouer u J3H, u/unu ux
BU3VATIbHOE UCCLE008AHUE C NOMOWDBIO Wee8OU IAMNbL U MOYHO20 PA36EPHYIMO20 ONUCAHUSL.
Buvinonusemca gpomopecucmpayus 21a3Heix npossienull. Y Hekomopvix nayueHmos ocmMomp
271a3H020 OHA, OOHAKO, HEBO3MOJICEH (8 CA3U C HEeNnpPO3PAYHOCIbIO ONMUYECKUX Cpeo U3-3a
YeHMPAIbHO20 HNOMYMHEHUsT pO208UYbl U USMEHeHUll XpYCmaauxka) uiu ocpaHuyeH
8bIpadiceHHblM Hucmazmom. Ommeuaromcsi OONOIHUMENbHbIE OCIONCHEHUS. CO CHOPOHbI
HEPBHOU cucmembvl, No4eK, IHOOKPUHHOU U Opyeux cucmem opearnos. OnpocHlll 1ucm 0.

3ANOJIHEHUA 6pAYAMU CEHEMUKOM U 6pa’{0M'0¢mClJZbMOJZ020M npueoéumc;z 6 NPUIOIHCEHUU I

Tabmuua 1. Metoabl 00ciieq0BaHUS

CrangapTHble JMarHocTuyeckue | PacimumpeHHbIH CIEKTP JHATHOCTUYECKUX METOAUK
METOIUKH (I0MOJIHUTEJILHO K CTAHIAPTHOMY Ha00pYy)

Onrtuyeckoe JlazepHOoe UCCIIEJOBAHNE TOJTIOBKU
Hapy»xHbl1ii ocMOTp 3pUTEIHHOTO HEPBA U CJI0S1 HEPBHBIX BOJIOKOH C
MOMOIIIBIO KOMITbIOTepHOT0 aHaimu3atopa (HRT)

OnTruyeckoe KOrepeHTHOE TTOCIIONHOE UCCIIEIOBAHNE

MEePEAHET0 U 33JTHEr0 OT/eJIa IJ1a3a C IOMOIIbIO

Pedpakromerpusi, Busometpus
KommbioTepHOro ananusaropa (OKT mepeanero u

3aJHEr0 OT/IEIOB)

DneKkTpohU3NOIOTUUECKHE METOIBI HCCIICIOBAHUS
bromukpockonus riasza (peructparys 3pUTEIbHBIX BI3BAHHBIX MOTEHIIHAIOB

KOpPBI TOJIOBHOTO MO3Ta, 3JIEKTpOpeTHHOrpadust)

Odranbmockonus VY bpTpa3BykoBas MPOCTPAHCTBEHHAsE OMOMHUKPOCKOIHS

OdranbMOTOHOMETPHS [Tepumerpus
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N3mepenue nuamerpa poroBULibL,
Keparonaxumerpusi, KOHQOKaIbHasi MUKPOCKOIHS
aumOa (KepaToMeTpus,

POTrOBHIIBI
TMMOOMETpPHS)

VY bTpa3ByKOBOE UCCIICOBAHHE
WpunokopHeanbHasi roHrorpadus (Meroanka
riia3Horo sionoka (B- s
MpeyCMaTPUBACT 3aMUCh TUHAMHYECKOW TOHHOCKOITHA
CKaHMPOBAHUE), YIbTPA3BYKOBAs .
C TMIOMOIIBIO PETHHAIBHON KaMephl)
OuomMeTpusl riasa

buomukpodororpadus raazHoro AHa ¢ UCIOIb30BAHHEM

I"'onnockonusa
byHIyC-KaMepsl

MLPA ananu3 — aHamu3
KOIMMMHUHOCTU F€HOB B JIOKYCE
11p13 ¢ noMomIbIO peaKIuu dayopeciientHast in Situ rudpuausanus FISH co
JUTa303aBUCUMON aMIUTA(DHUKAIAH CrenpUICCKIME 30HIaMHU

30H/IOB, MIPSIMOE CEKBCHUPOBAHHE
no Conrepy rena PAX6

YV oemeti ¢ BA ¢ manughecmayueii enaykomwl 8 panHem 803pacme ¢ pazgumuem KiUHUYecKo
KapmuHvl KIACCUYECKO20 2UOpohmanvma OUASHOCMUKA 2IAYKOMbL He Npeocmasisiem
ocobvix cnoxcnocmen. Illpu 6onee no3omeu manugecmayuu OHaA MOdHCEM BbI3bIBAMD
MpyoHoCmu  uU3-3a  OMCYMCMUsi  Uid  C1aO0U  BbIPAINCEHHOCMU  XAPAKMEPHOU
CUMNMOMAMUKU, A MAKACE PACMAHYIO20 80 6PEeMEHU NAMOJI02ULECKO20 Npoyeccd.

Panusaa  ouacnocmuxa muanpasnena Ha GvlAGleHUe NPUSHAKOE DACMANCEHUs 21d3d,
BbI3BAHHO20 NOObEMOM — 8Hympuerazno2o oaenenus (BIJ]), Hauanvuvix nposenenul
ampoguueckux npoyeccos 6 /{3H, cnoe nepsnuvix 6onokon cemuamku. Ilocmanoska panne2o
OUACHO3a 21AYKOMblL 00IHCHA 0A3UPOBAMbCS HA KOMNIEKCHOM AHANU3e OAHHbLIX C YYemoM
ACUMMEMPUYUHO20 XAPAKMepa KIUHUYECKUX U MOPGHOQPYHKYUOHATLHBIX XAPAKMEPUCUK
NAPHBIX 2N1a3.

Obnapysicenue nomymuenuil xpycmanuxa (Kamapaxmol) He npedcmagisien CloNCHOCmel U

ouazHocmupyemcsi, Kak npasuio, npu OUOMUKPOCKONUU 21d3d.

2.1 ’Kaja00bLl 1 aHAMHE3

e Pexomenayercsi cOop anamHe3a ¥ kajo0 y Bcex manueHtos ¢ BA [40, 42].
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YpoBeHb yoenuTeabHOCTH pekomeHaanmii C (ypoBeHb JJOCTOBEPHOCTH JI0KA3aTEILCTB — 4)
KommenTapuu: Bce demu Oondichbl Obimb 00C1€008aHbl NEOUAMPOM, HEBPONAMOLOZOM,
KapOUuosi020M, 2eHeMmUuKoM U Npu HeoOXO0OUMOCU OpYeUMU CNEeYUATUCMAMU HA npeomem
HAAUYUsL COMAMU4eckou namonocuu. Bulisicnenue ceedenuti o pannem HNOCMHAMATLHOM
nepuooe: wacmome U msANCeCmu NepeHecesHHblX UHPEKYUOHHBIX 3a001e8aHUL, XPOHUUECKOU
namono2uy, ailepeUYecKux peaxyutl. Bvidenenue Hanuuus 803MOJCHLIX NPUYUH U
npeopacnonazarwux — (akmopos  603HUKHOGeHUs  3a0o0neanus  (6HympuympoOHble
unexyuy, arumeHmapHvie Gakmopvl u opyaue) nymem O3HAKOMAEHUS C COCMOSHUEM
300p0o6bs mamepel, C8e0eHUll aKyUepCKO-2UHeKoN02uuecko2o avamuesa. Illpu uanuuuu
2naykomsvl y pebéuka ¢ BA, eadcHublmM acnekmom paccnpoca pooumeneu  A6NISAemcs

I/,tefleHal’lpa&ZeHHbll/vl AHAIU3 BPEMERU NOABIERUA NPUSHAKOE 2/IAYKOMDBbL.

2.2 duzukajabHoe 00CaeT0BAHUE

dusukaabHOE 06CJ'IGI[OBEIHI/IC HC I/IH(i)OpMaTI/IBHO.

2.3 JIaGopaTopHbIe JTHATHOCTHYECKHE NCCAeT0BAHUSA

e PexoMenayercsi moATBepikaaroNIas MoJeKyinspHas nuarHoctuka BA u cunapoma WAGR
oOsi3atenpHast Ansi OONbHBIX BA © BKIIOYaeT HECKONBKO JTAaloOB B COOTBETCTBUU C
pa3paboOTaHHBIM aJTOPUTMOM, TPEJCTABICHHBIM B MEIUIIUHCKON TexHomorun [43] u
narente RUS 2641254 ot 18.08.2017, 3apeructpupoBanHoMm B DenepanbHOl Ciryx0Oe 1o

MHTEJIEKTyalbHOM coocTBeHHOCTH PD [44] (Puc.1).

YposeHnb yoenureabHocTH pekoMenaanuii C (ypoBeHb JOCTOBEPHOCTH JT0KA3aTEIbCTB — 3)
KommenTapuu: Bwioenenue JJHK u3 neilikoyumos nepugepuueckoii Kpoeu nayueHmos,
coopannou 6 npooupxy ¢ I/TA (amunrenouamuHmempaykCcyCHou KUCI0MOU), npo8oOUMCsL
no 00HOMY U3 cmaHoapmuulx npomokonos ouucmxu JHK. [na ananuza pooumenbckoco
MO3aUYU3MA NO OOHAPYICEHHOU Y NpoOAHOA Mymayuu UCHOAb3YIOMCA 00pasybl MoOYU U
OyKKanbHo2o snumenus. s npoeedenus xkapuomunupoeanus u N SitU ecubpuduzayuu

(FISH) u3 xposu, cobpanHoti 6 npooupky ¢ 2enapunom, 20moeumcs CyCneH3us soep.

e Pexomenayercsi 1 sman - npoBefeHHe aHanM3a KONMMWHOCTH TeHOB B Jokyce 11pl3 ¢

MOMOIIIBIO PEAKIINH JINTa303aBUCUMON amrutudukamnuu 300108 (MLPA ananu3) [43,44].

YpoBensb yoenuteabHocTH pekomenaanuii C (ypoBeHb JIOCTOBEPHOCTH JI0KA3aTEIILCTB — 3)
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Kommenrtapuu: B cryuae obuapyscenus Kpynnvix oeneyutl, 018 8anuoayuu 8blNOIHAEMCs
2EHOMUNUPOBAHUE OMALOUJEHHBIX CeMell N0 HEeCKONbKUM MUKPOCAMENTUMHBIM MapKepam
xpomocomsi 11.

B cnyuae obmapyorcenus xpynuwix oeneyuil, 3ampacusarowux cen WTI, nposooumcs
@ayopecyenmnasn in situ euopuousayus FISH c¢ 30n0om, cneyugpuunvim xk eeny WTI, ons
sanuoayuy  2eMU3USOMHO20 COCMOsIHUA  JIoKyca y npobanoa. Takum nayuenmam
gvicmasnsiemcs npeononoxicumenvuviti ouaznoz WAGR cunopoma u daromes pexomenoayuu
NOCMOAHHO20 HAON00eHUs y OHKOol02a 00 8 Jiem.

Y npobanoos c obuapysiceHHbIMU KPYNHBIMU XPOMOCOMHBIMU Oereyusimu 00S13amenbHO
NPOBOOUMCA KAPUOMUNUPOBAHUE OJisL YCMAHOBNEHUSI NPUYUHBL XPOMOCOMHO20 Oucbananca:
npocmas unmepcmuyuanvhas Oereyus 1Ipl3 unu e XpomocomHas uHeepcus uiu
mpaunciokayusa. Ecau  npouzowna mpauciokayus, mo HeoOX00uM makodice aHanu3

Kapuomuna pooumeinell.

Pexomennyercst 2 9man — B ciydae OTCYTCTBUSL KPYITHBIX CTPYKTYPHBIX U3MEHEHHH JIOKYyCa
11p13 y npobanna, mpsiMbIM ceKkBeHMpoBaHHEM 10 CaHrepy OIpeAessioTCs TOYKOBBIE

usMenenus rena PAX6 [43, 44].

YpoBennb yoenqureabnocTn pekomenaamuii C (ypoBeHb JTOCTOBEPHOCTH JOKA3aTENbCTB — 3)
KommenTapuu: /Janee mymayus npobanoa onpedensiemcs y OONbHbIX UIeHO8 CeMbl, ecu
umeemcsi cemetinas ucmopus. B cnyuae, xoeda o4esUOHOU ucmopuu Hem, HeoOX0OUMO
noomeepoums cmamyc mymayuu de novo 00KA3AMeIbCmMEoOM OMCYMCMEUsT Mymayuu
npobanoa y pooumeret, a maxice noomeepoums ouonocuieckoe pooumenbcmeo. Ha smom
JHce amane NPOBOOUMCI AHANU3 BO3MONCHO2O COMAMUYECKO20 MO3AUYUIMA Y pooumernell,
YMo 8ANCHO OJ1 OYEHKU PUCKA NPOSHO3A OJisl NOCAEOVIoUe20 NOMoMCmad.

IIposooumcsa  noomeepscoeHue nNAMoOSeHHOCMU 8nepevbie  HAUOEHHBIX  GHYMPUSEHHbIX
mymayuti 8 2eHe PAX6 ¢ nomowwio aumanuzupyrowux npeockazamenbHuiX NpoSpamMM,
0oKazamenbcmea Omcymcmeuss OaHH020 U3MEHeHUsl 8 8blOOpKe 300pP08bIX NH00el U/UNU Y
300pPOBbLIX UTIEHO8 CeMbll, U, 8 CyYae HeOOX0OUMOCMU, YHKYUOHAILHO2O AHANU3A.

Bce snympucennvie mymayuu nonyuarom Ha3eaHue 8 cOOmeemcmeuu ¢ mpancKpunyuoHHuLM
sapuanmom 1 PAX6 (NM_000280.4). I panuywr deneyuili Hazulearomcs ¢ cOOMEEmMcmesuu ¢

nonoxceruem MLPA npo6 ¢ ymenvuwennvim cuenanom.

2.4 HNHCTpYMeHTAJIbHbIE JHATHOCTHYECKHE MCCIeI0BAHUA
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PexomMeHnayercsi pedpakToMeTpHsi M1 BUSOMETPHUS BCEM ManueHTaMm ¢ BA mis onpeneneHus

OCTpOTHI 3peHus u pedpakiun [40,45].

Yposenb yoeauteabHocTH pekoMenaanuii C (ypoBeHb JTOCTOBEPHOCTH J0Ka3aTEILCTB — 4)
Kommenrapuu: V odemeii ¢ BA umeromca anomanuu pedpaxyuu 80 6cex CAyyasx, y
OonbUUHCIBA pasiudHble 8udbl acmuemamuszma. Kax uzeecmuo, y oemeti ¢ BA u enayxomoti,
no mepe pacmsaxiceHus 2nasda, Gopmupyemcs MUonudeckas peppakyus, y mpemu — MUonus
gvicokol cmenenu. Ilpu OanvHeliuiem npozcpeccuposanuu 21ayKoMvl U 3HAYUMENbHOM U,
3auacmyro, HePaAGHOMEPHOM pACMANCeHUU 000N04eK 21a3d, Yeeaudusaemcs Ccmenensb
acmuemamusmd, 6 3HAYUMENbHOU CMeNneHu CHUXCAIOwWe20 OCMpOmYy 3peHus U makK
00CMAmMO4HO HUZKYIO Y MAKUX Oemell.

CoomeemcmeenHo, ucciedoeanue KiUHUYecKol pegpaxkyuu y oemeil ¢  21AYKOMOU UMY
nooo3penuemM Ha 2mo 3abonesanue npeciedyem 06e Yeau: OUACHOCMUKU 2lLAYKOMHO2O0
npoyecca u OYeHKU MemMnog e20 npocpeccuposanuisi — ¢ 0OHOU CMOPOHbL U C80E8PEMEHHO
ONMUYECKOU KOPPEeKYUuu amemponuy — ¢ Opy2ou.

B nacmosawee spems smanounvim memooom pegppakmomempuu y demelii paHHe20 803pacma
npoooIdIcaem 0cmasamvpcs CKUACKonus. Bmecme ¢ mem, ee ycnewmo oOonoansiom u
npubopHvie Memoosl, 6 MOM HYUCIe Ocywecmeansemvie C HNOMOWbIO HOPMAMUBHBIX
pedpaxkmomempos. Heocnopumvimu npeumyujecmeamu noCieOHUx CiyHcam 603MONCHOCHb
npogedeHUs. UCCcie008aHus 8 JNH0bIX YCIOBUAX, 6 MOM 4YUCle 6 HapKo3e, a MmMaKice

BO3MOINCHOCHIb NMOYHO20 onpedeﬂeﬁuﬂ Mepuduaﬁa acmuemamusmda.

Pexomenayercst nepumeTpusi pu HAIMYUM y JeTeil ¢ BA riaykoMsl win MOJ03peHUN Ha
Hee Ul OIICHKH CTEICHH HApYIICHUS CBETOYYBCTBUTEIBHOCTH 3pHTENbHOM cuctembl [40,

45, 46].

Yposenb yoenuteabHocTH pekomenaanuii C (ypoBeHb TOCTOBEPHOCTH J0Ka3aTEIbCTB — D)
KommenTapum: ucciedosanue nepugepuueckoco 3penus upe3suluauHo B8aAdCHO 0.4
OUACHOCTUKU U OYEeHKU Cmaouu U OUHAMUKU MedeHUs 2layKoMHo2o npoyecca. besycnogno,
nepumempusi 0Cywecmeuma Jutib 0emsm cmapuie2o 803pacma, ¢ 00CMAamo4HblM YPOGHEM
unmennexmyanoho2o pazeumus. Ilpu smom 3navenue umeem ucciedo8anue nos 3peHus KaxK
C NOMOWBIO OBUINCYWUXCA (KUHEeMUYeCKdsl NepuMempus), mak u HenoOBUNCHBIX CIMUMYIO8

(cmamuueckas nepumempusi).
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Kunemuueckas nepumempus umeem 3HaueHue 8 OUACHOCMUKe CMAOUlU 21AYKOMbL (0OHAKO,
MONLKO NPU NEPBUUHOU 2NIAYKOME B3POCTbIX, MAK KAK 8 COBPEMEHHbIX KIACCUDUKAYUAX
BDOHCOEHHOU 21AYKOMbI KOIUYEeCMBEeHHble Nepumempuieckue Kpumepuyu omcymcmeyom) u
oyenKe OUHAMUKU 2HAYKOMHO20 npoyecca (y 63pocivix u Oemeti). Oyenke nooaexcum
Hanuuue HapyuleHusi C8emoyy8CmeumenbHOCmu nepughepudeckux epanuy nojis 3peHus, 30Hbvl
Bvepyma, epanuynl cnenozo namua.

Memoo kunemuueckol nepumempuu yice 00KA3a1 8010 IPDEKMUBHOCMb 8 MOHUMOPUHEE
OONLHBIX ¢ pazeumou u Oanexozauieouwell Cmaousimu 2iaykomol. Buecme ¢ mem, 6 yensix
PanHe2O0 BbIAGNIEHUs 2NAYKOMbL  PACCMAMPUBAEMbLL  Memoo ycmynaem Cmamuyeckoll
nepumempuu.

Memoo KonuuecmeeHHOU CMAMUY4ecKol nepumMempu 3aKioyaemcs 6 onpeoeieHuu
CBEMOBOL  UYBCMBUMENLHOCMU 6 DA3IUYHBIX YYACMKAX NOASL 3PeHUs ¢ NOMOUbIO
HEenooBUdICHbLIX 00bekmos nepemenHou sapkocmu. CospemenHvle KOMNbIOMEPUIUPOBAHHbLE
npubopsl 0becneyusarom BbiNOJHeHUe UCCIe008aHUs 8 NOJYABMOMAMULECKOM pedcume
(komnwviomeprnas uiu cmamuyeckas asmomamudeckas nepumempus (CAII).

Memoo nozeonsiem obHapyscums 0axice MUHUMATIbHbIE OedheKmbl KaK YeHmpaibHo20, MaxK u
nepughepuueckoeo nois 3peHust, Ymo No360Jasem blsIsMb 3a001e6anHUe HA PAHHUX CIAOUSIX
U cyujeCmeenHo nogvluiaem 3hekmusHocms MOHUMOPUH2A 2IAYKOMbL Y 0emell cpeOHe20 U
NnOOPOCMKOB020 803PACA.

Tlosmopuvie uccnedosanus yenecooopasHo nposooums 2 pasa 6 200, d Npu 6nepevle
BbISIGNIEHHOU  2llayKoMe (Ui noobope mepanuu uiu Nocie Xupypeuueckozo Jiedenus)
PpeKomeHOyemcs npogedeHue UCCIe008aHULl 8 medeHUue Nepeblx 08YX Jiem HAOI00eHUl yepes

2-3 mecaya.

PEKOMeHHyeTCH 6I/IOMI/IKpOCKOHI/I${ riaa3a BCEM INaIUCHTaAM C BA JJI OEHKH COCTOSHHA

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

YpoBensb yoenuteabHocTH pekomenaanuii C (ypoBeHb JIOCTOBEPHOCTH JI0KA3aTENIbCTB — 4)
KommenTapun:

Pozosuya

Juaenocmupyrom paznuunou cmenenu evipaxcennHocmu AK. AK npedcmasnsiem coboii
NOMYMHEHUe pocosuybl 6 6ude nepugepuieckozo NaAHHyca HA PAHHUX CMAOUSX
NamonocuiecKko20 npoyeccd, Ha NO3HUX CMAOUsAX - 3aX6amvleaem YeHMpAlbHble 30Hbl

pocosuybl. HpeuMyu;ecmeeHHo nopasicaromci nOBeEPXHOCNIHble CNO0U, oanee cmpadaem
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cmpoma, umo Guusem HA YeeluueHue moaujuHvl po2osuysl. llepsvie npossneHus
asacKynsapHel,  Oanee  NPOUCXOOUm  8pacmanue  cocyoos 6 30He  NOMYMHEHUS.
Heosackynapusayus pocoeuyvl Hauunaroemcs na 6 u 12 wacax uacogoeo mepuouauna u
npozpeccupyem oaiiee no 8ceti OKPYIHCHOCU.

Cywecmsyem neckonvko knaccugurxayuii AK, oona uz komopwix pazpabomana weeockumu

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

Tabnuya 2. Knaccugurayus kepamonamuu, césa3antoll ¢ epodicoennoii anupuoueil (no Eden) [30]

CTa}II/Iﬂ PoroBuunnie MPOSABJICHUSA

0

MpO3pavyHasi pOroBHIla

nepH(bequeCKoe MMOMYTHCHHEC POTr'OBUIIBI C BPACTAHUCM COCYIOB HE boiiee yeM

Ha 1-1,5 MM

nepudepudeckas HEOBACKYISIPU3AIHS [0 BCEH OKPYKHOCTH, HE HapyIIAOIIast

HCHTPAJIbHOC 3PCHUC

BOBJICYCHHUC HeHTpaHLHOﬁ YaCTH pOroBuIibl, OCMOTP INIa3HOI'O IHA 3aTPYAHCH,

cyOamuTeNnMaNbHbI (HUOPO3, CTPOMATIBHBIN X€i3, IEHTPAIBHBIA POCT COCYI0B

MYyTHasd, HCIIPO3padHasa poropuna

KOHCYHasA CTaAus, UPPETYIIAPHAA CTPYKTYpa pOroBUIIbI, HC OIIPCACIIACTCA HU

OJIVH M3 €€ CIIOEB

Jluacnocmuxa npossnenuit AK 0ondcna ocywecmensaimscs ¢ camo20 panne20 803pacma, m.K.
HeCMOmMpsi Ha OMCYMCmMeue KIUHUYECKOU CUMNMOMAMUKY, HAYATbHble NPUSHAKU Nnomepu
NPO3PAYHOCIU PO2OBUYBL MO2YM HAOII0OAMbCA YHCe C POACOeHUsl, npedonpeoeisisi 8blCOKULL
puck npoepeccuposanusi AK 6 danvuetiuiem.

B 6onrvwuncmee cnyuaes npoepeccuposanue HJIICK npu AK nposensemcs paspyuienuem
auUMbanvHo2o bapvepa, pacnpocmpaneHuem KOHbIOHKMUBAIbHO20 SNUMENUsL 8 YeHMPATbHble
Pationvl  pocosuybl, NosGIeHUeM OOKANOBUOHBIX U BOCHANUMENbHLIX KIeMOK HA ee
nosepxHocmu, dezpadayueii Uiy noaHvM omcymcemeuem naaucao @oema [15, 27, 41, 49].
Ilpu passumuu 2n1aykomel KIUHUYECKAs KAPMUHA NOPANCEHUs. PO208UYbI MOdcem Oblmb
unou. Ilpu nauanvnoti cmaouu npu MUHUMATLHOM PACMANCEHUU PO208UYbI HADII00Aemcs
JlecKull ee omexk 6 euode onanecyenyuu. llpumeuamenvho, ymo ou 1e2KO Modcem ObiMb
KYNUpOG8an  UHCMULIAYUAMU 68  KOHBIOHKMUBANbHYIO — NOJNOCMb  2UNEPOCMONAPHBIX

oHcuoKocmeti. 0eKcmpo3vl, HAMPUs XJI0puod, iuyepora u opyaue, 4mo NO380JAem e20
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oughgepernyuposams ¢ Guzuor02utecKol onaiecyeHyuel po2osuybsl, 4acmo Habaoaemou y
HOB0OPOJICOeHHbIX. B nocieonem ciyyae onanecyeHyus He ucuesaem.

Ilpu oanvueliuwiem npozpeccupo8anuu 21ayKomol YEeIuuusaemcs Ouamemp pocosuybl, 4mo
8vi3blBaem 00pazosanue Ha IHOOMeIUU U 0ecyememosoli MeMopane paspuléos u mpewut 6
gude eOUHUYHLIX, a 3amemM U MHONCECMBEHHbIX NONOCUAMbIX NOMYymHeHull. 3a cuem
Hapyulenus 0OapvepHol  (QYHKYUU 8 CMpPOMY PO208UYbl NPOHUKAEM  BHYMPUSTAZHAS
acuokocms (BIJK), napywaiomess memabdonuyeckue npoyeccvl, 4mo 6vi3vledem OmeK, d
3amem u NOMymHeHue po2osuysl. Taxoice npoucxooum ygenuueHue (pacmsadsxicerue) 1umoa,
npeumMyuwecmeeHHo 8epxHe20, a 8 OdjbHelueM, npu oanrekozauieouwell cmaouu — 60 6cex
omoenax (00 5—6 mm).

Ilpu pazsumuu enaykomwl y oemeii ¢ umerowumucs npuznakamu AK noovem BIJ] moocem
8bI3bLIBAMb  YXYOUleHUE COCMOSHUSA PO208UYbL: NPUCOCOUHEHUe SABNeHUll OmeKd Ulu
no8blueHUe UHMEHCUBHOCIU NOMYMHEHUSL.

Ilepeonsa kamepa

B nopme 6 obnacmu spauxa enyouna nepeoueil kamepwvl cocmasniem 2,75-3,5 mm. Ilpu
HAMUYUU 4ACMUYHOU AHUPUOUU 8U3YATU3AYUA 2TYOUHBI nepedHell Kamepsl He clodicHa. Tlpu
OMCYMCmMeUU PAOYHCKU OPUSHMUPOM CIYHCUM NepeOHsIsl NO8epXHOCMb Xpycmanuka. Yacmo
U3-3a AHOMANUU PA3BUMUSL NEPEOHSISL Kamepa Modcem Obimb Melbye CpeoHell.

Ilpu nomymueHuu Xpycmanuxa u uiu e20 HAOYXaHUU NepeoHss Kamepa Moxcem Oblmb
menvue. Ilpu pazsumuu enaykomvl y Oemell C HAYAIbHOU cmaouell nepeoHss Kamepa
HOPMANbHOU 2NyOUHbL UMY ClecKa 2nyooxce, yem 6 Hopme. [lo mepe pacmsdicenus 21a3Ho20
A6710Ka Yy maxkux oemell NepeoHsist Kamepa npoooxcaem yenyonamvcs u Moxcem 00Cmueamao
5—6 mm. Heobxooumo makdice nposooumv CpasHUMENbHYIO OYEHKY 2lyOuHbl Kamepvbl HA
oboux enazax. Acummempusi 3mo20 NOKA3AMeNs AGNAEMCA 8ANCHHIM OUACHOCIUYECKUM
NPUSHAKOM PACCMAMPUBAEMO20 3A001€8AHUSL.

Paoyaicka

Ilpu BA mooicem Obimb nonHas anupuous (Xoms 20HUOCKONUYECKU 8ce20d ONpeoensiomcs
pyoumenmapHvie 00pa308aHusi padydHcHOU MKAHU) UNU YACMUYHAS AHUPUOUSL C COXPAHEHUEM
PAa3IU4H020 00beMa 2UNONIACMUYHOU PAOYICKU.

Xpycmanuk

Hapsaoy ¢ npospaunocmvio, pasmepamu u opmol ommeuaom CKONJleHus nueMeHma,
gaxodounes, cyonokcayuro Ul uUHy0 ouciokayuio xpycmanuka. Haubonee wacmo

ecmpeuaenics nepedwm U 3a0Hss noJisipHble 8p09fca€HHbl€ Kamapaxknibl be3 NPpU3HAaKoe
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npoecpeccupoeaHusl. B 3asucumocmu om cocmosnus YUHHOBbIX CBA30K MOdHcem Obimo
()uaenocmupoean Nn00BbIBUX xpycmaiuka, dauje xapakmepha ec0 IKnonus 6 6€pPXHI0I0

NOJIOBUHY .

PexomMenayetcsi KoH(OKaTbHAsE MUKPOCKOIIUS POTOBHIIBI BceM mnanuenTam ¢ BA u AK winm
BA u momospennem Ha AK s usydeHuHs KIETOYHOH Mopdosoruu (MprKU3HEHHON)

rinasHoi nosepxHoctu [34,37].

YpoBeHb yoeauTeIbHOCTH peKoMeHaauuii B (ypoBeHb JOCTOBEPHOCTH J0KA3aTEIbCTB — 2)

Pexomenayercsi TOHHOCKONMYECKOE MCCIIE0OBAHNE BCEM ManueHTam ¢ BA npu coxpaneHuu
IIPO3PAYHOCTH POTOBULBI IS MCCIEIOBAaHMS CTENEHU THUIOIUIA3UH PATYKKH, OLEHKH
coctosiHust YIIK, BBIpa)k€HHOCTH JAUCTE€HE3a CTPYKTYP APEHAXKHOW 30HBI Ul BBIPAOOTKU

MaTOrCHETHYCCKU OPHEHTHPOBAHHOM TaKTUKH JieueHus [42, 48, 50].

YpoBeHb yoenuresbHOCTH pekoMenaanuii C (ypoBeHb JOCTOBEPHOCTH I0KA3aTEIbCTB — D)
KommenTapuu: seisemcsa memooom, No380NA0WUM BU3YATUSUPOBAMb DYOUMEHMAPHYIO
MKAHb — PAOYHCKU — NPU  HEBO3MONCHOCMU — ee  OOHAapydCeHus Nnpu  CMAHOAPMHOLU
OUOMUKPOCKORUU.

T'onuockonuueckas xapmuua OeMOHCMPUpPYem HAIUYue 6blCOKO20 NPUKPenjieHus Kylbmu
PAaoyxcku, omcymemaue oug@epeHyuposanHou mpadexyiapHol 30Hbl, HATudue paziuiHo2o
pasmepa nepemvluex, cokpaujenue komopwvix npusooum K 3axkpoimuio VIIK. Hanuuue
BLIPAIICEHHOU CmeneHu 2oHuoouceeneza y oemeu ¢ BA mooxcem Ovimb npeoukmopom
Passumus 21ayKoMamo3Ho20 npoyecca 8 OdlbHelueM.

C nossnenuem wupoKonoIbHol Yugpoeo neouampuieckol pemunalbHol Kamepbl CMaio
B03MOJCHBIM NposedeHue uccaedosanus cmpykmyp VIIK y oemeii 6e3 napkosa. /lanuwlu
Memoo Nno360isem OOKYMEHMUpO8amsb pe3yibmamvl UCCLe008AHULL 8 YUPDPOBoOM 6ude U
npo8oOUMb  CPAGHUMENbHBIN  AHAIU3  U3MEHeHUll 8 oOuHamuke. HpuookopHeanvhas
20HUO2PADUSA, C NOMOWBIO PEMUHAILHOU KAMEpPbl, AGNAEMCsA 00bEKMUBHbIM Memo0oM

panHetl ouacHocmukuy namoao2udeckux npoyeccos ¢ VIIK anasza [78].

Pexomenayercss ToHOMETpHs BceM manueHtam ¢ BA mns uccnenoBanus ypoBHs BI'J u

THApOJAUHAMUKU T'Jia3a, YUUThIBAA BBICOKHIM PHUCK Pa3BUTHS ITIAYKOMEI Y JIETeH C aHHpHI[HefI

[40, 42, 51, 52].

YpoBensb yoenuTteabHOCTH pekoMenaanmii C (ypoBeHb JJOCTOBEPHOCTHU J0KA3aTeIbCTB— 4)
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KommenTapuu: ons  xoumpons BIlJ]] pexkomenooeano uUCNONb308amb  MOHOMEMpP
eHympuenaznozo oaenenus TIJ[-01 (no Maxnaxoey) (cmanoapm monomempuu 6 PD) unu
PaziuyHvle Mmunvl OECKOHMAKMHbIX moHoMempos. Haubonee yoobHvim Onsi Oemell
npeocmasiiemcs — asmomamuyeckue  NOPMAmMueHvle  MOHOMempvl € KOHMAKMHOU
(puxouwtemuoi) MemooOuKkou uzmepenus, nossonsauue usmepamo BIJ] 6e3 mecmuoi
anecmesuu, MUHUMAILHO KOHMAKMUpylowue ¢ po2oguyell, Ymo O0COOEHHO B6aXCHO OJis
AHUPUOULIHOU pOo20osuybl C 8blcOKUM puckom pazeumus AK, ¢ mom uucie y demeil panneeo
go3pacma.

Ilpu awnanuze Oanuvlx MoHOMempuu yuumoléarom abcoromuvle yu@pol yposus BIJ],
CYmMOoUuHble KONeOaHUs U paA3HUYY 0PMAaAibMOmMoHyca mexcoy enazamu. Cymounvle KoieOanus
yposus BIJl, a maxowce e2o acummempusi mexcoy NapHulMu 21a3amMu y 300p0o8biX IUY, KAK
npasuio, Haxo00samcs 6 npeoenax 2—3 Mm pm. cm. U Iutdb 8 peOKux ciydasx oocmueaiom 4—6
MM pm. cm.

B ceéazu ¢ mem, umo na oyenky oanHvlx moHOMempuu 8 3HAYUMENbHOU CIMeneHy OKa3bleaem
GUAHUE MOIWUHA U OUAMEMDP DPO2OBUYbL, Npemepnesaloujue CyuecmeeHnble U3MeHeHUs )
Ooemeiti Ha oHe pazeumus 21AYKOMbl, YeecooOpa3Ho YHUmvleams U 3mu napamempol.
Hccneoosanue  moawunvl  poeosuybl  NO360711em  NPABUIbHO — UHMEPHPEemupos8ams
pe3yibmamsl MOHOMempuu 21asa. [lanuvie moHoMempuuy 8 21a3ax ¢ po2osuyeti, umerouje
monwyuny 6 yenmpe 6oree 580 MKkM, HYHCOAIOMCA 68 KOPPEKYUU 6 CMOPOH) NOHUNCEHUs.

(peanvnoe Bl J] Hudwce nonyueHHvix OaHHbBIX).

Pexomenayercst yiapTpa3ByKoBast OMoMeTpus ria3a (A-CKaHUPOBAaHUE WM 2XOOUOMETpHS)
BceM JeTssM ¢ BA s ompeseneHus pa3MepoB TUIA3HOTO s0JI0KA, TIIyOMHBI TEpeaHEH
KaMCpHhblI, qTo IIO3BOJIACT npu HaJIM4Ynu TIayKOMBI BBIABUTH TCHACHIIUIO K

MPOTPECCUPOBAHMIO TJIAYKOMBI U OIIEHUTH CTa Iuio mporiecca [42,53].

YpoBenb yoeauTebHOCTH pekoMeHaanmii C (ypoBeHb JOCTOBEPHOCTH J0Ka3aTeIbCTB— 4)

Pexomenayercst yiabTpa3ByKoBoe B-ckaHMpoBaHME BceM mManueHTam ¢ BA s oneHku
COCTOSIHUSI BHYTPEHHUX CTPYKTYp ria3a (000J0YeK, CTEKJIOBHIHOTO Tela, XPyCTalhKa U

JAPYTHX ), 4TO OCOOCHHO aKTYaJIbHO TIPU HEMPO3payHbIX MPEOMIISFONIHX cpeaax [51].

YpoBeHb yoenuTeJIbHOCTH pekoMeHaanuii B (ypoBeHb TOCTOBEPHOCTH J10Ka3aTeIbCTB— 4)

Pexomenayercst MeToJIMKa yIbTPa3BYKOBOM KOMIIBIOTEPHOM OHMOMHKPOCKONUH BCEM

nanueHTam ¢ BA npu He00X0AUMOCTH MOJIYYUTh YETKOE N300paxeHne CTPYKTYp MepeaHero
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oTpe3Ka ria3a (0COOEHHO BaXKHBIM 3TO MPEACTABISIETCS NMPU MOMYTHEHUH POTOBHUIIBI), IS
OLIEHKHU XapaKTepa THIOIIa3uu pagyxku, ctpykryp YIIK, apeHakHoii 30HBI M TpaOEKyIbl B
yacTHOCTHU. lIpu 3TOM BO3MOKHO H3MEpPUTH TOJIIMHY POTOBHUIBI (MM), PATyKKH (MM),
MIyOMHY TIEpeHeH KaMephbl (MM), BEIUYMHY HPHIOKOpPHEATbHOro yria (Tpai.) u Apyrue

napametpsi [40, 42].

YpoBenb yoeauteabHocTH pekomMenaanuii C (ypoBeHb TOCTOBEPHOCTH J0KA3aTEIIbCTB— 4)
Kommenrapun: npu BA akycmuueckas KapmuHua nepeoHeco  Ce2MeHmMdA — 21dsd
xapakmepusyemcs, Kak Npaeuio, Hamuduem pyOUMEHMApHOU paodydcku Nno  6cell
OKPYIHCHOCIU UIU OMOENbHbIMU VUACMKAMU C PA3TUYHOU CMENeHbIo BblPAXCEHHOCU ee
eunonaasuu. Ilamonocuueckue uU3MEHEHUsT MOJICHO OOHAPYJICUMb U 6 OMHOULEHUU
CMPYKMYPbl, PA3MEPO8 U NONONCEHUS YUTUAPHO20 Mmend, e20 OMPOCMKO8 U Opyeux
cmpykmyp enaznoeo sbnoka. Ilpuuem ocobenHocmu Smux uU3MeHeHull npu HATUYUU
2NIAYKOMbL 8 ONPeOeleHHOl Mepe NO360JIAI0M  8blpabomams  ONMUMAILHYIO  MAKMUKY
XUPYp2UYEeCK020 JledeHuss MaKux OO0NbHbIX, 0COOEHHO NpU HAPYWEHUU NPO3PAYHOCTU
onmuueckux cped enasa. Ilpu noauoil anupuouu cmaHoapmuas OUOMUKDOCKONUSL PEOKO
N0360/19em B8blA8UMb UMEIOWUECs PYOUMEHMAPHblE OCMAMKU PAOYHCHOU MKAHU (KY1bmu

PaoysicKu).

PEKOMeHIlyeTCH O(I)TaJ'ILMOCI(OHI/ISI BCEM MalMCHTaM Jid OLCHKHU COCTOAHHA CTPYKTYP

3ajiHero oTpeska riasa [40, 42, 51, 54, 55].

YposeHb yoenureqbHocTH pekoMenaanuii C (ypoBeHb JOCTOBEPHOCTH I0KA3aTEIbCTB— 4)
Kommenrapun: Onmumanvuvim memooom 6viAeneHus usmenenuti cmpykmypwvi [3H u
cemuamxu seusiemcs opmanvmockonus (0bpamuas omanrbMockonus Ha wenesoll iamne
ogpmanvmonocuueckou ¢ - JAUH3AMU  OQDMATLMONO2UYECKUMU — OUACHOCMUYEeCKUMU
OeCKOHMAaKmuviMu, NpsAMAas OQmanrbMOCKONUs HA Wjenesoll JlaMmne uepe3 YeHMpPAanibH)Io
yacmes 20HUOCKONA 071 OCMOMPA 21a3H020 OHa muna Bawn botinuneena).y noeopooicoennvix
U mualemyes O GU3yaIU3AYUU U Pomopeucmpayuu CMpYKmyp 21d3H020 OHA
YenecoobpasHo UCNOIbL308AMb NEOUAMPULECKVIO PEMUHATLHYIO KaMepPY UU CMAPHCKON.

Oonotl u3 npuuur cHudicenusi 3penusi y Oemeti ¢ BA saensemcs eunonnaszus ¢hoseanvHou
oonacmu u J{3H. Ilgem J[3H mooxcem esapvupoéams om 01e0H0-p0308020 ygema 00
01€0H020, pazmep — Om HOPMATbHO20 00 YMEHbULEHHO20 (SUNONIACmMUu4H020), /[3H moacem

uMemyb 08aNbHYIO U 8bIMAHYmMYI0 hopmy. Makyrapnas 3oua u ghoeea mo2ym umems pasuyro
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CMeneHb aHOMANUll C8emoBbIX pe@leKco8 YKA3bleaoWux HA UX SUNONIACTIUYHOCHIDL.
CMYWe8aHHOCmb, He NpasuivHylo dopmy, omcymcmeue ceemogozo pegaexca. Ha
nepughepuyeckoil yacmu cemyamku 4acmo 6CMpeyardmcs aHOMAIUU NUSMeHMayuy no muny
UNONUSMEHMAYUU.

Ilpu manugecmayuu 2nayKomvl pazeUBAemcs 6GIUAWAS HA OdlbHelulee CHUNCEHULL
3pumenvHbIX QYHKYUL 2NaYKOMHAS ONMUYECKAs Hetponamus, Ymo 3aKOHOMepPHO mpedyem
oemanvHolt  xapakmepucmuxu  usmenenui  J{3H.  Cnrooxcnocmv  3axiiouaemcsi 8
HEeBO3MOICHOCIU  U3YATUZAYUU CIMPYKMYP 2NA3H020 OHA Yy Oemell U3-3a NOMYMHEHUl
POo208UYbL.

Mna  enaykomvl  xapakmepHvl ampoguueckue usmeHnenuss 6 [[3H, npossiaowuecs
oexonopayuell (nobieoneHuem) yuacmkos Ouckd, pacuiuperHuem u oepopmayueil e2o
IKCKABAYUU, YMEHbULEHUE NIOWAOU U UCTOHYeHUe HelpopemuHanbHozo nosicka (HPII).

IIpu ocmompe [[3H npu nooospenuu Ha 2n1aykomy u npu 2iaykome Heobxo0umo npoeooums
Konuuecmeenuyto (pasmep /[3H, coomnowenue skckasayuu x oucky (II), coomnowenue
HPII x /I3H) u xauecmeennyio oyenky cieoyrowux napamempos (popma, evicoma u yeem
HPII, eco omcymcmeue (Kpaesas 5KCKasayis,) uiy meHOeHyus K UCHOHYEHUIO, 0eKOoLopayus
yuacmros /[3H, cosue cocyoucmoeo nyuxa).

Coomnowenue 3I//]. Duzuonoeuueckas sxkckasayus J[J{3H, kax npasunro, umeem
20PU3OHMANLHO-08ANHYIO (QOPMY. 2OPU3OHMANLHBIL Ouamemp ONUHHee BEPMUKATbHOZO
npumepro Ha 8%. Yeenuuennas gusuonocuneckas skckasayus npu OOIbULOM pazmepe OUCKd
yawe umeem oxkpyenyio ¢opmy. B Hopme sxckasayusi Ha oboux enasax cummempuunas. Ilpu
amom 6 96% cayuaes coommnowenue 3I// naxooumcs 6 npeodenax 0,2 J/[. B nauanvrou
CMaouu 2nayKombl YemKux pasiuduil mexicoy Qu3uoIocudeckou u e1aykoOMHoU IKCKasayuell
He cywecmeyem. MooicHo eusyanusuposams cosue u nepeaud cocyoucmozo nyuxa. Ilpu
npocPeccuposanull 8POHCOEHHOI 2IAYKOMbL ¢ 8blcoKUMU yugpamu BIJ], yorce npu pazsumoii
cmaouu popmupyemcs 00801bHO 00bEMHASL IKCKABAYUSL.

Pacwupenue skckasayuu npu enaykome O00ObIYHO HPOUCXOOUM B0 BCEX HANPABIEHUIX,
00HAKO Yauje 6ce2o 8 GepMUKAIbHOM Hanpasnenuu 3a cuem ucmonuenus HPII 6 eepxnem u
Hudchem cekmopax J[3H, umo ceéa3ano ¢ 0COOEHHOCMAMU CMPOEHUs peuemyamou
NIACMUHKU.

Hetipopemunanvnotii nosicox. Ilpu pazeumuu enaykomamosHoeo npoyecca NnoCmenenHo
npoucxooum ymeHvuienue wupurvl HPII, komopoe mooicem O6vbimb pasHOMEpHbIM NO 6cell

OKPDYIHCHOCMU, JOKANbHbIM KpadesblM UdU COYEeNnAHHbIM. ,ZZJZ}Z SNAYKOMbl XAPAKMEPHbL
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ampoguueckue uzmenenuss 6 J3H. Knunuuecku oHU Npoasraiomcs 8 0eKoIopayuu
(nobneonenuu) yyacmxos HPII, uawe 6 memnopanvHou 30He  (HE0OXOOUMO
oughghepernyuposams ¢ ampouetl 3pumenbHO20 HEPBA He2NAYKOMHO20 2eHe3a).
Iepunanunnsapuas ampogus — ucmonyeHue/paspyuieHe XopuopemuHaibHou MKAHU 80KpYe
J[3H. IIpu enayxome pacnpocmpaneHHOCmb NEpUnAnUIApHOU ampoduu eviuie, 0COOEHHO ¢
HOCOB0U CMOPOHbL NEPUNANUNIAPHO20 NPOCMPAHCNEA.

Credyem nomuums, Ymo omoenbHO Kan#co0020 U3 NPUBEOEHHbIX CUMNIMOMO8 HEeOOCMAMOYHO
051 NOCMAHOBKU NPABUTbHO20 OuacHosa. I[Ipasunvhoe peutenue modxcem 0amov MOILKO
KomniekcHas oyewka cocmosnusi J{3H u  nepunanunnapnou  cemuamku. /s
OOKYMEHMUPOBAHUSL COCMOAHUSA JI3H YO0bHO UCNONIL308AMDb YBEmMHY10

gomopezucmpayuuio.

Pexomenayercss OKT mepeanero orpeska rnaza aetsiMm ¢ BA u AK nmis oObekTuBHOU
OIICHKH COCTOSIHHSI POTOBHIIBI M B KA4yeCTBE JOIOJIHHUTEIBHOIO METOJAa JHArHOCTUKH

JTUMOAJbHBIX MPOrEHUTOPHBIX CTPYKTYP [56,57].

YpoBeHb yoenureqbHoCTH pekoMenaanuii C (ypoBeHb JOCTOBEPHOCTH JI0KA3aTEIbCTB— 4)
KommenTapuu: OKT nepeoneco ompesxa modcem Obimv nojie3nHa 6 onpeoeieHuu 2iyounsl
CMPOMANLHBIX NOMYMHEHUU, OnpedesieHus MOIUWUHBL POCOBUYbL, BUIVATUZAYUU CIMPYKMYD

nepeoweti Kamepul 21a3a npu Henpo3PaAYHOCMU ONMUYECKUX CPEO

Pexomenayercs MopdomeTprueckre METO/IbI JMAarHOCTHKH, BKJIFOYAIOIIUE
I'eitnensOeprckyto perunotromorpaduio u OKT, mis oOBEKTUBHOM OLIEHKHM BHYTPEHHUX
CTPYKTYp TJla3a — 3pUTEIBLHOTO HEPBA U CETUATKH PEKOMEHIYIOTCS BCeM MaiueHtam ¢ BA

IpH po3pavHocTH cpex [55].

YpoBeHb yoenuTeILHOCTH peKoMeHaanuii B (YypoBeHb I0CTOBEPHOCTH J10Ka3aTeIbCTB— 4)
KommeHnTapumn: npubopvr  ocnawenvlt  KOMNbIOMEPHBIMU — NPOSPAMMAMU,  KOMOpble
CnOCOOCMEYIOM NONYYEeHUI0 U300padiCenus, a maxdce QopMupo8anuio U XpaHeHuro 6asvl
OaHHbIX, 0becneuusawell KoTU4ecmeeHHbII AHANU3 U300PANHCEHUS.

Paccmampusaemviii memoo uccreoosanus no3eonsiem KOIUYEeCmEEeHHO OYeHUMb COCMOAHUE
napamemposg cemuamku, 3pUmenbHo20 Hepea y 0emell ¢ AHUpUOuel.

Onpeoenenvl ocobennHocmu usmeHnenus cmpykmypvl J{3H npu enaykome y Oemetl c

anupuouetl.
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YV 6onvuwuncmea oemeii ¢ BA onpedensiemcs cenanicenHocms MaKyisapHo20 KOHMypa 3a cuem
YMeHblUeHUs. (P0BeabHOU Oenpeccul, XapakmepHou 0 cunoniasuu maxynvl. Ommeuenvl
ocobenHocmu cmpykmypsl cemuamku npu BA: y 6orvwuncmea Oemeii nabarooaemcs
VMeHbuleHUe napamempa ooujeco MaxKyusipHoeo obveMa yseiudeHue napamempa moaujuHsl
cemuamku 6 yewmpe ¢osea (Mmacular central minimum zone), umo noomeepiicoaem
omcymcmeue npaguibHo20 OPMUPOBAHUSA MAKYIAPHOU 00IACMU UTU ee 2UNONIAZUIO.

Ilpu pazeumuu 2nayKomMHo20 npoyecca XapakmepHviMu 0COOEHHOCMAMYU, NOJYYEHHbIMU C
nomowvro OKT sensaromesi:

— yMeHbleHUue MOIWUHbL CNOSI HEPBHLIX BOJOKOH CEMYAMKU 8 NEPUNAnUIAPHOU 30He C
NPeUMyujeCmeeHHbIMU USMEHEeHUAMU 6 MeMNOPAIbHOU 30He, Hapacmaioujee no mepe
npocPeccupo8anus 2iayKombl;

—U3MeHeHUe APpMePUO-8eHO3HO20 UHOCKCA NPeUMYUeCmEeHHO 8 CMOPOHY €20 VEeludeHus,
yupposoe noomeepiicoeHue HapyueHus: 2eMOOUHAMUKY COCYOUCMBIX 8emeell YeHMPATbHOU
apmepuu U YeHmpaibHOU 8eHbl CEMYAMKU 8 8UOe YMEHbUEHUs UX Kalubpa,

— YMeHbuleHUue MOTWUHBL CII0SI 2AHSTUOZHBIX KIeMOK U 2AH2IUO3HO20 KOMNIEKCA.

Memoo [etidenvbepeckoii pemunomomozpagpuu 6 0Oovuiell CmeneHu npu 21ayKome
noseonsem oxapakmepuzoéamv cocmosnus /[3H. B uacmunocmu, npu npoepeccuposanuu
2NIAYKOMbL OMMEYAIOMCs 3HAYUMENbHOe Y8eludeHue OCHOBHbIX NApamempos IKCKABAyUU
J[3H: obvema sxckasayuu (cup volume), maxkcumanvhou enyOumsl dKckasayuu (max CUp
depth), a maroice niowaou sxkckasayuu u ymeHvuieHue 3Hadenuti HPII: obwema (rim
volume) u niowaou (rim area). Haubonee 3nauumviym hakmopom ampoguu cmpykmyp npu
BPOACOECHHOU 2NAYKOME NOCIYHCUTL NOKA3AMeNb, XAPAKMeEPU3VIoWull CpeoHiorn MmMOAUUHY
cnosi Hepeuvix eonokon (mean RNLF thickness), eenuuuna xomopoco npu enayxome
3HAYUMETLHO CHUICAETCSL.

Bmecme ¢ mem, cnedyem noouepkHyms, umo OauHble, NOJNYYEHHblE C NOMOWBIO
PACCMOMPEHHBIX NPUOOPHBIX Memo008, He AGIAIOMCA  “DMANIOHHBIMU™~ 8 OUACHOCMUKE
2NIAYKOMHO20 npoyecca, d uldb OONOJHAION Pe3yabmambl KOMNIEKCHO20 00C1e008aAHUs.
pebeHka, Komopbwie credyem oYyeHU8amy 80 6celi COBOKYNHOCU.

Oonako noomeepocoenHoe npu smom yxyouieHue cocmoanus [[3H saensemca eajxcHuim

NPOSHOCMUYECKUM NPUSHAKOM NPpOcPeCCUPOBAHUA 2/IAYKOMDBL.

Pexomennayrores anekrpodusnonornyeckue Metoibl uccnegosanus (OOU), Bkiroyaroiue

anektpoperuHorpagpuio (OPI) obmryro, pUTMUYECKYI0, Ha CTPYKTYPUPOBAHHBIE CTUMYJIBI U
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npyrue, 3puTeibHble BhI3BaHHbIE MoTeHIManbl (3BII) Ha cBeTOBBIE M CTPYKTYpHPOBAHHBIE
CTHUMYJIBl BCEM IMallMEHTaM I ONpeesieHus (PYHKIMOHAIBHOTO COCTOSHUS Tiaza. Bce

UCCJICIOBaHMSI IPOBOASAT B COOTBETCTBHU C MEKAyHapoaHbIMU ctannapramu ISSF [59].

YpoBeHnb yoenuTebHOCTH pekoMenaanmii C (ypoBeHb JTOCTOBEPHOCTH J0KA3aTeIbCTB— 5)
Kommenrapuu: snexmpopemunozpamma u ee KOMNOHEHMbl CAYAHCAM OOBEKMUBHBIM
nokaszamenem (YHKYUOHANIbHO20 COCMOAHUA cemyamku y demell ¢ BA u conymcmeyrouyeti
ell namonoeuu (enaykoma, eunonnaasus J[3H wmakyrer u 0p). [dia peeucmpayuu 3BI1
NPUMEHAIOM  COBPEMEHHbIe  KOMNbIOMEPHbIe — CUCMEMbl,  NO360JAI0WUE  BbIOEAMDb
NOMEHYUANbl  MANOU  GeIUYUHBL U3 WIYMA, UCNONL3VIOM YCpeOHeHue U  Duibmpul,
Husenupyrwue pasiuyHvle apmeghaxmel. Hccinedosanue npogoosim Kak 60 6peMs
b600pcmeosanus pebeHKka, Maxk U 6 COCMOAHUU MEeOUKAMEHMO3HO20 CHA UlU HAPKO3d.
Ocnognoe enumanue yoensrom nokasamensam aamenmuocmu. Ilpu aumanuze nonyuenHvix
OAHHBIX NPUHUMAIOM 80 GHUMAHUe, ymo Ha opmuposanue nuka Pl 3BII cnasnvim obpazom
oxazvieaem 6nusAHUe COXPAHHOCMb PEeMUHOKOPMUKANbHO20 NYMU, 3Perocmv (hoseanbHOl
obracmu cemuamku U COXpAHHOCMb cmpuapHotl kopuvl. Kpome mozo, cnedyem yuumsoieams,
Ymo >mom Memoo He 0aem B03MONCHOCMU OYEHUMb COXPAHHOCMb ACCOYUAMUBHBIX U
KOCHUMUBHBIX — (PYHKYULL  20]106HO20 MO32d, KOMOpble 00ecneyusarom «3pumeibHoe
pacnosHasauuey.

Ocobenno saxcuvimu npeocmasnsaromces oanuvie IPHU npu omcymcmeuu 603MOICHOCHU
OYEHKU OCMpOombl 3peHUsi U3-3a 803pacma pedenKa u npu NOMYMHEHUU POo2osuybl, K020d
Heb3s GU3VATUSUPOBAMb CIMPYKMYPbl 3A0He20 NOI0CA.

Ilpu  uanuuuu eunonnazuu J[3H u cmpykmyp MaxyisapHou obnacmu U3MeHsomcs
nokazamenu ODPU: npu peecucmpayuu 3BII cuudicatomes amniumyonvle noKasameinu,
yonunsiemess  aameHmuocms;,  OPIT Odemomcmpupyem — cHudicenue — aMnaumyOHulX
Xapakmepucmux.

Ilpu pazeumuu 2naykomamosno2o npoyecca pesyromamol DU umeiom Hexomopwie
ocobeHnocmu.

Ilpu enayxome cepusi nocnedogamenvrvix IPU 0o nopmanuzayuu BIJ[ u nocrne nozgonsem
OYeHUmMb COCMOAHUEe Cem4amKy U 3pUmenbHO20 Heped, OUHAMUKY USMEHeHUU U
CHPOCHO3UPOBAMb KOHEYHble (PYHKYUOHAIbHBLE PE3VTIbMANbl.

Pecucmpayus  cynepuopmanvnou IOPIT oonoepemenno ¢ evicokumu yugpamu BIJ]

ceudemeﬂbcmeyem o Hel’ZPOOOJZDfCMme]ZbHOM nepuode cunepmeHnsuu  u 6]Za20npuﬂmHOM
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@yHryuonanvuom ucxoode. Bvicokue yugpor BIJ] ¢ nuskot amnaumyoou IPI" xapaxmepHol
013 Oojlee BbIPAINCEHHBIX NAMOJOSUYECKUX USMEHEeHULl 8 CMpYKmype cemuyamku u 6onee
msiceniom PyHKyuoHaieHom npocrose. Ilocne nopmanuzayuu BIJ] amnaumyoa OPI 6
meuenuu 3—6 mecayes cHUdNCaemcs 00 8eIUYUH COOMEEMCMBYIOWUX CMAOUU 3a001e8aHUs U
coxpannocmu Heuposnumenusi cemuamru. Ilpu cmoiikou nopmanuzayuu Bl /] OPI" umeem
MEeHOEHYUIO K YMEPEHHOMY NOBLIUEHUIO AMNIUMYObL.

3BII npu eraykome yxce 6 HAUANILHOU CMAOUU 3a001e6aAHUL MEHAIOM C80U AMNAUMYOHO-
8DeMeHHble XaPAKMepUCMUKU 80 6cem OUana3oHe npocmpaHCmeeHHbIX 4acmont, KOmopoule
ompasicaom coOCmosHUe AKCOHO8 2aH2IUO3HBIX KIIeMOK Cem4amxKu.

3BIl npu npocpeccuposanuu 0Oone3nu uMerOm NPAMYIO  KOPPeIayulo  UMeHeHUsl
AMAAUMYOHO-4ACMOMHBIX XAPAKMEPUCMUK OM CMAOUU 21ayKombl. Jlamenmnocms no mepe
npozpeccuposanus 3a001e8aHus U nepexooa 8 Oojee NO30HI CMAOUI0 Y8eIudUeaemcs, a
amMnaumyoa cuudxcaemcs, u Kk abconromuou cmaouu enaykomvl 3Bl ne pecucmpupyromcs.
Ilpu cmouxoii komnencayuu BIJ] npoucxooum cmabunuzayus, a 3amem UACMUYHOE

goccmanognenue amMnaumyoOHo-epemenHblx xapakmepucmuk 3BI1

2.5 UHble fuarHocTuyeckmue HccjaeI0BaHus

He undopmaTuBHbI

3. Jleuenue, BKJIOYAsi MEAUKAMEHTO3HYI0 H HeMeIUKAMEHTO3HYI0 Tepanuu,
AUETOTepanuIo, 00e300/1uBaHNe, MEAMIMHCKUE IOKA3aAHUA M NPOTHBONOKA3AHUA

K IPUMECHCHHUI0O ME€TOA0B JICUCHUA

3.1 KoncepBaTuBHoOe JIe4YeHHE

3.1.1. IpoduaakTuka u Jeyenue AK

e Pexkomenayercsi Ha3HaueHHE MEIMKAMEHTO3HOM Tepalud B BHUJAE KEPATOIMPOTEKTOPHBIX
MpenaparoB, CpeIrd KOTOPhIX HamOosiee (PPEKTUBHBIM CIOCOOOM SBIISICTCS Ha3HAUYCHHE
MpenapaToB TUMPOMEIIO3bl 0€3 KOHCEPBAHTOB, IPENapaTOB THATYPOHOBOW KHCIIOTHI
(ruamypoHaT), TeJIeBbIX MPENapaToB U Ma3zeil ¢ COAep:KaHUEM JEKCHaHTEHOJIa Mepe]l CHOM

nersMm ¢ BA npu Hammuum AK w/mnm ans npoQUIAKTUKHA POTOBHYHBIX OCIIOKHEHHUN
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Hcnonbs3oBaHre MPOTEKTOPOB POTOBUIIBI HEOOXOIMMO Ha3HA4YaTh C paHHETO Bo3pacra [42,

53, 56, 60].

YpoBenb yoeauTeabHoCTH pexkoMenaanuii C (ypoBeHb JOCTOBEPHOCTH J0Ka3aTeIbCTB— 4)
KommenTapumu:

OcHognbie nonodicenus :

— JleyeHue HauUuHamy ¢ paHHe20 803pacma,

— eciu npenapam 2UNpPOMENNo3bl 0e3 KOHCEPBAHmMO8 He0OCmamodHo 3pdexmuseH,
HeoOX00uMO 3aMeHUmMsb €20 HA Npenapam ¢ COO0epIHCaHuem SUAIYPOHOBOU KUciomovl 0Oe3
KOHCEp8anmos;

MAKCUMANbHOE KOIUYECmB0 UCNONb3YeMbIX MECMHbIX NPenapamos He OO0JHCHO Npesblulams
mpex, 80 uzdexcanue OanbHelule20 NOBPENCOEHUS PO2OBUYbL;

— NOCMOAHHO UCNONBL308AMb MONLKO 21A3HblE NPpenapamvl 6e3 KOHCePBAHMOs,

npenapamul ¢ OOUHAKOBLIM (DAPMAKOLOSULECKUM OeUCmBUemM He OONHCHbI UCNONIb308AMbC 8
KOMOUHAYUU.

Toxazamenu s3¢ppexmuenocmu:

— omcymcemsue npozpeccuposanus AK;

— cmabunuzayus BIJ] 6 npedenax onmumanbHo20 YpOGHA C MUHUMATLHBIM YUCTIOM
npenapamos 6 mevenue Cymox,

— omcymcemaue cHudcenus: d¢hghekma 6 meuenue OnUMeENbHO20 NEPUOOd;

—MUHUMATbHOE CUCTeMHOoe 8030eticmaue;

— MUHUMYM NOOOUHBIX 3P pexmos;

— Xopouiasi nepeHoCUMOCb.

Ilokazanus K  Has3HauyeHulo  KepamonpomeKmopHoUu  mepanuu U  COBPEMEHHbIX
2unomemn3uHuvlx npenapamos npu AK u enaykome:

— 8ceMm OemsaM CO CHOpAOUHecKkou u Hacaieocmeennou @gopmamu BA u anupuouiinoi
2naykome,

— cpazy nocie sviasnenus AK y pebenxa;

— cpazy nocie sviasienus nosviuennozo Bl /[ y pebenka;

— npumensirom 05l Koppekyuu ypoens BIJ[ 6 nocneonepayuonnsiii nepuoo, a maxoce 0is
nonvimku Hopmanusayuu BIJ] y onepuposannvix Oemeu 6 O0XCUOAHUU NOBMOPHO20

onepamueroco emeuiamesilibecmed.

3.1.2 I'unoreH3uBHbIE NPENAPAThI IPH HATHYUH IIAYKOMBI
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Jleuenue 6podcoenHou 2naykomsl xupypauieckoe. Bmecme ¢ mem, 8 nepuod noo2omogxu
pebenka K onepayuu, a makdice, 6 psoe ciyuaes, u HOcle Hee — NPU HeOOCMAMmMOYHOM
2UNOMEH3UBHOM I(hpekme emewamenbcmed, 6ce dice HeoOX00UMAa MeOUKAMEHMO3HAS

0¢maﬂbM02ul’l0m€H3u6Ha}Z mepanusl.

Pexomenyercsi Ha3HAUCHHE TMITOTEH3MBHBIX CPEICTB NPH HAJTMYHMH TJIAYKOMBI y JIETEH C
BA nns camwkenust BI'JL. ITpu BeiOope npenapata He0OXOAMMO YUUTHIBATH BO3PACT peOCHKa,
a B Ipoliecce JICUeHUs THIATEIbHO KOHTPOJIUPOBATh OOIIMIA M JIOKAJIBHBIN CTaTyC MaIeHTa
IUIS UCKJIIOYEHUS BO3MOXKHBIX OCJIOKHEHUH THMNOTeH3MBHOW Tepanuu. [Ipemapater c

OJMHAaKOBBIM Q)apMaKOJIOFI/I‘ICCKI/IM ﬂeﬁCTBHeM HC OOJI’KHBI HCIIOJIb30BAaThCA B KOM6I/IHaHI/II/I

[61-63].

YpoBenb yoenuteabHOCTH pekoMenaanuii C (ypoBeHb JOCTOBEPHOCTH JI0KA3aTEILCTB— D)

KommenTapuu: e6wvibop npenapamog 01a neyeHusi 8MOPUYHOU 2NAYKOMbL OOCMAMOYHO
CIIOJICEH, OOHAKO 8 NOCeOHee 8peMsl NOABUNUCH Npenapamvl, OQUYUATLHO pa3peuleHHble K
npumeneruio y demetl (¢ 1 nedenu xHcusnu u op)

Aneopumm HaA3ZHAYEHUs. 2UNOMEHUBHBIX NPENAPAMO8 NPU AHUPUOUTIHOU 2TAYKOME:

— npenapamamu nepeoll TUHUU 8b100pa NPU BPOAHCOEHHO 2LAYKOMe OCMAIOMCA UHSUOUMOPbI
Kapboanauopaswl u bema-aopenoo10Kamopul;

— npu evicokom BIJ] nauunamv cpazy ¢ KOMOUHUPOBAHHBIX Npenapamos, da npu
HeodoCcmamoyHol 3¢pgpexmusHocmu 006asiams npenapam u3z 0pyeou GapmaxkoniocuyecKor
epynnvi (MpOCmaziaHout, antbgha-aopeHomumemux unu M-xorunomumemux),

— npumeHnenue 08yX u Oojiee SUNOMEH3UBHBIX NPENAPaAmos AGNIAemMcs OOHUM U3 KpUmepues
07151 cKopetiuie2o nepexo0d K Xupypeuieckomy edeHuro;

Bpau-ogpmanvmonoe cmankuseaemes ¢ makumu npobiemamu npu KOHCEPEAMUGHOM JleHeHUl
AHUPUOULIHOU 2NIAYKOMbL KAK:

— msdicenvie nopaxcenus 21a3Hou nogepxnocmu ecieocmaue HJICK;

— NI0XAs NepeHOCUMOCMb MeCMHOU 2UNOMEH3UBHOU Mmepanuu (8 ceA3u C 3MUM HUZKULL
KOMNIAeHC K OaHHOU mepanuu y demel U 63pOCvlX);

— HeobX00UMOCMb UCNONb306AHUS HECKONbKUX SUNOMEH3UBHLIX Npenapamos ycyeyonsem
Po2osuUHble NPobIEMbl, BKII0OUAS NOSAGNIEHUE MOYEYHOU Kepamonamuu U peyuousupyouux

3]?031/[12, ycuauearnumux npoyeccovl HeoB8ACKyJsipusayuu,
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— cucmemHvle noOOUHBIE IPPeKmbl MeCmHOU 2UNOMEH3UBHOU mepanuu. 3ma npoodiema
Kacaemcs — NpeuMywjeCmeenHo  oemell, OHA  3HAYUMENbHO  O02PAHUYUBAEM  CNEeKmp
JIeKapCMBEeHHbIX NPEenapamos 03MONCHLIX K NPUMEHEHUIO,

— nobounvie 3Ppexmvl CUCMEMHOU SUNOMEH3UBHOU MEPanuu: UHO20d BPEMEHHOe
npuMmeHeHue UHeUOUMOpo8 Kapboan2uopasvl Heobxooumo 0ist cHudxceruss BIJ], umo moocem
npueecmu K USMEHEHUIO 2JeKMPOIUMHO20 COCMABA Kpo8u (HU3KULL YPOBEHb KAusi),

mowrHome, peome, CHUdCeHuto gusuueckou akmusnocmu[61, 62].

3.1.3 Heiiporpoduueckoe jeyeHue

e  Pexomenayercss MenuKkaMeHTO3HOE HEHpOTpoduUecKoe jJeueHue AeTsm ¢ BA u rimaykomon
C IIEJIbIO COXPAHEHUS! U CTUMYJISIIIUK 3PUTEIbHBIX QyHKIMA. Tepamnuto cieayeT mpoBOAUTH

perysipro (1-2 pasa B rox) [75].

YpoBeHb yoenuTeIbHOCTH peKoMeH1anuii B (ypoBeHb 10CTOBEPHOCTH JI0KA3aTEIbCTB— 4)

KommenTapuu: 6 xomniexc Helupompoguueckoeo JjeyeHUus GKIUAMmM npenapamol,
guusAOwWUe Ha nepughepuyeckoe Kposoodpawjenue u Yayduiarowue MUKpOYUPKYIsAYUio,
CRA3MOTUMUKY —~ MUOMPONHble 6 KOMOUHayuu, HOOMpONHble npenapamel  (Opyaue
NCUXOCMUMYMAMOPbL U HOOMPONHble NPenapamvl), aHSUONPOMEKMOpbl, NOJUSUMAMUHDL.

Tepanuto npoeoosim noo KOHMpo.em He8pOnamooza.

3.2 Xupypruueckoe jeyeHue (MoKa3saHusl K HEOTJO0KHOMY, B TOM UHCJ€ NMOBTOPHOMY

XMPYPIrUYeCKOMY JIEYEHHI0; METOAbl XHPYPrUYECKOro JeueHus)

3.2.1 MeToapl XMpypru4ecKkoro JieueHus riaaykomsl npu BA

e PexoMeHnayercsi Xupypruyeckoe JiedeHue JHeTsM ¢ BA mpu pa3BUTUM TJIAyKOMBI JJIs
camwkenna BI'JI. Tosnbko XHMpYprHYeCKMM METOAOM BO3MOYKHO YCTPaHUTh IPEMSITCTBUS
ortoky BIK, co3maBaemble pa3in4YHBIMU CTPYKTYPHBIMM aHOMAQJIHUSMH JIPEHAKHOM 30HBI.
IIpu rmaykome 3TO cpouyHOE MM HauboJiee paHHEE XUPYPrHUECKOe JIEYEHHE NP MEPBBIX

MpHU3HAKax JeKoMIle Hcanuu riaaykoma [40, 42, 65-67].

YpoBenb yoenuteabHOCTH pekoMenaanuii C(ypoBeHb JOCTOBEPHOCTH J0KA3aTEILCTB— 4)

Kommenrapuu: [lokasanus K HeOMIONCHOMY XUpYpSUHeCKOMY JledeHuro (8 mom uucie
NOGMOPHOMY):
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— gvlcokull yposenv Bl /], komopbwiii He Modcem Oblmb HOPMATUZ0BAH KAKUM-TUOO OpYeUM
MemoOOM JledeHUs1, Kpome XUpPypeuvecKozo;

— HEBO3MONCHOCMb OCYWeCMBILeHUs. OPY2UX MeMOO08 JleyeHus (8 MoM ducie HecobnooeHue
8PAYEOHBIX peKOMeHOayuUll, BblpadiceHHble NO0OOUHble IPgheKkmol) Ul HeOOCmYNnHOCHb
coomeemcmayouell MeoOUuKameHmo3HoU mepanuu,

— NOBMOpHble onepayuu HeoOXo0UMO NpPOBOOUMb 0axdce NPU OCMAMOYHLIX 3PUMENbHBIX
@yHKYUSX.

Xupypeuueckoe Jneyenue enaykomvl y Oemeti ¢ BA naxooumcs 6 yenmpe JnedeOHbIX
MePONPpUAMUL, OCYUeCMBIAeMbIX MAKUM OONbHBIM.

Cywecmgyem 06a yenesvix HanpasieHus. ONEPaAmuGHuIX EMeUlamenbCcme npu 8POHCOEHHOU
2naykome.

Ilepsoe npedycmampueaem soccmanognenue (moutnee, hopmuposanue) ommoka BIJK, nubo
3a cuem yCmMpaHeHus NPensmcmeus Ha ee ecmecmeeHHOM Nymu, Aubo nymem cO30aHUS
HOB8020 Nymu 0Ommoxa énazu (pucmynvt) 8 «06x00» ecmecmseeHHbIX OPEHANCHBIX NYMEl.
Bmopoe nanpasnenue xupypeuueckozo neuenus demeii ¢ 9mou namoao2uel npeocmasieHo

emeutameilbcmeamu, HanpaejleHHbIMU HA COKpauleHue npodym;uu BI7K YUTUAPHBIM METIOM.

PexomeHayioTCs Creayronye XUPYpradeckue MeToap! (GOPMUPOBAHHS OTTOKA BOJISTHUCTOM
Biaru aetsm ¢ BA u rimaykomoit [65-67]:
— ONepaluy, HalpaBlICHHbIE HAa YCTPaHEHHWE OPraHWYEeCKUX MPEISTCTBHHA Ha ITyTH

BOJSIHUCTOW BJaru K TpaOekyne (FOHHOTOMHS, B TOM YHCIE C TOHHOIYHKTYPOIi;
tpabekynoromus ab interno);

— BMEIIATeIbCTBA (DUCTYIM3UPYIOLIET0 THUIIA, IpeAycMaTpUBaronue GopMUpOBaHUE
HOBOIO KaHaja W3 INEepeJHEel KaMmepsl TIja3a Hapyky, B HMHTPAcKIEpaIbHOE
IIPOCTPAHCTBO (ImaTepMOrOHUOITYHKTYpA, MHUKPOJINAaTEPMOTOHUOIYHKTYPA,
Tpabekynoromust ab externo, omepamms roHMoaManu3a ¢ Tpabekyroromuen ab
externo, cunycrpabekysmkromus (CTD) u ee MmoaupuKamm).

YpoBensb yoenuteabHocTH pekoMenaanuii C (ypoBeHb JJOCTOBEPHOCTH JIOKa3aTeILCTB— 4)

KommeHnTapuu: pso 3apybedxcuvix KIUHUK npeodiazaem onepayuell nepsozo 6vloopa
onepayuio mpabexyromomuio ab interno u ab externo. Ho xak nokasvliéaem npaxmuxa 3mo
XUpPYpeUYeckoe BMeuamenbCmeo Gbl3bleaem CIONCHOCMU 6 JIOKAIU3AYUSL CKAEPATbHO20

CUHYCA 60 BpPEMA XUPYPSUHECKO20 JI€HEHUA, ad MAKIHCEe HAIUYUe 3a4acmyto HeoeacKipusayuu
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6 VIIK Oenaem 3mo 6u0 Xupypeuueckoeo iedyeHusi mpyoOHOPeaiu3yemvlM U CEA3aHHbIM C
NOBBIUEHHBIM PUCKOM UHMPAONEPAYUOHHBIX 2EMOPPALULECKUX OCTOHCHEHUU.

Haubonee cmabunvnoi  eunomensuenviti  3¢pgpexm umeem onepayus CTO. DOma
MOOUupuUKayusi  Xupypeuueckozco emeulamenscmea npecieoyem —yeivb  (HopMupo8aHus
Ggucmynvt u3 nepeoHeu Kamepvl 21A3d 6 UHMPACKIEPAIbHOE NPOCMPAHCMBO (00bem
KOmopo2o pacwupsemcs enyookou ckiepakmomueti). OcobeHnHocmvblo npu nposedeHuu
OGHHO20 XUPYPUYECKO20 BMeuamenbcmed y oemell ¢ anupuoueu s61aemcs uccedyeHue
mpabexynvl 0e3 6blNOIHEHUS. NOJHOYEHHOU OA3aNbHOU UPUOIKMOMUU U Oolee WUpoKoe
ucceueHue  mpaOeKyIApPHOU  30Hbl,  KOMOpOe  C643aHHO  CO  CKIOHHOCMbIO K
nocieonepayuonHomy Gubposy y smoi epynnel nayuenmos. Tak dce pekomeHoosano doee
muamenvHoe HAKIAObIBAHUE CKIEPATIbHbIX W08 U VUWUBAHUE KOHBLIOHKMUBbL Ol

UCKTTIOYEHUA nOCJl@OnepaL;MOHHOIZ 2UNnonoHUuu.

Pexomennyercsas moaudpunupoBanHas CTD ¢ anmimkanuedl npemnaparoB, YMEHbLIAIOIIUX
pyOlLieBaHHE TKaHEH WIIM UMILIAHTA (IPCHAXKHBIC YCTPOMCTBA); WM IPUMCHECHHE UMILIAHTOB
(IpeHaxkHple ycTpoWcTBa) HeTsM ¢ BA wu rimaykomoil mpu otcyrctBuu 3¢ddexra ot
BBIILIETIEPEUNCIIEHHBIX ONepaluid A HOpMaIW3aluu OQPTaJIbMOTOHYCa WM B KauecTBe
olepaluy TepBOro BbIOOpa MpH HAIMYUM (PAKTOPOB pUCKA U IpearojaraeMoi

yOexIeHHOCTH B HedGEKTUBHOCTH Kiaccuueckoi meroauku CTD [65].

Kommenrapuu: Credyem o0CmopodsiCHO UCHOIb306AMb  Npenapamvl, YMeHbUaujue
Ppyoyesanue mraueil, yaumsledas 6blcOKUll puck npoepeccuposanus AK nocne ux npumenenus
Ha gone cywecmsyrowei HJICK.

B nocneonue 200vl npu nosienenuu cOBPEMEHHLIX XOPOULO NEPEHOCUMBIX OEMCKUM 21ad30M
KOHCMPYKYULl OpeHadxcell. NPUuopumemHulM HAnNpasieHuem 8 xupypeuu enaykomvl npu BA
CMano npumeHeHue OPEHANCHbIX YCMPOUCME 8 Kauecmee onepayuu nepeozo 6vloopa.
Ilpumenenue  umnianmamos  (OpeHadiCHvie  YCMPOUCMEd,  KIANAHO8)  PA3IUYHLIX
MoOougukayuil He npedcmasisfiem O0COOOU  CLONCHOCMU U NO3607Aem  NPOOIUMb
2UNOMEH3UBHbII dhhekm onepayuu u yCmanosums KOHmpoaupyemuii yposenv BIJ. Ho npu
8b100pe OAHHOU MAKMUKU JleyeHUus y 0emell ¢ aHupuouel Haoo Y4umoléams 8blCOKUL PUCK

aKmueHo2o (hubpo3Ho20 npoyecca 6 NOCIeonepayuoOHHOM nepuooe.
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PexoMeHAYOTCA XUPYPrMUYECKHME METOMbI, HAIPABICHHbIE HAa YMEHBIICHUE CEKPELHH
BOJISIHUCTOM BIaru (IHOA-1a3epHasi HUKIO(OTOKOATYIISINSA, TUATEPMOKOAT YIS ) AETAM C
BA u rmaykomoil mpu HedI(pPEKTHBHOCTH XHPYpPTHUYECKOTO JICYCHHs HAIPABICHHOTO Ha

ynyuairenne ortoka BIK [42, 50].

Yposenb yoeauteabHOCTH pekoMenaanuii C (ypoBeHb JOCTOBEPHOCTH J0KA3aTEIbCTB— 4)

Kommenrapuu: B ocHoge smux Xupypeuueckux eMeuamenbCme 1eiCum memnepamypHoe
8030¢elicmeue HenocpeOCmMeeHHO Ha YUIUAPHbIE OMPOCMKY, UO0 HA Numanwue ux 3a0Hue
ONIUHHbBLE YUIUAPHBIE APMEPU.

Huoo-nasepnyto  yuxiogpomoxoazynayuio  yaue  NpooOAm 8  HECKOIbKO  IMAnos.
3aoeiicmeyrom He borbuie 2x K8AOPanmMos 3a 0OUH sman. 3a0a4a emeuamenbcmea 00CmuYyb
Hopmanuzayuro  BIJ] 00 HopmanbHbIX 3HaueHue unu 00 3HAYEHUU NO3BONAIOUUX
Hopmanuzoeams BIJ[ npu nomowu uncmuniayuy cunomeH3ugHsix kaneiv. Mexcoy smanamu
XUPYP2UUECKO20 JledeHUe JHCelamelbHO BblOepIHCUBAms He MeHee mpex mecayes OJisl
cmabunuzayuu noxazameneti. BIJ] u pezopbyuu eocnarumenvHozo npoyecca 6 30He
ONEPAMUBHO20 BMEUAMENbCIEA.

Huamepmokoazynsiyusi  3a0HUX ~ ONUHHBIX — YUTUAPHLIX — apmepull  npeodycmampueaen
HenocpeocmeeHHoe mepmuieckoe MmpanHcKiepaibHoe 8030elcmeue Ha coCyOucmoe pycio,
Mo NpuBOOUM K 001AYUU COCYO08, HAPYUEHUIO KPOBOCHAOIMCEHUS U CHUNCEHUIO NPOOYKYUU
BIK.

Ilocne evinonnenus onepayuti «YuKio0eCMpyKmueHo2o» NlauHd, pebeHky Ha 2—-3 OHsa
HA3HAYAOmM 2Spynnvl UHSUOUMOPO8 KapOoaHeuopaswl 6HYMpb 8 603PACMHOU 003UpOBKe,
KOMOUHUPYS, mMakum 00pasom, Xupypeudeckoe U MeOUKAMEHmMOo3Hoe Nooasisouee
8030¢elicmaue Ha YUruapHoe meio.

Buuweusnooicennvle  xupypeuieckue emeulamenscmea nO  CHudcenuio npooykyuu BIJK,
chyJHcam — anbMepHaAmueolu  MpAOUYUOHHBIM —~ MeMOOAM — XUPYPSUUECKO20  JIeYeHUs Y
MHO2ZOKPAMHO ONEPUPOBAHHBIX Oemell U ABIAIOMCA onepayusimu 6vloopa y Oemei ¢

27IAYKOMOU 8 MEePMUHATILHOU CMAOUU.

3.2.2. Xupypruveckoe jJeyeHue KarapakTol npu BA

Pexomenayercsi MpoBEeNCHWE XUPYPTUYECKOTO BMEMIATENhCTBA — (HaKOACHUPALUU WU
acipanuu-uppuranud  BpoxaeHHo  katapaktel  (BK) c\6e3  WMILIaHTAI[MHH

uHTpaokyspHoi auH3sl (MOJI) B 3aBUCHMOCTH OT XapakTepa MOMYTHCHHs XPYCTaluKa U
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HaJIMYUs COMYTCTBYIONIEH MATOJOTUM IJ1a3a y neteil ¢ BA u kartapakToil mpu BBISBICHUHN
BBIPAXKCHHBIX U3MCHEHUHU XpycCTajivkKa, BBI3bIBAOIINX  3HAYUTCIBHYIO 3PUTCIILHYIO

nenpuBanuio [42, 68-72].

Kommenrapumu: 2onasuviv  ¢paxmopom npu  onpedeneHuu  CPOKO8  XUpypeuueckozo
emMeuamenbcmea, Kak npu 08YCMOPOHHeU, MAK U npu O0OHOCMOPOHHel Kamapakme Ha
AHUPOULIHBIX 21A3AX AGNAEMCS BbIPAINCEHHOCMb NOMYMHEHUL XPYCMAIUKA, ONPedesiouancs
gopmoui kamapaxmwl, enuAlOWel HA GOPMUPOBAHUE 3PUMENbHBIX QYHKYUU pebénKa 6
CEHCUMUBHDLLL NEPUOO.

Xupypeuueckoe neuenue BK y demeii ¢ BA nokazano npu maiuyuu Onmu4ecku 3HAYUMbIX
NOMYMHEHUU XPYCMAIUKA, PACNOAA2AIOWUXCS 8001 3PUMENbHOU OCU 21d3a U BbI3bI8AIOUUX
CHUdICeHue 3pumenvHuix  @yukyuti. Kax npasuno, Henpocpeccupylowjue noispHbie
NOMYMHEHUSL XPYCMATUKA 8 YCI0GUSX OMCYMCMEUs PAdyliCHOU 000I0YKU He OKA3bI8AIOM
oenpusupyrowe20 Oelucmeust U He HyJICOAIOMcs 8 PAHHEM XUPYPSULECKOM eMeuamenbcmae.
OnepamusHoe emewiamenbCmeo Modxcem 0bims OMcpoueHo 00 6oiee cmapuieco 803pacma 8
3asucumocmu  om OUHAMUKU NPOSPECCUPOBAHUS  KAMAPAKMALbHLIX NOMYMHEHUll U
CHUDICEHUSL OCIMPOMbL 3PEHUSL.

Xupypeust kamapakxmvl y NayueHmos8 ¢ aHupuouell C6a3aHa ¢  ONPeoeleHHbIMU
CLONCHOCMAMU

— pacuem cuavt HOJI 0o omnepayuu modcem Ovlmb 3ampyoOHeH U3-3a HeCmadulbHOU
NOBEPXHOCMU 2/1a3d, HUCMAZMA U NOJISIPHBIX KAMAPAaxkm,

— pasmep, ONUHY paspe3a U Mecmo pacnolONCeHUs He0OX0OUMO MUAmenbHO NPOOYMAamby,
ymobwvl uzbexHcamov 803HUKHOBeHUs unu obocmpenus AK y smux nayuenmos;

— uccre0o8anue Kancyivl XpyCcmanuka NoKA3an0 CHUMCeHUe MoauuHbl Kancyivl y demetl Ha
50% no cpasnenuto ¢ HOpMATLHLIM KOHMPONEM;

— U330 2UNONIACMUYECKOU PAOYICHOU 000JI0UKY, NPUBOOAWEl K OMCYMCMEUI0 YUTUAPHOLL
O0p030bl Npu  AHUPUOUY, UMNIAHMAYUS 6 KANCYIbHLIL MEUOK SGIAemcsi eOUHCMBEHHbIM
8APUAHMOM UHMPAOKYISAPHOL KOPPEKYUU aghaxkuu.

Cosepemennas mexHono2usi Xupypeuu Kamapakmul 6Ka0YAem:

— MOHHeNbHbIe PO20GUYHBIE UNU KOPHEOCKIEPANbHbIE MUKPOPA3pe3bl ¢ NoCaedyiouyel
WoBHOIL (huxcayuell OCHOBHO20 paspesd, 8blnoIHe e napayenmesos na 3 u 9 vacax;

— UCNOJIb306AHUE COBPEMEHHBIX BUCKOINIACMUKOB ons 3awumasl sHoomenus pocosuybl,;

33



—  npumenenue  OuhhepeHyupoBaHHLIX  MEeMmOoOUK  nepeoHe20  KANcCylopekcuca ¢
Gopmuposanuem MUHUMATLHO20 Ouamempa (mernee 5 mm) 015 Ooee cmaduIbHOU purkcayuu
HOJI 6 kancynbHom meuwike;

— annapammuas uiu MaHyaibHas ACRUPAYUS-UppUayus Xpycmaiuko8blx MAcc,

—9HOOKANCYIAPHAA umnianmayus 2uoxkux akpunosolx MOJI.

Metoauku (akoacupaliy KaTapakThl COOTBETCTBYIOT MeTouKaM 1o yaajienuto BK Gomee
nopo6Ho onmcannoi B KP mo BK.

e PexomeHnayercs npoBelleHUE KOHCEPBATUBHOIO MEAMKAMEHTO3HOI'O U IPU HEOOXOAMMOCTU
XUPYPrUYeCcKOro JieyeHus: y jaereid ¢ BA mnpu pa3sBUTHUM HMHTpa- U MOCIEONEPALIMOHHBIX

ocioxuenutit [33,40, 42,73].

YpoBenb yoenurenbHocTn pekomenaanuii C (ypoBeHb JOCTOBEPHOCTH JI0KA3aTeIbCTB— 4)
KoMMmeHnTapum: sasxxcro sname, umo xupypeuieckoe emeuamenscmeo (no nosooy 2naykomul
U Kamapakmol) MOdcem cnpogoyuposams npocpeccuposanue AK, xupypeus enaykomul
Modcem  CMUMYIUPO8ams  OUCIOKAYUr0 U nomMymHeHue xpycmanuxa. Ilo OanHbim
umepamypuvl Haubosee pacnpocmMpaHeHHbiM OCIONCHEHUEeM XUpypeuu Kamapaxkmoel Oblio
passumue 2layKOMHO20 npoyecca, mpedyiowezo 6 oOaivHetuem OONOIHUMENbHbIX
AHMUSTAYKOMAMO3HBIX BMEUAmenbCma ¢ yenvio Hopmanuzayuu Bl /]

Baowcno 3namo, umo omcymemeue paoyxcku, , ROIUMOPHUIM BbIAGTIEHHBIX USMEHEHUN 21a3d,
6 mom uucne nanudue HJICK obycroenueaem ocobennocmu uHmpa- u nocieonepayuoHHo2o
meuenus AK u enusiem Ha ucxo0bl Xupypeuiecko2o ievenus u Ha npoeHo3 3a601e6aHUs.
OcnooicHenue  Xupypeuuecko2o MeulamensbCcmeda, OnucamHoe moavko npu BA —
anupuouunvlii. pudposusiii cunopom (ADC), npedcmasnsem coboii ubposnwviil py6YOBbLL
npoyecc, acCoyuUpOBanublll ¢ pazeumuem SUnOMoHUU, CHUNCAowWee 3pumenvHvle QYHKYUU u
8 psioe crydaes npusooswee Kk cybampoguu 2nasza.

Hebnaeonpusmuvimu  pakmopamu, — OCIONCHAIOWUMY — NOCIEONEPAYUOHHOe — MmeyeHue
NePUYHOL  21AYKOMbL, CIydcam u3dvlmounoe pybyeeanue u aKMueHAs peceHepayus,
guizblsaemMas npoaugepayueli GuopooIACMO8 MEHOHOBOU KANCYIbl U INUCKTIEPLL 8 0bnacmu
onepamusHo2o emewamenscmed. Y oemeil ¢ anupuouell npoyeccvl npoaugepayui 8 30He
eMeuamenbcmea 6 paHHem NocileonepayuoHHoOM nepuooe Oojee aKmuHsl, Yem y 00bIYHbIX
oemeiti U 83pOCTbIX, YUMo 00bACHAEm DoJlee HU3KYIO 3P PeKMUBHOCb AHMUSTIAYKOMAMO3HbIX

onepauuﬁ npu j1e4eruu ciayKomal.
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Pybyesanuro 6 30ne xupypeuuecko2o 6030eicmaus Cnocoocmsayrom.: HedoCmamoyHvlil 00vem
uccekaemol dacmu mpabexKyivl, 3aKpblmue 30Hbl ONepayuu 2OHUOCUHEXUAMU, KOmopbvle
ABNAIOMCA NOCIEOCMBUAMU NOCIeONEPAYUOHHBIX UPUMOB U KPOBOUSIUAHULL 8 NepeoHIONn
Kamepy, nosbluleHHble CIUNYUBbIE NPOYECCH .

Coepemennvie cnocobvl, npensmcmeyiouue u3ObLIMOYHOU npoaugepayul, GKIOUAOM:
VMeHbUuleHue MpasgMamuyHOCmy — Onepayull, WUpPoKoe UCceyeHue KOHBIOHKMUBbl U
INUCKIEPLI, NPUMEHEHUEe KOKOPMUKOCMEPOUO08, NPOMEOIUMUYecKux gepmenmos u
UCNOIL308AHUE NPENAPAMO8 U3 SPYNNbL AHMUMEMADOIUMO8.

Kpome uzbvimounoco pybyesanus, 3¢pghexm anmuenaykomamosHvlx onepayutl 3a6Uucum om
pAaoa Opy2ux OCHNONCHEHUU: CUHOPOM MENKOU Kamepwvl, YUIUOXOPUOUOAIbHAS OMCIOUKA
(LIXO), eughema, maxynapuwiii omex.

Cunopom menxot nepeoHeil Kamepvl 8 NOCICONEPAYUOHHOM NEPUOOe MOdAICEm DblMb CE53AH C
yeunennou unompayuei BIJK uepes nocieonepayuonnyio gpucmyny, naruuuem HapyscHoOU
Qurbmpayuu ecredcmeue NIOXOU A0ANMAayuu KOHBLIOHKMUBALLHO20 pa3pe3d, a Mmakice
1XO0.

Camvim yacmovlm cpedu 6cex NOCICONEPAYUOHHBIX OCIOJNCHEeHUL Yy Oemell ¢ anupuouerl
ommeuena L[XO. Ilepenao BIJ], eo3nuxarowuii 60 epems onepayuu, A61Aemcs nyCcKOGbIM
MEXAHUSMOM K KIUHUYECKOMY NPOAGIEHUI) COCYOUCHOL NAmoiocuu, a OmCYmcmeue
PAOYIHCKU CHUNCEHUIO IPDEeKMUBHOCIU MeOUKamMeHmo3Hou cmaobunuzayuu BI/].
Meouxamenmosnas mepanusi [{XO exnrouaem 2noKoKOpMuKoCmepouowl, Kopeun-benzoam
Hampus u Op. Muopuamuxu He 3¢hghexmusnvl. Ilpu omcymcmeuu 3¢pgpexma nokazaHo
Xupypeuueckoe jeyeHue 8 uoe- 3a0Hell CKIePIKMOMUU U BbINYCKAHUS CYRPAXOPUOUOATbHOU
HCUOKOCTU.

Meouxamenmosnas mepanus npu eugheme, cemogpmanvme GKOHAEN 2EMOCMAMUYECKUE
npenapamal, cocyooykpensioujue, NPOMUBOBOCHANUMETIbHbIE, paccacviéaroujue,
anmuoxcudanmul u Op.. [lpu momanvHou cugpeme noxazano npomvieanue nepeoHell Kamepoi.
B pannem nocieonepayuoHHOM nepuooe MOMCem DPA3GUMbCS PeYUuoUus SUnepmeH3uu auobo
gcredcmau O10Kaobl 30HbL MPAOEKYIIKMOMUU OCMAMKAMU KOPHSL PAOYI*CKU (ecu ecmb
YacmMu4Has aHUupuous) u XpyCmAaiukogou Onoxade (YUIUOXpyCmanuxosviti 0j10K) aubo
PA36UMUI0 CIUNYUBOZO NPOYECCA MeXHCOY JIOCKYMAMU CKIepbl Ul KOHBIOHKMuUSbl. B smux
CYYAsAX PeKOMeHOYemcs. KOHCep8amugHoe JeueHue, npu omcymcmeuu s¢ggexkma om
KOmMopoz2o 8 meuenue 5—7 CymoK 803MOACHO NpoGedeHUe peauslsl 30Hbl onepayuu (HUOJIUHe)

C Yenvio pazveOuHeHUs CMpYKmyp npensimcmaeyrowux evixooy BIJK.
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Ilpu obpazosanuu NIOCKOCMHBIX CUHEXULl MeXHCOY KOPHEM PaldydicKu (npu 4acmudHol
anupuouu) u 3010l HympeHuel hucmynvt pekomernoosarna UAIl -nazepuas pegpucmynuszayus

(HO He no3oice 1 mecsaya nocie pazeumus Cpaujenus).

Pexomenayercst MPUMEHITh MPOTHBOBOCHAIMTEIbHBIE U aHTHOAKTEpUAJIbHBIE MPEHapaThl
BceM JeTsaM ¢ BA npoduiaktuky HHGEKINN U BOCHAIEHUS B MOCIEONEPALIMOHHOM MIEPHOIE

[75].
YpoBeHb yoenuTeIbHOCTH peKoMeH1anuii B (ypoBeHb JOCTOBEPHOCTH J0Ka3aTEIbCTB— 5)

4, MeauunHcKAasi peaduaMTANUsA, MeIUIMHCKHE MOKA3aHUsI U

NMPOTHBOINIOKaA3aHUA K IPUMECHCHUIO METO/10B peaﬁn.ﬂnTaunn

Pexomenayercsi Koppekiusi aHoManuii pedpakiuu Bcem JeTsiM ¢ BA ¢ 11e7p10 MOBBIIICHHS
OCTPOTHI 3peHHs (MPU AHUPUIUHN BBISIBISIOTCS MHOIHWSA, THIEPMETPONUS, aCTUTMAaTH3M).
PexoMenayercs Ha3HaueHUE IBYX Map OYKOB: 00€ Mapbl OYKOB JOJIKHBI UMETh Y D-Puibtp
(UVA u UVB 06:10K) [uis cBeTa ¢ JUIMHOW BOJIHBI Oosiee 400 HM; 0JjHa mapa OYKOB JOJDKHA
HUMETh JieTKoe 3areMHeHne Ha 20% (s moMa u oOJayHbIX JHEW Ha yIHIle), Apyras mapa
OYKOB JOJKHa ObITh 3aTeMHeHa Ha 80% (i ynuiel B comHeuHble MHU). OIHAKO Mpu
orcyTcTBUM Yy pebeHka ¢orododur, MOXKHO Ha3HA4YaTh OYKOBYIHD)  KOPPEKIIHIO
C M3HaAyYaJIbHO MPO3PAYHBIMU, HO IIPU ITOM € OJIOKMPOBKOW CUHUX cBETOBBIX J1yuel (L400) u

doroxpomubimMu JuH3amu [40, 42]

YpoBeHb yoenuresbHOCTH pekomMenaanuii C(ypoBeHb TOCTOBEPHOCTH JOKA3aTEIbCTB — 4)

Pexomenayercs mojjep:kka paHHETr0 3pUTEIBHOIO pa3BUTHUSI BceM JieTsM ¢ BA ¢ menbro
CTUMYJIMpPOBAaHUSI HHTEepeca peOeHKa K 3pUTEIbHOMY H3YUEHHUIO OKPYXAloIIero MHpa;
noMoraromias oo1emMy pa3BUTHIO peOeHKa, YCKOPSIOIIee ero ABUraTelbHOe, COLUATbHOE U

KOTHUTHBHOE pa3putue. [40, 42, 74].

YpoBenb yoeauTeabHOCTH pekoMenaanuii C (ypoBeHb JOCTOBEPHOCTH JI0OKA3aTEILCTB— D)
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5. IIpopuiakTrka v IMCNaHCEPHOe HADII0eHHEe, MeIUIMHCKHE IOKA3AHNUS U

NMPOTUBONOKaA3aHUA K IPUMECHCHUIO METOA0B HpO(l)I/IHaKTl/IKI/I

o Pexomennyercs nucnancepHoe HaOJIIOACHHE, KOTOPOE SIBISAETCS HEOOXOAMMBIM Ui BCEX
netedl U moApocTKoB ¢ BA u coderanHod ¢ Hel martosiorueit. Jletw ¢ mogo3peHueM Ha
[JIAayKOMY WJIM YCTAHOBJCHHBIM JIMarHO30M CTaBSITCS. Ha JMCIIAHCEPHBIA y4yeT B
MOJIMKJIMHUKE C YaCTOTOM OCMOTPOB IOCJE€ XUPYPrHUECKOro JjeueHus uepe3 1 mecsll, npu
crabmibHOM TedeHuu — | pa3 B 3—6 mecsueB. OueHb BakeH peryisipHbId KOHTpoub 3a BI'L,
pa3MepaMu TI1a3a, OCTPOTOW 3peHus. BceM aeTsM MpOBOAST KOMIUIEKC 00CIeaoBaHUN
BKJIIOUAIOIIUI OIIEHKY COCTOSIHHS MEPETHEro W 3aJIHEer0 OTPE3KOB Iuiasza, usmepenue BIJI,
JUaMeTpa pOrOBUIIbI, IMIMPUHBI JUMOa, OrnpeneiaeHne peQpakiui U 3pUTEIbHBIX (YHKIUI
(mo Bo3MOXHOCTH). IlaHOBBIE OCMOTPBHI U BBISBICHHME OCJIOKHEHUH — OCHOBHAs LIEJb

MeIUIMHCKOTO conpoBokacHus BA [40,74].

VYpoBeHns yoenureabHocTH pekoMenaanuii C (YpoBeHb JJOCTOBEPHOCTH JI0Ka3aTeNIbCTB— 4)

e PexoMeHayercsi MEIUKO-TEHETHUECKOE KOHCYJIbTHUPOBAHUE CEMEH, OTATOUIEHHbIX 10 BA!:
o0clieZloBaHNE BCEX WIEHOB CeMEH € Y4eTOM KIMHUYECKOTro Moaumopdusma (HEmoJIHbIM
MPOSIBJICHUEM KIMHUYECKOTO MOPTPETA); MOJEKYISIPHO-TEHETUUECKas TUarHOCTUKA YJICHOB
ceMell ¢ MUHUMaJIbHBIMHM KJIMHUYECKUMH MPU3HAKaMU 3a00JI€BaHusl, pacyeT T€HETUYECKOTO

pHCKa, MJIAHUPOBAHUE U BEJICHUE OEPEMEHHOCTH COBMECTHO C BpadyoM-reHeTukoM [6, 43].

VYpoBeHns yoenureabHocTH pekoMenaanuii C (YpoBeHb JJOCTOBEPHOCTH JI0KA3aTeNIbCTB— 4)

6. Opranu3anus 0Ka3aHusi MeJIMIMHCKOI MOMOIIH

o Ilpu Hammuuu y peGeHKa MOJO3PEHUsI Ha HAIMYME aHOMAJIUU Pa3BUTHS MEPEJHEro OTpe3Ka
rjlaza U aHUPUAWM WIM TOATBEPKIACHHOrO AuarHo3a BA ydacTkoBble Bpauu-NeAHaTphl,
Bpauu oOuIei MpakTUKU (ceMelHble Bpaun) HaIpaBJISIIOT JIeTeil Ha KOHCY/IbTALMIO K Bpady-
oransmornory. Bpau-odranbMonior oneHHBaeT COCTOSHUE IJ1a3a, MPOBOAUT OOCIE0BaHHE,
BKJIFOYAIOIIEE METOJAbl MHCTPYMEHTAJIbHBIX HUCCIEHOBAaHUMN M1 yTOYHEHHUs auarHosa. llpu
HE0OXOIMMOCTH TPOBEACHUS JUArHOCTHUECKUX MPOLEAYp ¢ IPUMEHEHUEM aHECTE3UH JeTH

HAIpaBJIAOTCA B ICTCKOC OCbTaJ'H)MOJ'IOFI/I‘IeCKOC OTACICHUC.
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e [lpu HaMMYMK TOKA3aHWA K XUPYPrHUECKOMY JICUCHHIO y peObéHKa ¢ BA u ycTaHOBICHHBIM
ANAarHo30M TJIaYKOMBI I/I,/I/IJII/I KaTapaKTbl, JAHHOC JICHCHHUC OCYIICCTBIISICTCA B YCIIOBUAX
CTallMOHApa B JIETCKOM O(TaIbMOJOTHUECKOM OTAedeHuu. [locne oka3aHMs MeTUIIMHCKON
MOMOUIY peOEeHOK HampaBisieTcs B IeTCKUN o(dTanbMOJI0rH4eckuii kabuHer. B nanpHelinem
OH HAaXOJUTCSA IO/ JUCHAHCEpHbIM HaOJIOJeHHEeM Bpaya-oprambMosora JETCKOTO

o(ranbMoIOrnYecKoro KabuHera.

7. lonoJHuTeIbHASA HH(pOpManus (B TOM 4yucjie (aKTOPbI, BJUSIONIAE HA UCXO/

3200J1eBAHUA UJIH COCTOSTHUA)

T'eno-gpenomunuuecxkue Koppensayuu.

AHanu3 reHo-(heHOTUIMYECKUX KOPpesauil Mexay TunoMm aedexra jokyca reHa PAX6 u
MOpaKEHNEM Pa3IIMYHBIX CTPYKTYP TJ1a3a MO3BOJIMI BBEIIBUTH Oosiee MATKUI (DEHOTHUI y MAlMEHTOB
C XPOMOCOMHBIMH JelIeNUsMH 3'-yuc-perynsaToproii oomactu rena PAX6, He 3arparuBarommMu
KOAMPYIOIIYIO MOCIEI0BATEILHOCT. Y MAallMEHTOB C 3TUM TUIMOM 11p13 XpOMOCOMHBIX Aemeruii
JIOCTOBEPHO Yallle OTCYTCTBYET KepaTomnaTus, Tunoriazus gosea U HUCTArM. BhISABIIEHO TaKXke, 4TO
y manueHToB ¢ aenenusmMu WAGR-001acTi monokeHue Jeinennd Ha XpOMOCOME BIIHSIET HA PUCK
pasButus HedpoOiacToMbl. OmyXosib pa3BUBAEeTCS JOCTOBEPHO NPU BOBICYEHHOCTH B 00JIACTH
nenenuu jokyca rena LMO2 (11p13 OMIM*180385), koaupyromero Cympeccop OIIyXOJeBOro
pocta «mpoTteuH 2, cogepxaumii LIM-nomen». Takum oOpas3om, ecnu B pesynabrare JIHK-
JUArHOCTHKHU y TAllMEeHTa BBISIBJIEHA XPOMOCOMHas Jeneuus 3'-yuc-perynsaTopHoi oOjacTu reHa
PAX6, To mporHo3 TeueHus 3aboseBaHUS OoJyiee OJIArOMPHUATHBIN, YTO, OJHAKO, HE OTMEHSET
HE00X0AMMOro JJIsi MOAJIEpKaHUS 3pEHHs y TaKUX OOJNBHBIX yXOJa U MOHUTOpUHIa. B yacTHOCTH,
PHCK pa3BUTHUS INIAYKOMBI Y OOJIBHBIX € Aenenust 3 -yuc-perynsTopHoi 001acTH OCTaeTCs TaKUM XKe
BBICOKHM, KaK M y OCTaJIbHBIX ManueHToB ¢ BA [76].

[Ipu ompeneneHnu y manwieHTa ¢ aHupuaueii xpomocomuoit nenenun WAGR-o6mactu, y
HETo pe3Ko BO3pacTaeT pUcK pa3BUTUs HeppobdiaacTombl 10 50—-70%, ecin e BbIBICHHAS JeNCIHs
3axBaTbIBaeT Jokyc rena LMO2, sToT puck nossimaercs 10 90%.

OTH CBemeHUS MOTYT W JIOJDKHBI OBITh HCIIONB30BaHBI TEHETUKAMH TIPH  MEIHKO-
TeHETHYECKOM KOHCYIbTHpPOBaHUU 00NBHBIX ¢ BA u cuanpomom WAGR. ADC — 310 ocioXHEHHE,
CHIDKAIOIIee 3puTesibHble (PYHKIMH, onrcanHoe Toiibko pu BA. Ilpeacrasisier coboit pudbpo3HbIit
pPYOLIOBBIN IpOIlECC HE BOCHAIMUTENBHOTO IeHe3a, aCCOLMUPOBAHHBIA C PAa3BUTHUEM THUIIOTOHUHU U
dTu3uca tnaza [7/7], BO3HHMKAIONMIUKA TOCTE XUPYPTUYECKHX BMeEMATeNbCTB. JlJIT TOro 4YTOOBI

n3bexars pazButue ADPC wiH MO3THUX OCIOKHEHUN, TAKUX KaK XPOHHUYECKUH YBEHT, JKEJIaTeIbHO
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BBINIOJIHATD MHUHUMAJIbHBIE XUPYPIHYECKUE pa3pesbl, MPUMEHATb JJIACTHUYHBIE HEOKpPAILECHHbIE
UHTPAOKYIISPHBIE JIMH3bI U UCKIIOYUTh UMIUIAHTALMIO UCKYCCTBEHHBIX TUa(parM, UMHUTHPYIOLIHX

panyKHyt TKaHb [77].

KpnTeplm OIICHKHU KaYecTBa MeIlI/IIIHHCKOﬁ nomMoIm

Ne Kpurepun kavyecra YpoBeHb YpoBeHb
yOeaUuTeIbHOCTH [10CTOBEPHOCTH
pexoMeHJaluil  |10Ka3aTeJIbLCTB

1 BrimonaeHa OMOMUKPOCKOTIHS T1a3a B 4
2 BrinonHeHna ToHoMeTpHs B 4
3 BrinoHena 3xoonomeTpus B 5
4 BrimonaeHa o ranibMocKonus B 4
5 Brinonnena maGopaTopHash MOJEKYJISPHO- A 2

MCHCTUYCCKAsA JHarHoCTHKa

6 OnpeneneHbl MTOKa3aHUS K| B 4
XUPYPTUICCKOMY BMCIIATCILCTBY HJIH

MEIMKAMEHTO3HOM TepaIruu

7 Brmonneno OKa3aHHe B 4
0 TATEMOJIOTUYECKON ~ XUPYPrUYeCKOH TMOMOIIHN
Opy  HAIMYUM ~ TJIAYKOMBl ~ NPU  HAJTUYHUU
MeTUIMHCKUX ITOKa3aHUi

8 Brmmonaeno OKa3aHHe B 4
0 TaTIbMOJIOTUYECKON  XUPYPrUuyecKord IMOMOILHU
py  HaJUMYUM ~ KaTapakThl [P HAJIUYUU

MECIUIIMHCKHUX MMOKa3aHWi

9 Brmmonnen noxoop TUIIOTEH3UBHONI A 2
Tepanuu

Cnmcok ureparypbl
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IIpunoxenue Al. CocraB padoueii rpynnsl o paspadoTke H NepecMOTpPy

KIMHUYECCKHUX peKOMeHIla]_[I/Iﬁ

1. Karapruna Jlrommuina AHATOIBEBHA - PYKOBOAMTENb TPYIMIbI, TJIABHBI BHEIMITATHBIHN
CHEIUATUCT JETCKU odTanpbmosior MuHucTepcTBa 3apaBooxpaHeHus P®D, 3amecturernn
IupeKTopa mo HayuHoi pabore @I'BY «HannoHanbHBIH METUIIUHCKUN HCCIIEIOBATEIbCKUI
IEHTp TNa3HbIXx Oonesneid um [enmpmromeiiay Munsnpaa P® mpodeccop, m.M.H.,
Mocksa;uieH npe3uauyma OOIIepoCCUiCKONW OOIIECTBEHHON OpraHM3aIiuu «AccoIuanus
Bpauel-opTaabMOJIOTOBY, uiieH npe3uauyma OOmiectBa odrambmonoroB Poccuu, riaBHbIN
BHEIITATHBIN CHENHUAIUCT AeTckuii odrampmonor M3 P®, mpencenarens npoduiibHOM
KOMHUCCHUH TI0 JeTcKoi odrambpmoniorun M3 P®, 3amecturens mnpeacenatess npoduiIbHON
Komuccuu 1o odrambmonorud M3 PO, 3aciyxeHHblli Bpau P®, 3acitykeHHbIH nesTenb
Hayku, MockBa;

2. 3unuenko Pena AOynbdazoBHa — 3amMecTUTENb AUPEKTOPA MO HAYUHO-KIMHUYECKON paboTe
OI'BHY  «Meauko-reHeTHYECKU  HAyYHBIM  IEHTP», 3aBeAyomuid  Jadoparopueit
TCHETHYECKOW AU IEMHOIOT Y, mpodeccop, 1.M.H., MOCKBa;

3. HamazoBa-bapanosa Jleiina CeiimypoBHa - pykoBoautenr HUW meamatpum u oxpanbl
3nopoBbs aereil [IKb PAH MunuctepctBa Hayku U BbIciiero oopasosanusi PO, rmaBHbIN
BHELITATHBIN JETCKUI CHEeNHaIUCT N0 NpoduiIakTuueckoi MeaunuHe Munsnpasa Poccun,
npenceaarens NITAG P®, Ilpesupent Coroza nemuatpoB Poccun, nacT-npe3ujeHT
EBponeiickoit neguarpuueckoit accoruanuu (EPA/UNEPSA), npodeccop, 1.M.H.,MockBa;

4. KagpimeB Buranuii BukrtopoBud - cTapmiuii  Hay4HbIM COTpYIHHUK JabopaTopuu
reHernueckor snuaemuosiornn ®I'BHY «Meauko-reHeTH4ecknuii HaydHblil IEHTP», Bpad-
TeHETHK, Bpad-o(TaabMorior, K.M.H., MOCKBa;

5. Ma3zanoBa Exarepuna BukTopoBHa - Hay4dHbII COTpYIHHMK OT/AEa MATOJOIUHU TJa3 y JAeTei
OI'BY «HannoHanbHBIH MEIUIIMHCKHUNA WCCIIEIOBATENLCKUMA IIEHTpP TJIa3HBIX OONIe3HEW UM
I'enemronsiiay MunzapaBa P®, unen OOmepoccuiickoir 0O0IIECTBEHHOW OpraHU3aluu
«Accomuanusi Bpauei-opTarbMOJIOTOB», CeKpeTapb NpoQUIbHOW KOMHUCCHUHU IO JIETCKOU
odranemonoruu M3 P®D, k.m.H., MockBa;

6. MapaxoHoB Amnapeit BrnagumupoBud - crapmmii Hay4HbIM COTpYAHMK JabopaTopuu
reHetudeckoil snuaemuonorud GI'bHY «Menuko-reHeTHdecKknuii HaydHbIN EHTP», K.0.H.,

MockBa;
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7.

10.

11.

12.

BacunbeBa TaThsiHa AJekceeBHA — HAYYHBIM COTPYAHHK JabOpaTOpUU TEHETHYECKOM
snuaemuonorun PI'BHY «Menuko-reHeTHuecKuii HayqHbIi IEHTPY, K.0.H., MOCKBa;
CyxanoBa Haremna BaxTaHroBHa — pyKOBOOUTENIb AHUPUAMWHOTO LIEHTpa, HAy4YHBIH
COTPYOHUK oOTAena opdaHHBIX Ooje3Held W MNPOPMIAKTUKH  WHBAIHIUZUPYIOIIHUX
3a0oneBanuil HayuHo-HccaenoBaTebcKOro MHCTUTYTA MEAUATPUU U OXPaHbl 3/10pPOBbS
nereit LIKb PAH, unen Coto3a nenuarpoB Poccuu, Mocksa ;

TapacenkoB Anapeit Onerosuy — Bpau-oransmoinior, DI'BHY «HWU rna3ueix 6one3Hei »
yied  OOmiepoccuiickoid  OOIIECTBEHHOHW  OpraHuM3anuu  «Accoluanus  Bpadei-
o TanbMOIIOTOB», MOCKBa;

[TozneeBa Hanexna AnekcanapoBHa — qupekrop Yebokcapckoro ¢unuana OI'AY «HMUL]
«MHTK «Muxpoxupypruss rnaza» um. akaa. C.H. denopoBa» Munznpasa P®, unen
Oo6mectBa OdraasmonoroB Poccun, 1.M.H., HeOokcapsl;

Bockpecenckas AnHa AnekcaHipoBHa — Bpad-odranmpMonior Yebokcapckoro ¢uiamana
OI'AY «HMUL[ «MHTK «Muxkpoxupyprus riaza» um. akaga. C.H. denoposa» Munzapasa
P®, unen O6mectBa Odramsmonoros Poccun, Yebokcapsl.

I'enunr 'anuna HuxonaeBna — wien CoBeTta nupekTopoB «AHupuaus EBponay, npe3uaeHT
Poccuiickoit MexpernoHanbHON 00LIECTBEHHON OpraHu3alnuu «MeXperioHabHbIA LEHTP
MOIEPKKH OOJIbHBIX aHUpHuaAnen «Pamyxka»y, K.I.H.

KoHpaukT nHTEpECcOB: OTCYTCTBYET
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IIpunoxenue A2. MeronoJiorus pa3spadoTKi KJIMHNYECKHUX PeKOMEH A i

MeToabl, HCIIOJIL30BAHHBIE ISl COOPA/CeNIEKIINU T0KA3ATEILCTB: MOKCK B JICKTPOHHBIX
0a3ax JIaHHbIX; aHAJIH3 COBPEMEHHBIX HAyYHBIX pa3paboTOK Mo mpodieMe riaykoMsl B Poccuu u 3a
pyOexoM, 0000IIICHHE MTPAKTUIECKOTO OTBITA POCCHICKUX U MHOCTPAHHBIX KOJIJIET.

Hacrosimue pexkomMeHIamuu B IPEIBAPUTEIBHOM BEpCHMM OBUIM  PEIEH3MPOBAHBI
HE3aBHCHUMBIMH  JKCIIEPTAMH, KOTOpbIE MPOKOMMEHTHPOBAIM JOCTYIHOCTh HHTEPIPETALUH
JIOKa3aTeIbCTB, JISKAIMX B OCHOBE PEKOMEHIAIIUA, IS TPAKTHUECKUX BpayeH U MaI[eHTOB.

KOMMGHTapI/II/I, MOJYYCHHBIC OT 3KCIICPTOB, THIATCIIBHO CUCTECMATU3UPOBAHBI U O6CY)KI[€HLI
npenceaaTteieM W WieHamMu paboueidt rpynmbl.  Kaknmblii TyHKT OOCYXIEH W BHECEHBI
COOTBETCTBYIOIIME H3MEHEHHUSIM PEKOMEH IAIIHH.

B [maHHBIX KIMHHUYECKHMX PEKOMEHIALMAX BCE CBEACHHS PAH)KUPOBAHBI IO YPOBHIO
JIOCTOBEPHOCTH (JJOKa3aTEIbHOCTH) B 3aBUCHMMOCTH OT KOJHMYECTBA M Ka4deCTBa MCCICIOBAHUM 110
JTAaHHOU TIpo0dIIeMe.

IleseBasi ayIUTOPHA JAHHBIX KJIMHHYECKHX PEKOMEHIAIMM:

1 Bpauu-odransmonoru

2 Bpauu-neauarpsl

3. Bpauu-neonaronoru

4 Bpauu-renetuku

5 Crynentsl MeguuuHckux BY30B, opanHaTOpEl U aCIUPAHTHI.

Tabauna 1. [lkana oneHku ypoBHeH nocroBepHocTH JokaszarenbcTB (Y1) mms meronos

JUAarHOCTUKHU (}II/IaFHOCTI/IT-IGCKI/IX BMeHIaTCJ'H)CTB)

YA Pacuu¢pposka

1 CucremMarudeckue O630pBI HUCCIEeIOBAHUM C KOHTPOJIEM pe(l)epeHCHHM MCTOAOM MIIN
CHUCTEMaTHYECKHUI 0630p PAaHAOMHU3UPOBAHHBIX KIIMHUYCCKHUX HCCIIeIOBaHUM C
MMPUMCHCHUCM MCTAa-aHAJIN3a

2 OtnenpHBIE WCCIIENOBAHMS C KOHTpoieM pedepeHCHBIM METOJAOM WU  OT/AC/IbHBIC
PaHIOMHU3UPOBAHHBIE  KJIMHUYECKHUE WCCICIOBAHUS U  CHCTEMaTUYeCKHe  0030pbI
WCCJIEIOBaHMM JTIFOOOTO AM3aiiHa, 3a MCKIIOYECHHEM PaHIOMHU3HPOBAHHBIX KIMHUYECKUX
HCCIIEIOBAHUM, C TPUMEHEHUEM METa-aHaau3a

3 HccnenoBanus 0e3 NOoCJICA0BATCIIBHOTO  KOHTPOJIA pe(bepCHCHBIM METOJOM  HJIH
HCCICcaJOoBaHusg C pe(l)epeHCHBIM METOAOM, HE ABJIAIOIIHMMCA  HCE3aBUCUMBIM  OT
HCCICAYEMOI'0 MCTOAA UJIN HCPAHAOMU3HUPOBAHHBIC CPABHUTCIIBHLIC UCCIICAOBAHNA, B TOM
YHUCJIE KOTOPTHBIC UCCIICAOBAHUA

4 HeCpaBHI/ITeJ'IBHI)Ie HCCIIE€A0BaHMs, OITMCAHNEC KIIMHUYECKOTO CiIy4das

5 Nmeercs numib 000CHOBaHME MEXaHU3Ma JICHCTBUS WIM MHEHUE SKCIIEPTOB

49




Ta6auna 2. [llkana oneHKU ypoBHEH aocToBepHOCTH aokazarenbcTB (Y1) ans meromos
npoQUIAKTUKY, JICYCHUS U peabunutanuu (MPOPIIAKTHYECKUX, JCUCOHBIX, PeaOUIMTAIMOHHBIX

BMEIIIATEIILCTB)

Y1 Pacumdponka

1 | Cucrematnueckuii 0630p PKU ¢ npumenennem mera-anannsa

2 Otnenpabie PKU u  cucrematmyeckue 0030pbl HMCCIIENOBaHMMA JIOOOTO JW3aifHa, 3a
nckioyennem PKH, ¢ npuMeHeHneM Mera-aHanusa

w

HepaH,HOMI/I3I/Ip0BaHHBIe CPaBHUTCIIBHBIC UCCIICAOBAHMS, B T.4. KOTOPTHBIC UCCIICAOBAaHNA

4 HGCpaBHI/ITCJIBHbIe HCCIICAO0BaHUA, OIMMCAHUC KIIMHUYCCKOI'0 Cily4das WKW CCpUH CIIYydacB,
HCCICOOBAHUA <(CJ'Iy‘I3ﬁ-KOHTpOJ'IB))

5 | Umeercs numb 000CHOBaHME MEXaHHW3Ma JAEMCTBHS BMEIIATENbCTBA (JIOKIMHUYECKUE
MCCIICIOBaHMSI) WJIM MHEHUE SKCIIEPTOB

Tadoauua 3. [lkana onieHku ypoBHEH yOenuTeabHOCTH pekoMmeHnnanuii (YYP) nins metonos
npoMIAKTUKH, AUATHOCTHKH, JICUCHUS U peadmmuTanuu (MpoQHIaKTHUYECKUX, THArHOCTHYECKUX,

Je4eOHBIX, peaOMITUTAIIMIOHHBIX BMEIIATEIHCTB)

YypP Pacimmmdposka

A CunbHass pexoMmeHmanusi (Bce paccMaTpuBaemble Kputepuu 3pdexTuBHOCTH
(ucxompl) SBISIOTCS BaXHBIMH, BCE HCCIEAOBAaHMUS HMMEIOT BBICOKOE HIIH
YIIOBJIETBOPUTEIHLHOE METOA0JIOTUYECKOE KA4eCTBO, UX BBIBOJIBI M0 MHTEPECYIOUIHM
MCXO0/1aM SIBJISIFOTCS COTJIACOBAHHBIMU)

B VYcnoBHas pekoMmeHjanusi (HE BCE paccMaTpuBaeMble KpuTepuu 3((PeKTUBHOCTU
(Mcxofpl) SABISIOTCS BaXXHBIMH, HE BCE HCCIIEOBAaHUS MMEIOT BBICOKOE WIIN
YIOBJIETBOPUTENILHOE METOJOJOTHYECKOE KauyeCTBO W/WIM MX BBIBOJBI IO
MHTEPECYIOLINM UCXOJIaM HE SBJISIOTCS COTIACOBAHHBIMH)

C Cnabast pekomeHmanusi (OTCYTCTBHE JOKa3aTelIbCTB HaJJIeKallero kadecTtBa (Bce
paccmarpuBaeMblie Kputepuu d(PpPeKTUBHOCTU (MCXOBI) SIBISIOTCS HEBOXKHBIMH, BCE
WCCIICIOBAHUS HMMEIOT HH3KOE€ METOJIOJIOTHUECKOe KAdyeCTBO M WX BBIBOJABI TIO
WHTEPECYIOMINM UCX0JIaM He SBIISIOTCS COTJIACOBAHHBIMHU )

IHopsinok 00HOBIEHHMS KIMHUYECKHX PEKOMEH1aluil.

Mexanu3sm  OOHOBJIEHHS ~ KJIMHHUYECKUX  pPEKOMEHJALMA  MpeaycMaTpuBaeT  UX
CUCTEMATUUYECKYIO aKTyaJIU3alMI0 — HE PEXKEe 4eM OJMH pa3 B TPHU IojJa, a TAKXKE IPU MOSABICHUU
HOBBIX JIaHHBIX C TO3MLIMM JOKAa3aTeJIbHOM MEIMLHMHBI 110 BONPOCAM JHWAarHOCTUKH, JIEUEHUS,
OpOPWIAKTUKH W peadWIMTAlMi  KOHKPETHBIX  3a00ieBaHWN, HAIMYUH OOOCHOBAHHBIX

JIOTIOTHEHU/3aMeuaHuil Kk panee yrBepk1€HHbIM KP, HO He yaie 1 pa3a B 6 Mecs1eB.
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[punoxkenune A3. CipaBo4yHbIe MATEPHUAJIbI, BKJIKYAs COOTBETCTBHE MOKA3ZAHU
K IPUMEHEHUIO U NIPOTUBOINOKA3aHU, ClIOCO0O0B MPUMEHEHUS U /103
JIEKAPCTBEHHBIX NMPENapaToB, HHCTPYKUMH MO MPUMEHEHHIO JIEKAPCTBEHHOT 0

npemnapara

JlaHHBIE KIMHHYECKUE PEKOMEHIAIINH pa3pab0oTaHbl C YIETOM CICIYIOIIUX JOKYMEHTOB:

1. «llopsinka okazaHHUsI MEAMLIMHCKOM OMOILM AETAM NpH 3a00JI€BaHUSX IJ1a3a, €ro
NPUIATOYHOTO anmnapaTa u OpOUThI», yTBEPKACHHOTO nprkazoM M3 PO Ne 4421 ot
25.10.2012 r.

2. MexnyHapoaHas kiaaccudukanus 60ne3Hel, TpaBM U COCTOSIHUH, BIUSIOIINX HA 3/J0POBBE,
10-ro nepecmotpa (MKB-10) (Bcemupnas opranuszanms 3npaBooxpanerus) 1994.

3. Homenknarypa MEIUIMHCKUX ycIyT (MUHHCTEPCTBO 3/paBOOXPAHEHUS U COLIUAIBHOTO
passurtus Poccuiickoit ®enepanun) 2011.

4. ®enepanbHblil 3aK0H «O0 OCHOBaX OXpaHbl 30pOBBS Tpak/aH B Poccuiickoit deneparum»
or 21.11.2011 r. Ne 323 @3.

5. Ilarent Ha uzo6perenue RUS 2641254 ot 18.08.2017,3apeructpupoBanusiii B DenepalibHON
ciIy)k0e 1O MHTEIEKTyanbHOH coOctBeHHOCTH P® «Crocob muddepennnansuoii u
MOJTBEPXKJIAOLIEH MOJIEKYISIPHO-TEHETUYECKOW JUarHOCTUKU BPOXKJIECHHOW aHUPUIUU U
WAGR—cunapomay.
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IIpunoxenue b. Anropurmsbl 1eiicTBUil Bpaya

IMoaTBep:kIa0IAas MOJIEKYJISPHO-TeHETHYECKAs] IMATHOCTHKA BPOKIEHHOI

AHUPHUIUHT

LOGpaaen Juis noarsepxaenna JIHK-anarnoctukn
L3

L Ilonck xpynHbIX nererutii persiona 11pl3, Bxmoqatomero reast PAX6 u WTI metonom MLPA

IoxrBepxkenne genemn | €CTh -
meronoMm FISH y nanuenra | © WT1 Kpynssie genermm pernona 11pl3 Ges WT1
H NIOATBEpK/ICHHE . IToaTBepxaenne xenenun y
r;:ﬂ?;r;; o cran;;a | IalHeHTa aHaJIH30M NOTepH
caasichi IeTepO3UTrOTHOCTH
3 CexsennpoBanie 3K30HOB cuenne:;ux MapKepoB 1
Hpez‘;,nonaraemuﬁ JIMArHo3 5,6,7,8,9 rena PAX6 NO/TBepXK/IeHNe CTAaTyca
AGR-cnapomMa = ¥ JeJIeNHA y pojTeneii
v aJlble BHYTPHI'€HHBIE
Habmoznenne y MyTamuu resa PAX 6 el
Bpaya-oHKOJIOra Ionrsepiuenie
- IeHEeTHYECKOro CTaTyca
CexBeHHpOBaHHE IK30HOB MYSNIERY PO/RIVES,

[ToaTBepXk/IeHNe reHeTHIECKOro
craryca MyTaInuH y poauTeneii,
aHaJIN3 aTOreHHOCTH MyTallHi B
COOTBETCTBHH C KPHTEPHAMH

ACMG

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

eCTh

v
Matbie BHYTpHIeHHBIE

!

IToaTBepxaenne auarsosa

MyTanuu resa PAX 6
HET

A

aHaAJIN3 [aTOreHHOCTH
MYTaIlHH B COOTBETCTBHH C
kpurepusmu ACMG

BPOXK/ICHHAs aHHPHIHA

Habmoznenne y spaua-
o¢ranbMoiIOra H Bpaya-reHeTHKA

A

Homepmem JAHar[osa
BpPOXJICHHAaA aHHPH/THA
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AJITOPUTM JelicTBUH Bpaya npu BA

[TanenT ¢ nogo3penuem Ha BA

A 4

I[I/IaFHOCTI/IKa (KJ'II/IHI/ILIGCKaH nu

MOJICKYJIIPHO-TEHETUYECKas )

|

[Iponomxenue
TUArHOCTUYECKOTO
IIOMCKa B paMKax Huartos
< HET IMOATBEPAKIC na

APpYTIux BO3MOXMXHBIX H

Ectp CUMITITOMBI

TIIayKOMBI

cM. KP112

A 4

anyprnqecxoe JICUCHHUC

4
EcTp cuMIITOMBI
I[a KaTapaKTbI CM.
KP108
Her Ectp
Ha
HOpMaJIU3an
ust BI'/] A
XUPYPruyeckoe JICUCHUE KaTapaKThl Kepatorpoduueckas
A4 Tepamnus
MenukamenTosHas koppekuus BI'/]
. | Peabunuranmsa
Jucnanceproe
HaOJI0IcHUE

Ectb

Her

HOpMaJTU3anus

BIra
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Hpuioxkenune B. Undopmanms 11 nanueHTa

BasHo 111 Bcex BO3PAaCTHBIX IPYIII:

1. Ecau niaHupyercsi onepanms:

— BbI 10mKHBI OBITH YBEpEHBI, UTO MOHUMAETE BCE HIOAHCHI, KOTOpbIe 00bsicHui Bam Bam
o TaIBLMOJIOT;

— HE CTECHSMTECH 33/1aBaTh BOIIPOCHI,

— HE CTeCHANUTECHh MPOKOHCYIBTHPOBATHCS y IPYrOro CHelHaIncTa i TOro, YTOObI UMETh
BTOPO€ MHEHHE;

— MPOKOHCYJIbTUPYHUTECH B CBOEH OOLIECTBEHHOW OpraHU3aIUH 110 OIJEPHKKE MAI[IEHTOB C
AHUPUJIHECH.

2. Bceraa ocreperaiiTech M y3HaiiTe albTepHATHBHOE MHEHHE CHELHATHUCTOB, €CJIM Ball

JAOKTOP PeKOMEHAYeT BaM CJIeayrlee:

— BBINKMCHIBAECT BaM KOHTAKTHbBIE JIMH3BI,

— BBINKCHIBACT BaM JIMH3bI, UMUTHPYIOLIUE PATYKKY;

— PEKOMEH/IyeT BaM OIEpaLiIo [0 UMILJIAHTAllUA UCKYCCTBEHHON Pay’KKH;

— Ha3Ha4YCHUE TJIa3HbIX Kalellb ¢ KOHCEPBAHTAMH,

— Ha3HauYeHUeE IJ1a3HBIX Kamnenb ¢ pocdaTamu,

— €CJIM Bpay MpeajaraeT yMEHbUIUTh BaM YHCIO OCMOTPOB B roay. Ecinu BblsiBieHa
rnaykoma, To BI'Jl 1ommKHO n3MepAThes Kaxabie 3 Mecsia JIFoOoMy MaIlMeHTy B JIF0OOM BO3pacTe.

JlonoJiHUuTe/IbHBIE BelllH, KOTOPbIe MOMOTAKT KUTh ¢ AHUPU/IHEN:

0-2 roaa

— OyapTe B KOHTAaKTE C Balllel HAI[MOHAJIbHOW OpraHM3allel 1Mo MoAepkKKe MaleHTOB C
aHUPUAMEH,

— JIeJIUTECH OTBITOM U 3HAHUSAMU C JIPYTUMHU POJAUTEISIMHU U YYUTECh Y pOoaUTeNel ¢ 6omee
CTapIIMMH I€TbMHU

— y3HalTe 0 MpaBUJIaxX MMOJAaY JOKYMEHTOB Ha MOJy4Ye€HHE MHBAJIMHOCTH U MOJaBaiTe ux.

2-8 aer

— HAYHUTE KOHTAKTUPOBATh C CEMBSIMU C 00Jiee MalleHbKUMHU JI€TbMU C aHUPUINEH, YTOObI
MOMOYh UM aJalTHPOBAThCS U JaTh COBETHI, KOTOPBIC BBl MOJYYHIIH, KOT/Ia Ball PEeOCHOK ObLI
ENNIE

8-18 ser

— MOJIOJIbIE JIFOJIM C aHUPHUAUEH MOTYT Ha4aTh y4acTBOBATh B KOH()EPEHIMSIX 110 aHUPUTUU

" pa3JIMIHBIX BCTPCUAX, 4TOOBI Y3HATb MOJIOJCKDb C TAKUM KC JUArHO30M U HA4YaTb 06H_[8.TBCH
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— MoNpoOOBaTh 3aHUMATHCS CIIOPTOM C IPYTHUMHU JIFOJIBMU CO CHUKEHHBIM 3PEHHEM.

B3pocCJIble

— CTaHbTEC AKTHUBHBIMHM YJICHAMHU BaIlci HaI_II/IOHaHLHOfI opraHu3aly I10 MNOAICPIKKCE

OOJILHBIX AaHUPUIUCH,

— JACJIIUTCCh CBOMM OIIBITOM C JAPYIUMHU JIFOJAbMHU, OOJILHBIMH aHHpHHHCfI, 10 IoBOAY

JICUCHUSI, HATJISIHBIX ITOCOOMH U T.J.

— HSyHaﬁTe u cne,uyﬁTe MOCJICAHUM HAYyYHBIM JOCTHUKCHUAM.

IInanoBkIe OCMOTpPBI M BBISABJICHUC OCJIO)KHEHHM — OCHOBHAas oejiib MEOUIHUHCKOI'O

COIIPOBOXKICHUS BpO}I(,Z[eHHOI;'I AHUPpHUINUN.

IMpunoxenne I'1-I'N. HIkanbl onieHKH, BONPOCHUKH U APyrue OLleHOYHbIE

HHCTPYMECHTHBI COCTOSAHMA NMAIIMCHTA, IPUBCACHHDBIC B KIIMHHYC€CKHUX

PEKOMECHIAIINAX

Hepconaﬂbﬂme JAaHHbIC MAIlUCHTAa

damnng

JTaTa noxnenusa

HNmea OTyecTBO

Email: -

MourtoBbIii agpec

Kinunueckunii 1Uar1Los

3akiil0ueHue Bpadei
CIenraTuCTOB:HEBPOJIOra,

neanaTpa/TepaneBTa, opTaabMoJI0ra,

OHKO0JIOTra, TCHETUKA U T.[.

JI.]'IH NAUEHTOB € CeMeHHBIMH ciryvyasiMmu

BA BpokI1eHHOM aHUPUAUM:

POACTBEHHUKH ¢ aHUPHUAHUE (POICIOBHAA)

Cnopaguyeckas

(ooBecTH )/Ila/Het

BA

JIHK-Tect Ja/Het

Onucanne BO3MOKHOIO CUMIITOMOKOMIIJIEKCA,

NMPHUCIIOCO0IeHU JJIA CT1A00BUASIIHUX, IEPEeHEeCEHHbIX onepanuii

HUCIIOJIB3YEMBIX JICUHCHUA H

Ilo:xkaJyiicTa, onenuTe B 0ajiax mo mkaje or 1 go 7

(0]
D

(0]
S

CXEMATHYECKOE
N30BPAKEHUE
KOMMEHTAPHUM OD

nimn

CXEMATHYECKOE
MU30BPAKEHUE WA
KOMMEHTAPHM OS
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OBIIME ACIHEKTBI

Pa3smep rnaznoro s6moxa

(1) Hopma

(2) mukpodTansm/hTU3UC

(3) oydTamsm

Kocornasue

(1) mer

(2) a30Tpomnus

(3) sx30TpONUS

IITO3 BEK

(1) Beko He 3aKpbIBaeT ICHTP
POTOBHIIBI

(2) 3akpbIBaeT LIEHTP POTOBHIIBI

(3) 3aKpbIBAET  POTOBHUILY
LEITHUKOM

Manudecranus nrosa

(1) BpoxkIEHHBIH

(2) mprobpeTeHHbIi
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Onucanue Apyro mNaToOIOTUs
BEK

KOHBIOHKTHUBA

(1) 6 €3 maromoruu

(2) ectb mpHU3HAKH «CYXOTO
riasza»

(3) (2)+ HebonbIOE BpacTaHue
COCY/IOB B 30HY JTMMOa

(4) (2)+ 3HAYUTEIBHOE
BPACTaHHE COCYJOB COCYJOB B 30HY
mmoOa

(oN©)

(O]

CXEMATHYECKOE
N30BPAKEHHUE WIN
KOMMEHTAPHI OD

CXEMATHYECKOE
N30BPa)KEHUE
KOMMEHTAPHI1 OS

NJIn

AHUPUIUSA-TIPUCYTCTBUE TKAHU PAYXKHU

(1) HetunuuHas KoI0060Ma

(2) HenomHas aHUpUAUA —
00JIbIlIas YacTh paayXKH BUAHA

(3) HemomHas aHUpUAUA —
PaIyKKH [TOYTH HE BUIHO

(4) monHast aHUPUAUS

POI'OBHUIIA —-OBJIACTb JIUMBA

(1) Her manmHyca B oOJacTu
nuM0a, TIpo3padHasl POroBHIIA

(2) xpyroBoit maHHyC 03
BACKYJIIpU3alUU <3MM
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(3) BackymsIpH30BaHHBIH<3MM

(4) BackynsIpH30BaHHBIN>3 MM

POI'OBHIA -AOINOJTHUTEJIBHO:

(1) nepudepuyecKue
BaCKyJISIPU30BaHHBIE IPAMBI

(2) LEHTPaJIbHBIE
BaCKYJISIPH30BaHHbIE [IIPAMBI

(3) (1) 2)+
SMUTENHATbHAS./IHIOTETHATBHASIEKO
MITCHCAITHSI

(4 )(3)+ysenku 3anbaMaHHA

(5) (3)+ kanbrubUKaALHS

POI'OBHUIIA - ONEPAIIUN

(1) 6e3 oneparimii

(2) 1 keparomiactuka (Kakas
CKBO3Has WJIM MOCIJIOIHAs)

(3) 2 u Gotee KepaTOMIACTUKH

(4) xepaTonpoTe3upoBaHUE

(5) npyrue onepanuu

XPYCTAJIUK
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(1) npo3pauHbIii XPYCTATHK

(2) wHebonpimas  KarapakTa
(rma3zHoe JHO MPOCMATPUBAETCS)

(3) 3HaumTenbHAs KaTapakTa
(ryasHoe IHO He IPOCMATPUBAETCS )

(4) apaxus

(5) apTudakus

(6) UPUIOXPYCTATUKOBASI
nuadparma

JUCK 3PUTEJIBHOI'O HEPBA-BPOXX/IEHHBIE

N3MEHEHUS

(1)nopmanbsiii pazmep JI3H

(2) runonnaszus JI3H

(3) AucrTacTHYHBIN AUCK

JUCK 3PUTEJIBHOI'O HEPBA-HA

OCMOTPA

MOMEHT

(1) 6nenHO-pO30BBIIA

(2) 6nennbiii I3H

(3) OnemHBIA TUCTUIACTUYHBIH,
rjiaykoMa He orieHuBanach (J/]1)
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https://en.wikipedia.org/wiki/Cup-to-disc_ratio

(4) (2+  rnaykomaro3Has
SKCKABAIIS

cup-disc-ratio

MAKYJISIPHAS OBJIACTD

(1) ectb pedaekc

(2) met peduekca (rumoruiazusi)

(2)npyrast natoyiorysi r1a3HOTO JTHA

INIUI'MEHTALIIUSA NEPUOEPUN CETYATKH

(1) HopmarnbHast

(2) HebombIIIOE N3MEHEHHE

(3) OYCHb OneHasi,
aILOMHOCTHYECKAS

APYT'ASI HATOJOI'USA NIEPUPEPUN CETYATKH

(1) MmuonMUecKue IereHepanuu

(2) pyOusr (?)ceTuatku
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(3) apyras maromorus

I''TAYKOMA

(1) rna3Hoe KaBICHKUE B HOPME

(2) rmaykoma Ha epBOM roay

(3) rmaykoma 110 6-ro roaa

(4) rmaykoma ot 7 mo 20-ro

roza
(5) rnaykoma mocie 20-ro roaa
BHYTPUIJIABHOE  JABJIEHMEHA  MOMEHT
OCMOTPA
(1) 1010mmHG

(2) 11 - 18mmHg

(3) 19- 25mmHg

(4) 26— 35mmHg

I1OJIsA 3PEHUSI
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(1) He orleHUBATHCH

(2) B HOpME

(3) HeOOMbIIIME U3MEHEHHUS

(4) 3HauKTENBbHBIE H3MEHEHHUS

(5) octaTKu CBETOBOCIIPUATHS

I''TIAYKOMA - KOHCEPBATHUBHOE JIEYUEHUE

(1) rma3Hble KaruTk HE HY>KHbBI

(2) HeoOXomuM OOMH  BHI
Kanesipb

I''TIAYKOMA - OIIEPAIIMU

(1) 6e3 onepariwmii

(2) omepaums Obuta, 0e3
OTHCaHHUS

(3) xpuoTepamus UIHMAPHOTO
Tena

(3)nazepoTepanus UIMAPHOTO TENa
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(5) curyCcTpabEKyIIKTOMHUS

(6) TpabekymoToMHUS WM
TOHHOTOMHSI

(7)  uMIUTaHTBI
(Ahmed, Baervald,
JApyrHe)

APYI'UE OIIEPAIIUUA HA | OtoensHO
TJIA3AX s
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oD

(ON]

CXEMATHYECKOE
N30BPAXKEHUE UJIN
KOMMEHTAPHI OD

CXEMATHYECKOE
N30BPAKEHUE WJIA
KOMMEHTAPHI1 OS

PE®PAKIMS(INONPTPUH)

(1) mer cBenenuii, 6€3 OYKOB

(2) THIIEPMETPOIHS
(mronTpun)

(3) Muomus (QUONTPUN)

KOHTAKTHBIE JIMH3bI

(1) HuKOrIa HE HOCHII

(2) HOCHIT TIPO3paYHBIC JIMH3BI
U [IPEKPATHII

(3) HocMm  UBETHBIE W
NPEKPATUII HOCHTh

4) 00BIYHO HOCHUT
pO3payHbIe

(5) 06BIYHO HOCHUT LBETHBIE

OCTPOTA 3PEHUSA

(1) He BOCTIpUHMMAET CBET

(2) cnabo BocmpuHHMaeT, O3
HarpaBJIeHUS

(3) MpaBUIIbHAS
CBETOIPOCKIIHSI

(4) BoCTIpUHMMAET JABMXKECHUE PYKH

(5) octpota 3penwust 0.01-0,02

(6) ocrpora 3penns 0.03-0,1

(7) octpota 3penus 0.16-0,3

(8) ocrpora 3penuss 0.35 wu
OombIIIe




HUCTAI'M

(1) mer

(2) ectn

HCIOJIb30BAHUE MPUBOPOB JUIST
CJIABOBUSIIAX

(1) 6e3 mprbdopos

(2) xpynHbIe mpudTHI €tC.

(3) onTHYeCKHE HHCTPYMEHTBI

4) AJIEKTPOHHBIE
HUHCTPYMEHTbI

(5) monp3yeTcs MaIuHON ISt
YTCHUS

(6) ucnonp3yer Braille

Bamm oco0ble 3aMeTKH (B
cB00OaHOI opme)

Pexomenganuu (OD)

Pexomennammu (OS)
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