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Cnucok cokpawieHumn

MKB 10 — mexxnynapoaHas kinaccudukaius 6onesneit 10-ro mepecMotpa
H3C — HacnencrBennsie 3a00JIeBaHUsA CETYATKHU
HJIC — HacnenctBeHHble IUCTPOPHUH CETUATKH
IIP — nurMeHTHBIN PETUHUT

b — bone3ns Taprapara

bb — bone3ns becra

BAJI — Bpoxxaennslii amaBpo3 Jlebepa

K1 — xonboukoBas qucrpodus

KII/] — k01609K0BO-TIaJI0UKOBast AUCTPOHS
CA — Cunnpom Amepa/Yepa

OPI" — sekTpopeTHHOTr paMMa

90T — a51eKTpoOKyI0rpaMma

OKT — onTtuueckas KorepeHTHasi ToMorpagus
®OAT — pmoopecrieHTHast aHTHOTpadust

J3H — auck 3puTenbHOro HepBa

KMO — KuCTOBUAHBIN MaKyJISIPHBIA OTEK

XHB — xopuonaaibHas HEOBACKYJIIpU3aLUs
[I9C — NMUrMeHTHBINA SMUTETUN CETYATKU

AJl — ayTOCOMHO-IOMHMHAHTHBIN

AP — ayTOCOMHO-peLeCCUBHBIN

X-c11. — X-CLEeIJIeHHBIA TUIT HaCIEI0BAHUI
MKO3 — makcumMaabHO KOPPUTUPOBAHHAS OCTPOTA 3PEHUS

TepMuHbI 1 onpeaeneHus
Hacnencrsennsie quctpodpun ceruatku (HJC) — ato oOmmpHas rpynmna (GeHOTUIHYECKH U
TeHETUYECKH TeTEepPOreHHbIX 3a00JIeBaHMI CeTYaTKH, HMMEIOIIMX IMPOrpeccupyroniee TedeHue,
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NPUBOASIINE K HAPYIICHUIO 3pUTENbHBIX (DYHKINN, BIUIOTH 10 CIEHOTHI.

[MurmentHerii  petuHUT (IIP) — KIMHWYECKM © TEHETHMYECKHM TeTEepOreHHas Tpymna
HACJIEZICTBEHHBIX 3a00JIeBaHUM CETYaTKH, XapakTepusyroumxcs Iud@y3Hol mporpeccupyrouiei
JiereHepanyell NpeuMyIeCTBEHHO MaJIOUYKOBBIX (DOTOPELEenTOpPOB € MOCIENyoIel IereHepanueit
KOJIOOYKOBBIX (DOTOpENEenTOpOB U MUrMeHTHOr o snuTenus ceruatku (I193C).

HOBeHunbHAS MaKyIsIpHAs AUCTPOQHS — TPYIIA HACIEICTBEHHBIX 3a00I€BaHUH IIEHTPAIBHOM
30HBI CETYATKH, MAaHUPECTHPYIOMIas B 1-2 nekaje sKu3HH.

bonesup Ilraprapara (bI) — Haubonee pacnpocTpaHeHHass ¢(opMa FOBEHHJIBHBIX
MaKyJISIpHBIX AUCTPO(UA, Hale BCEro ¢ ayTOCOMHO-PEIIECCUBHBIM TUIIOM HacJ€10BaHHUS.

becrpodunonarus — rereporeHHas rpyria HeHTPalIbHbIX TUCTPO(U ceTyaTKH, BbI3bIBaeMast
M3MEHEHUSMHU B T€HaX, OTHOCSIIMXCS K rpynme 0ectpopuHOB, Hanboiaee pacnpoCTpaHEHHBIM U3
KoTOopbIX sBisgeTcs BESTI.

bonesnp becra (bb) — BuremmdopmuHas MmakynspHas aucrpodus, OTHocsAmasicss — K
O6ectpouHOMATUSIM C ayTOCOMHO-JIOMHHAHTHBIM THUIIOM HAcJ€OBaHUS, B JETCKOM BO3pacTe ¢
MOSIBIIEGHUEM JKEJITOTO MJIM OpaH)KEBOTO BUTEUTM(POPMHOrO ovara B MaKyJIIpHOW 00JIacTH.
3a0oneBaHne uUMeeT CTaJUilHOE TeueHue, IMpPOTEKaloulee B TEUEHHE HECKOJIBKUX JeT ¢
IPOTPECCUPYIOLMM  HAapyIIEHUEM  3pUTENbHBIX  (QYHKUMH. OTJIMYUTENBHBIM  IPU3HAKOM
3a00J1eBaHus SBJISIETCS 3aMETHO OTKJIOHSAIOINAsCA OT HOPMBI 3eKTpookysorpamma (D0I) Ha Bcex
cTagusax 3a001eBaHMsL.

Bpoxnennsiit amaBpo3s Jledepa (BAJI) — reneTnuecku rereporeHHas rpyrnia HaciaeCTBEHHbIX
3a0o0neBaHuil CeTYaTKU, MaHU(ECTUPYIOIINE C POXKACHUS (4aCTO) WM B paHHEM JIETCKOM BO3pacTe
(peaxo), ¢ MEepBUYHBIM BOBJICYEHHEM IAIOYKOBOIO ammapata CeTYaTKH, KOTOpPbIE MPUBOMAT K
3HAYUTENBHOW IMOTEpe 3peHUs B paHHeM Bo3pacTe. OTIMYUTENbHBIMH TpPU3HAKAMH TAaTOJIOTHU
SBJIIIOTCS COYETaHHWE HHcTarMa (Yamle — IJIaBalollero), BsUIOM MM HOYTH OTCYTCTBYIOLIEH
3payKOBOM pEaKIUU, CBETOOOS3HU, OKYJIO-IUTUTAIBHOrO (Tria3-majibiieBoro) cummroma. BAJIL,
YUUTBIBasE 3TUOMATOr€He3, SBJISETCS OJHOM M3 YacThIX MPUYMH WHBAJIMAMU3ALMM JIeTeH paHHEro
Bo3pacra ¢ HJIC.

Konboukosas muctpodus (K) m konboukoBo-manoukoBas muctpodus (KII) — srto
reHeTuueckn rereporeHHas rpynna HJC, xapakrepusyromasica uckimouutenbHo (KJ[) wm
nepsuyHo (KIIJ[) maTonorudaeckum n3MeHEHHEM KOJIOOYKOBBIX (DOTOPEIENTTOPOB CETUYATKH.

1. Kpatkaa wuHdopmauma no 3aboneBaHUO UNU COCTOSIHUIO (rpynnbl
3aboneBaHU UM COCTOAHUM)

1.1. OnpegeneHue 3aboneBaHUsi UM COCTOSIHUA (rpynnbl 3aboneBaHUN UK
COCTOSIHUN)

Hacnencreennsie quctpodun ceruarku (HJC) — sTto oOmmpHas rpymnmna ¢(eHOTHIHYECKA U
TeHETUYECKH TeTEepPOreHHbIX 3a00JeBaHMI CETYaTKH, HMMEIOIIUX IMPOrpeccupyoniee TedeHue,
NPUBOASIIME K HApPYLICHUIO 3PUTENBHBIX (YHKIUH, BIIOTH 10 cienothl. s Hekoropeix HIAC
CBOWCTBEHHO MEJJICHHOE MPOTPECCHPOBAHUE C MO3IHMM HAYaloM, TOrJa Kak A JOPYTHX —
OBICTpOE MpPOrpeccUpoBaHUE M PaHHEe Hayano (MJaJeHuecTBO/paHHMN nerckuil Bospact). HIAC
MOKHO pa3feJUTh Ha U30JMPOBAHHbIE U CHHJPOMHBIE C BOBJICUYEHUEM JPYIMX CHUCTEM OpPraHOB.
Jlannas rpymnma 3a0071€BaHUNi MOXKET UMETh JIFO00M TUI HACIIEOBAHUS: ayTOCOMHO-IOMHUHAHTHBIN
(Al), ayrocomHo-peneccuBHbiii (AP) u X-crierennsiii (X-cCI1.), TUT€HHBIN.

1.2. dtmonorna W nartoreHe3s 3aboneBaHUs uNU cocTosiHUA (rpynnbl
3aboneBaHNn UM COCTOAHUN)

Bbonee 260 reHOB accOIMUPOBAaHBI C Pa3TUYHBIMHU 3a00JICBAHUSMHU CETYATKH, U3 KOTOPBIX
nopasisitomee yucino — ¢ HJC [1]. Jna HJIC xapakTepHa reHeTH4eckash T'€TEpOreHHOCTh H
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KIMHUYECKUHd moaumopdusM. Takum o0pa3om, MyTalud B OJZHOM TIE€HE MOTYT BBI3BIBATH
pasnmuunble popmbl HJIC, u B TO e Bpems cXoiHble ()EHOTUIMUYECKHE MPOSBICHUS MOT'YT OBITh
pe3yJIbTaTOM MyTalMu pa3Hbix TreHoB. llaroreHernueckue wmexanusmbl HJIC upe3Bbruaiino
MHOT000pa3HbI U 3aBUCAT OT MOPAKEHHOr'0 reHa (FeHOB) U THUIla MyTallUH.

CornacHo MexnayHapoaHoro kiaccudukaropa Oonesneir 10 mnepecmorpa (MBK-10)
MPAKTHYECKOM NEeATEeTHHOCTH Bpauei-oTaabMOIOrOB BEIIEISIOT cienytoimue ocHoBHbie HIC [2-
4]:

1. ITurmenTHsbii petunut (I11P)

2. bonesns Ultaprapara (BIL)

3. Butennudopmusie Makyioauctpoduu (6ectpopunonatuu, B T.4. 6one3ns becra (bb))

4. Bpoxnennsiii amaBpo3 Jlebepa (BAJI)

5. Konboukosas nucrpodus (K/I) u kondoukoso-nanoukosas auctpodust (KILL)

Jtuonorusa n natoreHes MNP

OtnonorndyeckuM (aktopom IIP, oTHOCSMUXCS K H30JUPOBAHHBIM HACIEACTBEHHBIM
3a00NeBaHusAM, SIBISIIOTCA HAJM4YMe NATOJOTHYECKMX HYKJICOTHUIAHBIX TOCIe0BaTEIbHOCTEH
(mytaruii) B oqHoM u3 Oosee uem 100 renoB [5]. 'ensl, Bei3biBatomiue [1P, MOKHO pa3menuTs Ha
BIIMSIONIME HA Kackaa (hOTOTPAHCAYKUIUU, PETUHOMAHBIA IUKI, CTPYKTYPY (DOTOpPENEnTopoB UIH
Ipyryro OHMoJIOTHYECcKYyl0 (QYHKIUIO (OTOPELENTOPOB U MUrMeHTHOro snutenus ceryatku (I19C)
[6]. TTamueHTsI ¢ OMHUM M TEM € FCHHBIM JAC(PEKTOM MOTYT UMETh PA3IHYHYIO CTEICHb TSDKECTH
3a0o0JeBaHus B OMpeaeIeHHOM Bo3pacTe. HecMoTpst Ha HJOCTHXKEHUS B MOJIEKYJISAPHO -T€HETUYECKON
JUArHOCTHKE CYMTAETCs, 4TO 0K0J0 30% OTHOCATCS K 3a00jIeBaHUSAM HESICHOM sTHoJsoruu [7, 8].
[TMrMeHTHBIN PETUHUT MOXKET UMETh ayTOCOMHO-PEIECCUBHBIN (4acT0), ayTOCOMHO-TOMHUHAHTHBI A
(pexe), X-clerieHHbIH (PeIK0) THUITBI HACTEAOBAHMUS.

Jtuonorus u natoreHes b

BIII — reHeTM4eckw TreTepOreHHOE 3a0olieBaHWE, B OOJBIIMHCTBE CIy4aeB BBI3BIBAEMOE
mytauusimu B reHe ABCA4. 3abonieBaHne MOXET HUMETh ayTOCOMHO-PEIECCUBHOE (YacTo) U
ayTOCOMHO-IOMUHAHTHOE HacienoBanue (penko). berok ABCA4, xonupyemblii OJHOMMEHHBIM
T€HOM, OTHOCHTCS K OoibIIOMY ceMeicTBY TpaHcMeMOpaHHbIX AT®-CBSA3bIBAIOMIMX KAacCETHBIX
MEPEHOCYUKOB M TMPEACTABIsICT COOON peTHMHOCTeNHPUISCKU MEeMOpaHHBIN OeNloK, KOTOPHIH
AKCIIPECCUPYETCS B JUCKAX HAPYKHBIX CETMEHTOB MaJIOUYKOBBIX M KOJOOYKOBBIX (POTOPEIIEHTOPOB.
Otor Oenok ucnoib3yer sHepruto AT® nmns mepenoca N-petnHmI-hochaTHAMIITAHOTAMUHA
(A2E), y4acTBYIOLIEro B PEUUPKYJSLUU PETHHANSA, UIPAIOLIEr0 BAXKHYIO pOJb B 3PUTEIHLHOM
nukie. Hakonnenne A2E B I19C Boi3piBaer nospexaenue camoro [19C u BTopudHyIo anpTepalnnio
u rubenp (¢oropeuentopoB [9]. Ilatorennsie wu3meHenuss B reHe PROMI, sBusroTcs
THOJOTHYEeCKUM  (akTopoM Oomnesnu Illraprapara ¢ ayTOCOMHO-TOMHUHAHTHBIM  THUIIOM
HacnenoBaHus. B Hacrosmee Bpems myrtanuu B reHe ELOVL4 cBs3HBI ¢ 1e0I0TOM ayTOCOMHO -
JOMHHAHTHOW IITaprapAT-nmogo0Hoi nuctpoduu ceruatku. Omucano OGomee 900 pazmuyHbIX
myTtanuii B reie ABCA4, BKIIOYAIOMMX MIUCCEHC, HOHCEHC, MYTallMH CailiTa CIUIalilCUHTa, TIIyOOKHe
WHTPOHHBIE MYTAallUH, IEICIUU CO CABUTOM PaMKHU CUUTHIBAHHS, JJIsI KOTOPHIX MOKa3aHa CBS3b C
nereHepanusmu cetyatku [10].

dTnonorusa u natoreHes 6ectpocpmHonaTumn

Mytanun B reHe BEST1 cBA3aHbl ¢ yBeJIMYEHHEM 4YHCIA  YHACJIEJOBAaHHBIX
orampbMoOrHuecKuX  3a0o0JieBaHMI, KOTOpble B  COBOKYIHOCTH  IOJIyYWJIM  Ha3BaHHE
"oectpodunonaruu" [11]. U3BectHo Oosee 200 myTtanmiit BEST1, koTOpbIe BBI3BIBAIOT HE MEHEE 5
HJC, Bxmouas BuremwmdopMHYIO MakysapHylo auctpoduio becta (BVMD), ayrtocomuo-
penieccuBHyto 6ectpodunomaruio (ARB), BuremmdopmMHuyo MakyIspHYIO JUCTPO(HUIO C TO3THIM
HayajoM (AVMD) u ayrocoMHO-TOMUHAHTHYIO BUTpeopeTuHoxopuonaonatuio (ADVIRC).
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Bpoxxaennsiit amaBpo3 Jlebepa (BAJI) — reneTnuecku rereporeHHas rpymnia HaciaeICTBEHHBIX
3a0o0eBaHUi CeTYATKU, MAHU(PECTUPYIOIINX C POXKJICHHS (4aCTO) MJIM B PAHHEM JIETCKOM BO3pacTe
(penko), ¢ TMEepBUYHBIM BOBJICUCHHEM IMAJOYKOBOI'O amrmapaTa CeTYaTKH, KOTOPbIE MPUBOAST K
3HAYUTENIbHOW IOTepe 3peHHs] B paHHEM Bo3pacTe. 3abojieBaHHME HMEET Yalle ayTOCOMHO-
pELIeCCUBHOE HAcJeJOBaHME, OJHAKO HMMEIOTCS BAPUAHTHI C AyTOCOMHO-IIOMHUHAHTHBIM THIIOM
HacJe10BaHuUs.

OTIMYUTENPHBIMU  NPU3HAKAMM TATOJIOTMM SBJISIIOTCS COYETaHWE HHCTarmMa (4dame -—
IJIaBalONIEr0), BSJOW WM TOYTH OTCYTCTBYIOIIEH 3paykoBOM peakUuu, CBETOOOSI3HH,
OKYJIOJUTHUTaJIbHOrO (Tia3-nmanblieBoro) cumnroma. BAJL, y4uuThiBas 3THOMATOreHE3, SBISETCS
OJIHOM M3 4acCThIX MPUYMH UHBAIMIU3AIMU eTel paHHero Bo3pacta ¢ HIC.

YcranoBieno 24 knuHHUKO-TeHeTHuyeckne ¢opmbl. Maxopusie reHsl (GUCY2D, RPEG6S,
SPATAT7, AIPL1, LCAS5, RPGRIP1, CRX, CRB1, NMNAT1, CEP290, IMPDH1, RD3, RDH12,
LRAT, TULP1, KCNJ13), cBs3anHbIe C JaHHOW T'pYNIION 3a00JIeBaHUI, UTPAIOT BAXKHYIO POJIb B
HECKOJIKUX MYTAX pPa3BUTHS M (U3MONOTMHM CeTYaTKHu. B HacTosimiee BpeMs H3BECTHO, YTO
usmeHenus: B resax CEP290 (15%), GUCY2D (12%), CRB1 (10%) u RPE65 (8%) sBistoTcs
HauOomee dacThiMu mnpuunHamu BAJI [12, 13]. Mytamuu B TapreTHbIX T'€HaX HapylIaloT
¢ororpancaykuuio (GUCY2D, AIPL1) passutue u crpykrypy ¢oropenentopoB (CRB1, CRX),
peruHounnbiii muka (RDH12, LRAT, RPE6S5), Tpancnopr udepe3 pecHHYKH (HOTOPEIETTOPOB
(TULP1, RPGRIP1, CEP290). Oamn wu3 mnatoreHetnueckux wmexaHu3mMoB BAJl cBszan c
HapylLIeHUEM Ipolecca GOTOTPaHCAYKIIMU U3-3a HapyILIEHHs 3PUTEIBHOIO LIMKIIA.

3puTeNbHBIN LUK TpeacTaBisier co0oil ceputo (hepMeHTaTuBHBIX peakinuit mexay [19C u
HEHPOCEHCOPHOM CETYATKOH C IeJIbI0 MeTaboIM3Ma MUIEeBOro BUTaMuHa A B 11 -1uc-peTHHANIb C
obOpa3oBanueM QoronurmeHTa. be3 11-muc-pernHans kackaa GOTOTPAaHCAYKIIMH HE MOXET OBITh
MHULMAIU3UPOBAH; TaKUM OOpa3oM, 3pUTEIbHbIE HEHpOHAJbHbIE CHTHAJbl HE IEpelalTcs B
3pUTENbHYI0 KOpy. DyHKIMOHAJIbHAS MyTalMs JH000ro M3 I'€HOB, KOJUPYIOIUX OENKHU, KOTOpbie
KaTaJIM3UPYIOT JI00YI0 ceprto (hepMEHTATUBHBIX pEaKluii IO BbIpaOOTKe 11-1uc ceTyaTku, MOXKET
OJIOKMPOBATh 3PUTENBHBIA UK W MPUBOAUTH K cummnromMaM BAJL CBs3p MEXIy BpPOXKIESHHBIM
HapylIeHneM MeTa0ollM3Ma BUTAMHHA A B CeTYaTKe M JereHeparueid (GoTopernenTopoB OCTAETCS
JIUCKYTa0eIbHOM ¥ B HACTOSIIEe BpEeMsS SBISETCS AaKTUBHOM OO0NACThIO OMOMEIUITMHCKHIX
HCCJIEIOBAHMI.

Otunonorust u naroreHes KJI W KIIJ. KJI u KIIJI — reHerndecku rereporeHHas rpymnma
HACJIEZICTBEHHBIX 3a00JI€BaHUI CETYATKU C ayTOCOMHO-IOMHHAHTHBIM, ayTOCOMHO-PEIECCUBHBIM
WIN CUEIUIEHHBIM ¢ X-XpOMOCOMOW THIIOM HacieqoBaHus. IIpu KOIOOYKOBBIX AHUCTPOHIX
BOBJICKACTCS B TIATOJIOTMYECKHUW TMPOILECC TOJNBKO KOJIOOYKOBAasi CHCTEMa CEeTYaTKH, WpH
KOJIOOYKOBO-TTAJIOYKOBBIX — BTOPUYHO IMOpaxkaeTcsi W majoukoBas cuctema [14]. BombpmmHCTBO
renoB KJ[ u KIIJl xonupyioT CTpyKTypHbIe O€lKd (OTOpErenTopoB MM OENIKH, YYacTBYIOIIUE B
doroTpancaykuuu. M3BecTHO 6 TreHOB, O0YCIAaBIMBAIOIIMX pPa3BUTUE MNpeumyliecTBeHHO KJ|
(CACNA2D4, CNGB3, PDE6C, PDE6H, OPNILW, OPNIMW) u 6osee 30 renoB — KII/I. He
Menee 10 renoB (manbonee uacto GUCY2D, CRX) ob6ycnaBnuBarot AJl HacnenoBanue, He MEHEE 2
(RPGR, CACNALF) — X-cuermtennoe pereccuBaoe. [Ipu stom psg renoB (GUCALA, ABCA4,
CNGA3, RPGR) accomuupyrorcs ¢ pazsutueM kak KJI, tak u KITJ.

1.3. dnuaemmonormna 3aboneBaHnMsa UN COCTOSHUA (rpynnbl 3aboneBaHMn unu
COCTOSIHUW)

Hecmotpst Ha To, uro HJIC otHocsaTcs Kk penkum (opdaHHBIM), 3a00JCBaHUSMU, OHH
SIBIIIFOTCS COIUABHO 3HAYUMBIMU 10 TPUUYMHE BBIPAKEHHBIX HAPYIICHUN 3pEHUS] U WHBAIMIHOCTH
y JIIOJIeH IETCKOT0 U TPYA0CIIOCOOHOr0 BO3pacTa.

[TP Bctpeuaetcs ¢ yactoroii 1:3000-1:5000 [15] u siBisieTcss OCHOBHOM MPUYUHON HAPYIICHUSI
3pEHUS U CIETMOTHI, OT KOTOPO# cTpamaroT Oosee 1,5 MUIITMOHA MAIUEHTOB BO BCEM MUDE.
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bonesns Ll taprapara (BIL) BcTpewaercs ¢ wacroroii 1:8000-1:10000.

BIII cocraBmser okoino 7% Bcex paereHeparnuii cerdarku [16]. BIII wambosnee wyacras
HaciencTBeHHast AP MakyssipHas AMCTpodus 1€TCKOro Bo3pacrTa.

becrpopunonaruu (Butenamudopmusie nuctpodun) — pacnpocrpaHeHHOCTh bb cocraBisier —
1:5000-1:6700 [17]. PacnpocTpaHeHHOCTh BHUTELUIM()OPMHON MaKyJIOAUCTPOGHUH C HAYAJIOM BO
B3pociom Bo3pacte — 1:7400-1: 8200 [17].

Bpoxaennsiii amaBpo3 Jlebepa — pacmnpoctpaneHHOcTs Bapbupyer ot 1:30000 mo 1:81000.
Oto 3aboneBaHue SABJIsIETCS] HauboJiee YacTON MPUYMHON HACIEACTBEHHON CIEMOTHI B JIETCTBE U
cocraBisieT 6onee 5% Bcex aucTpoduil ceTyaTKu JeTcKkoro Bozpacta. BAJI sBnsercs nmpuuuHOR
ciernoTel 0onee yeM y 20% aeTeit, mocemaromux MIKOJIbI IS CCTIBIX U CIa00BUISAINX.

Kon60o4ukoBbIe M KOJOOYKOBO-MAJIOYKOBBIC JTUCTPOGHH. PacmpocTpaHEHHOCTh OIICHUBACTCS
kak 1 Ha 1:40000 [14].

1.4. OcobGeHHOCTM KOAMpPOBaHUSA 3aboneBaHUA UMU COCTOSIHMA (rpynnbl
3aboneBaHun unu COCTOSIHMN) no MexayHapogHou CTaTUCTUYECKOWN
Knaccucukauum 6onesHen n npobrem, CBA3aHHbIX CO 340POBLEM

H35.5 — HacnencrBeHHbIe peTHHAIBHBIC TUCTPO(QHH

1.5 Knaccudmkaumsa saboneBaHns unm coctosiHua (rpynnbl 3abonesaHnm Unu
COCTOSIHUWN)

Hcexons w3 stuonaroreHesa, kiavHU4Yeckod kaptuHel HJIC u ymTepaTypHBIX JaHHBIX B
HACTOSALIMI MOMEHT 11eJIeCO00pa3HO CUCTEMaTU3UPOBATh paCCMAaTPUBAEMYIO I'pymiy 3a0ojieBaHUi
cienyronmmM odpazoM (agantupoBano no Berger, 7):

1) aucrpoduu ¢ npeobiasaHueM HapylieHUs (QYHKIUHU MaJOYKOBBIX (OTOPELENTOPOB HAJl
konmooukoBeiMH. K nmuctpodusm ¢ mpeobnamaHueM HapylieHUss (QYHKIUHA TTalTOYKOBBIX
(oTopenenTopoB OTHOCAT HanOOJIEee YaCTO BCTPEUAIONINECS — TUTMEHTHBIH PETUHUT U MaJI0YKOBO-
KONOOYKOBYIO AHCTPOGUI0. [IMTMEHTHBI PETUHUT SBISETCS NPUUYUHOW CIa0OBUICHHUS WIH
crenotsl y 1,5 mMiH manuentoB. K 3Toif rpymnme OTHOCAT TakkKe BpPOKIEHHBIM amaBpo3 JlebGepa
(BAJI), nucrpoduto ceryatku ¢ panHuM HadajgoM (EOSRD), Tskenyro auctpoduio ceTyaTKu ¢
HagasioM B paHHeM zaerctBe (SECORD) ¢ BpokIeHHBIM WM paHHUM HapyLICHHEM 3pHUTENbHBIX
GbyHKIHA.

2) mucrpodun ¢ mpeodaagaHueM HapyIIeHUs (YHKIUH KOJOOYKOBBIX (DOTOPEIENTOPOB HAJ
MAJOYKOBBIMU  (BKJIIOYAsi HACIIEACTBEHHBbIE MakyisapHble muctpodum). K nmereHepamusm ¢
npeobiajaHueM HapyuleHus (QYHKIHMU KOJIOOYKOBBIX (POTOPELENTOPOB OTHOCAT KOJOOYKOBBIE U
KOJIOOUKOBO-NIAJIOYKOBBIE JUCTPOPUU; K ITOH Ke Tpylne OTHOCAT MaKyJspHbIE JereHepaluu
(6onesns LlTaprapara, 6onesnp becra u ap.).

Juctpoduu ceTyatku OBIBAIOT HECUHIAPOMHBIMH, UM U30JMPOBAHHBIMU, U CUHJIPOMHBIMU C
BOBJICYCHHEM JIPYTUX CHCTEM OpraHoB (cuHIpoM Amiepa, curapoM Jloypenca-bapae-bunns u np.).

1.6. KnuHuyeckas kapTuHa 3aboneBaHMA WU  COCTOAHMA (rpynnbl
3aboneBaHNn UM COCTOAHUN)

Kmunuueckue nposisnenus [P — Hapymienuss 3peHus 0OBIYHO TpPOSBIAIOTCS B BUIE
HUKTAJIONUU W TPOTPECCUPYIONIEH IMOTEPH TOJISA 3PEHUs], KOTOPbIe OOYCIIOBJICHBI MOPAKCHHEM
MaJJOYKOBOM CHUCTEeMBbl ceTyaTku. KimHu4eckas KapTHHa MpeAcTaBieHa KJIacCHYecKou "Tpuamoin':
MMUTMEHTHBIE N3MEHEHHSI CETYATKH (3TO MOXKET OBITh TUIIOMUTMEHTAI S U/HIT TUIIEPIUTMEHTAIUS
B BHJIE CKOIUICHMM MUTMEHTa MO TUMY "KOCTHBIX Tenen'), Cy>)KeHHe apTepuol, U "BOCKOBUHAS"
onennoctps JI3H. XapaktepHble MUTMEHTHBIC M3MEHEHHsSI UMEIOT MECTO Ha CpelaHel mepudepuu
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[J1a3HOTO JTHA, KOTOPOE MPEACTABIECHO MPEUMYLIECTBEHHO MaJOYKaMHU, U3MEHEHHUs IJIa3HOrO JIHA
cumMmeTpuuHbl [2, 4, 6]. YV HEKOTOphIX MaIlMeHTOB BCTpedaroTcs ociioxHeHus [P Bkmrowaror
3aJIHIOI0 CYOKaICyJsIpHyIo Katapakty (45%), kucroBuaHbIH MakyssipHblid otek (KMO) (10-50%),
(bopMHUpOBaHUE SMUPETHHATBHON MaKyspHOi MmemOpansl (OPM) [6, 18].

Heobxomumo ydectb, yTo [IP MOXeT SBJIATBHCS YacThiO CHHAPOMHOrO 3a00JIeBaHMS, B TOM
gyucne cuHApoMma Atmiepa, cuHIpoMa bapne-bunms, HelpoHAIBHOTO IEPOUIOTO JUMOQYCIUHO3A
(6bomesnp  barrena), Oomesnu  Pedcyma  (monmmHeBpHTONMOMOOHAs ~— TeMepaTIONHMYecKas
repenoatakcusi), a-Oera-nmunomnporenHemus  (0ozne3sHb  baccena-KopHiBeiira), cemeiHbIi
I0BeHWIbHBIN HedpoHopTH3UC (cuHApoM Cenunopa-JIokeHa) u psaa Jpyrux.

Bo3pact Hauama W CKOpPOCTh MPOrPECCHPOBAHMS: HapyIIEHUWE 3PUTENbHBIX (QYHKIIHHA
nposiBiIeTCst [eheKTaMu Ha cpefHed nepudepun oist 3peHust B MoIoaoM Bo3pacte. OqHako 1e0oT
1P gacTo npuxoauTcs Ha NOAPOCTKOBBIM BO3PACT.

Kimunueckne nposisinenus BII. BII xapakrepu3yeTcs: AByCTOPOHHEN MOTEPEN LEHTPAIBHOIO
3peHHs] ¢ HaJM4YheM aOCOJIOTHBIX/OTHOCHUTENBHBIX MOIMMOPGHBIX CKOTOM. YXYAIICHHWE 3PEHHS
owIicTpo Tporpeccupyer. OcTpora 3peHus MoxeT BappupoBath oT 1,0 mo 0,005, mpu 3ToM UMb y
OYEHb HEMHOTHX MAallMEeHTOB 3pEHUEe YXyIIIaeTcs A0 IBWKEHUs pyku y muna. [lepudepuueckoe
3peHue OObIYHO HE CTpajaeT, HapyllaeTcs IBeroouryuieHrue. CUMITOMBI BIIEPBbIE MOSABIAIOTCA Ha
1-2  nexane oxu3Hu. Kax nmpaBuno, mnpu HOpMadbHOW  (YHKIIMOHAJbHOW aKTMBHOCTU
nepudepuueckoi cetyaTku OOHApYKHUBAIOTCS aTpoduueckue odaru B Makyse. OcoOEeHHOCTbIO
[JIA3HOTO JHa SIBJISIIOTCS XKEJNTOBAThIE MATHA, KOTOPbIE MOI'YT OBbITh PAcIOJIOKEHbI BOKPYT (hoBea,
OTPaHUYMBASACh MAKyJISIpHOW O0OJACThIO, WM 3aHUMaTh BECh 3aJHUI TOMIOC B MpeAenax
COCYAMCTBIX apKaj WM paclpoCTpaHAThCSA BILIOTH 10 3KBaTopa. Pa3Mepsl MTEH BapbUpPYIOT OT
100 mo 200 mMKM, rpaHUIIBI HUMEIOT pa3HyK CTENEeHb YeTKOCTU. [lpu mporpeccupoBaHUU
3a0oneBaHusl MATHA MOTYT CIMBATbCSl M HcYe3aTh, ocTaBisis ydactku arpoduu II9C u cios
XOpUOKanuuIApoB. IIporHo3 nanst 3peHus 3aBUCUT OT BO3pacTa Hadasa 3a0osieBaHMs, MPU ITOM
MAlUEHThl CO 3HAUYUTEIbHO CHUKEHHBIM 3peHHEeM B 0oJjiee paHHEM BO3pacTe UMEIOT XYM
nporHos [2, 4, 19].

Kenronstaucroe rnazHoe Ao — penkas ¢opma HJC, mosBrnsercs y B3pOCIHBIX IMIpU
OTCYTCTBHMM HW3MEHEHHUH MaKyJsIpHOH 00JacTH, MOXET MpOoTeKaTb OECCUMITOMHO M OBITh
clydyailHOM HaxOJKOH, BBISABJIEHHOM Npu odTampMosiorndyeckoM ocMoTpe. OcTpora 3peHus u
[[BETOOIIYIIICHHE HAPYIIIAIOTCS TOJBKO P H3MEHEHHSIX B MaKyJIsIpHO# obsactu [2, 4, 19].

KnuHunyeckune nposeneHus bb

Bbone3ns becra umeer 6 kaumHMYecKux cramuii [2, 4, 20]:

Cragus 1 (IlpeButemmdopmHas): HOPMaJIbHOE 3pEHUE, HOpPMajbHBIE UM TOJbKO
He3HauuTenbHble n3MeHeHus [19C ¢ anomanpHo D0T.

II cragus (BUTEIMPOPMHO-KEITOUHASA): KJIAaCCUUECKUM odar "suuHbIi sxentok". 30% nmMeror
SKTONHUYECKHUE opaxeHus. HopManbHoe 3peHne nik Hebobast oTepst 3peHusl.

Cranus I (IlceBnorunonuon): nepepacipenenenue aunodycurnta. 3peHue Takoe *e, Kak Ha
II craguu.

Cragus 1V (ButesmmdopmHass Oosie3Hb): pas3pylleHHME MaTepuaia npujaer (Gokycy BHI
"ANYHULBI-00ITYHBH". 3peHre MOXKeT OBbITh AHAJIOIMYHBIM WM HECKOJIBKO CHHM)KEHHBIM I10
cpaBHenuto ¢ [-III ctagusamu.

V cragus (atpoduyeckasi): meHTpanbHas atpodus [IDC u ceryaTku. 3peHHE MOXKET
BapbupoBath ot 0,6 10 0,1.

Craguss VI (XHB): »T0 ocnoxHeHue BcTpeuaercs npumepHo y 20% mamueHToB. 3peHue
gacTo cHmkaercs 10 0,1 umm Hmxe.

Ho 30% mnamueHTOB MOTYyT HMETh MHOXKECTBEHHbIE OYard — TaK Ha3blBaemas
mynbTH(okanbHas bb. Ilpu 3ToM ouarm nokanusyroTcs B (oBea M dKcTpadoBeasbHO, KOTOPBIE
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OOBIYHO UMEIOT MEHBIIHME pa3Mephbl U TCHCHIIMIO pacrojaraTbes Bbiie B Makysie [21]. Bb — vame
JIBYCTOPOHHMI IpoIlecc, OAHAKO BCTpPEYaeTCcsl 1 MOHOKYJISIpHOE mopaxeHue. HaunHas co craauu
ncepaorunonuona, bb moxer ocnoxusaTbes pazButueM XHB (5-91%), B penkux ciydasx
HaOrogaeTcst GOpMUPOBAHUE MAKYJIIPHOTO pa3phIBa.

[Tpu BapuaHTe 3a00JIeBaHUs C HAYAIOM BO B3pociioM Bo3pacte (AVMD) uame Habmogatores
MHO)XECTBEHHBIE MEJIKHE OYaru, pacrnoyoKeHHbIE KaK B MaKyJie Tak U 9K CTPAMaKYJISIPHO.

KnuHnyeckune npossneHus BAJ

BAJl — rpynma reHeTHYecKd TeTepOTreHHOW HAacleACTBEHHOM NaTOJOTUU CEeTYaTKH, B
OCHOBHOM XapaKTEepU3YIOLIAsCs BRIPAXKEHHBIM CHIKEHHUEM 3pUTENbHBIX (QYHKIMI ¢ MiIaJleHYeCcTBa,
OJTHAKO HMMEETCS BapualeIbHOCTh B 3aBUCHMOCTH OT reHetmdeckor ¢opmer [13, 22]. BAIJI
XapakTepusyercs, KaKk MHUHUMYM, TpeMsl NpU3HAKaMH: TSDKEJIBIM M PaHHUM HapylIeHHEM
3pUTENbHBIX (PYHKIUH, BSJIBIMM MJIA OTCYTCTBYIOUIMMH 3pPAYKOBBIMH PEAKIUAMH U PE3KO
cyOHOpManbHON niau Hepeructpupyemoir OPI'. Ero Mo)xHO 3amofo3puTh B paHHEM JIETCKOM WU
MJIaJIECHYECKOM BO3pacTe y JeTed ¢ HMCTarMoM, IUIOXO pearupyrolldMU Ha CBET 3paykaMH HU
Hepeructpupyemoid OPI, umHorga c¢ HaaumuueMm 'ria3o-majiblleBOro" CHMITOMA; MPU HTOM
o(pTaTbMOCKONUYECKHE HW3MEHEHHS MOTYT OTCYTCTBOBATb U TIPOSBIATHCS TIO3IHEE B BHUJE
NaTONOTMYECKOl MUTMEHTaluu, '"'MpamMopHOro" TJa3HOro JHa, aTpoQUUecKuX OYaros,
BockoBHIHOM Onennoctu A3H. lnarno3 mpu 3ToM 3a0051€BaHUU SBISETCS KIMHUYECKUM U TpeOyeT
MOJIEKYJISIPHO-T€HETUUECKON BepupHuKauuyu reHetuueckoil ¢opmbl. IlonTBepxaeHue KIMHHUKO-
reHeTudeckoi opmbl 3a0oneBanus 6azupyercs Ha JaHHBIX KapTUHbI riazHoro aHa OPI, OKT u
MOJIEKYJISIPHO-T€HETUYECKOI THarHOCTHKE.

V3MeHeHUsl CeTYaTKU HE SIBISIOTCS MAaTOTHOMOHWUYHBIM TMPU3HAKOM, CIEIUPUYECKUM IS
onpeaencHHoro noartuna. Jns BAJI Taxke xapakTepHbl CBETOOOS3Hb, HUKTAJIONMS, CHH)KCHUE
3puTeabHBIX QyHKIMHA (00619HO OT 0,1 10 TTOJHOM CJICMOTHI).

B peakux ciydasx MOKET BCTpedaTbesi KepaTokoHyc [23].

KnuHunyeckune npossnenus K v KNAQ

[lepBpIMUM CHMIITOMaMHM JAaHHBIX 3a00NIeBaHUN SBISIOTCS CHI)KEHHE OCTPOTBHI 3pEHHS,
CBETO0OSI3Hb, HapyLIEHHE LBeTooIyeHus, Bo3MoxeH HuctarM. KJ[ u KIIJ[ game neGrotupyior B
JIeTCTBE, OJIHAKO, Kak H mpu mnporpeccupyronmx KJI, Bospact wmanmdecTanuu, CKOpPOCTbH
MPOTPECCUPOBAHMS U TSDKECTh HIMPOKO BAPBUPYIOT Ja)Ke MPH OJHOM I'€HOTHIIEe 3a00JeBaHMUs, YTO
XapakTepu3yeT KIMHUYeCKUH nmosmMopdusm. Hukranonus nossisiercs 1mo3xe B XoJ1e 3a001eBaHUs
IIPU BOBJIEYEHUU B IIPOLIECC MTAJIOUKOBOW CHCTEMBI.

Kapruna rnasnoro ana Ha panneil cranguu KJI u KIIJ| HOpMmanbHas wnu oTMevaercs Jierkas
JIeKONIOpalusi BUCOYHOM MOJOBHHBI Jnucka 3putensHoro Hepa (3H). Ilpu mporpeccupoBanuu
3a0oneBaHusi HaOmojaroTcs "murpauus' u aTtpodus NUIMEHTa B MakyJie ¢ KapTUHOH "OuToi
Opon3bl", reorpaduyeckor arpodum unm "Oblubero riasza', CyKeHHe apTepuil U MOOJIETHEHUE
JI3H. [Ipu nopaxenuu najouexk — u3MeHeHus Ha nepudepuu, cxoansie ¢ [1P.

Octpota 3peHHs BapbUpyeT, MPU TKEIOM TEeUeHHH 3a00eBaHHUS B CpeIHEM BO3pacTe
BO3MOXKHO HacTyrmeHue cnadoBuaenus (1.e. MKO3 nmxke 0,05), 9To BOZHHUKAET paHbIIe, YeM IpH
I1P.

K u KIIJ] pexe, uem I1P, MmoryT ObITh YacTbi0 CHHIpPOMA.

2. [lnarHocTuKa 3aboneBaHMA WMNU COCTOAHMA (rpynnbl 3aboneBaHUM WU
COCTOSIHUW) MeaAULMHCKME MNOKa3aHUA U NPOTUBOMNOKA3aHUA K MNPUMEHEHUIo
MeTOoAO0B AMarHOCTUKMU

KOMMCHTapI/Il/Ii JII/IaFHOS HJIC BBICTABJIIFOT Ha OCHOBAaHUH >1<an06, AHAMHECTHYCCKUX

CTtpanuua 7 us 29
YnydweHHas Bépcrtka: [letckasa yponorusa B Omcke http://disuria.ru


http://disuria.ru/

KnuHnyeckne pekomeHgauum — HacneacrseHHble ouctpodum cetyaTkm — 2024-2025-2026 (18.10.2024) — YTBepxaeHsl MnHsapasom
Po®

JaHHBIX, PE3yJbTaTOB KIMHUYECKOTO0 O(TaIbMOIOTHYECKOr0 00CIeoBaHUs, KOTOPOE BKIIIOYAET
HAa0Op CTaHJAPTHBIX M BbICOKOMH(OPMATHUBHBIX JIOMNOJHUTEIBHBIX METOMOB HCCIENOBAHUSA H
Pe3yJIbTaTOB MOJIEKYJISIPHO-T€HETUYECKON JUAarHOCTUKH (CEKBEHHPOBAHME MOCIEAHET0 MOKOJICHUS
(NGS), mpsimoe cexBenupoBanue no Conrepy). IlomHoe odrampMonoruyeckoe oOCIEIOBaHHE
BKJIIOYAeT B ce0s BU3OMETPHUIO, TOHOMETPHIO, OMOMHUKPOCKOINIO, O(TaIbMOCKOIHUIO, a TaKXkKe
npoBoAMTCs onTtudeckas korepeHtHas tomorpadusi (OKT) makynspHoit 0o01acTé U NEpUMETPHS.
Bremonnsercs 6momukpodororpadus rmazHoro nHa. Y HEKOTOPHIX MAlMEHTOB OCMOTP TJIa3HOTO
JTHa HEBO3MOXEH (B CBSI3U C HEMPO3PAYHOCTHIO ONTHUYECKUX CpPEl M3-3a U3MEHEHUN XpYyCTaJInKa)
WIM OrpaHHYeH H3-3a BbIpa)KEHHOro Huctarma. OO0s3aTenbHOE 3IEKTPOPHU3UOIOTUUECKOE
UCCIIEZIOBAHUE  BKJIOYAeT 3JeKTpopeTuHorpadguio (MakcumanbHas (oOmas, Koi100YKOBO-
najoukoBass OPI'). IIpu u3MeHeHusX B MakyJIspHOH 00JacTH — MakyJsIpHYIO (JIoKajipHYI0) OPI
i MyibTuokansHyto (MGIPI), ecan Bo3moxkHO, matTepH-OPT .

2.1. XKanoobl 1 aHaMHe3

- Pexomennyercs c6op xanod y Bcex nanuentoB ¢ H/IC ¢ nenbio BBISIBIEHHS CUMIITOMOB,
KOTOpBIE TO3BOJIAT TOCTaBUTh IPABHIBHBINA AUarHo3 [2].

VpoBenb yoenutensHocTH pekomenaanuii C (ypoBeHb JOCTOBEPHOCTH J10KAa3aTeNbCTB — 5).

KommenTapun: ¥V nanuentoB ¢ [IP mepBoHadasibHble XKajgo0bl BKJIIOYAIOT TPYAHOCTH C
ajanTanyueil K TeMHOTE U HOYHYIO CJIENOTY (HUKTAJONHUIO), 5KajJo0bl Ha BBINAJCHUE MO 3PEHUS.
Kak npaBuiio, korjaa nauueHT JOCTUraeT CPEIHEro BO3pacTa, JereHepanns [eHTpabHbIX KOJ00oueK
MPUBOJUT K CHUYKEHUIO OCTPOTHI 3peHus. OnHolt u3 xanod nauueHtos ¢ [IP MmoryT ObiTh poToncun
[24]. Maumentsr ¢ [1P Takke MOrYT MCHBITBIBATH CBETOOOS3Hb U HAPYIICHUE LBETOOLIYIICHHUS —
JUCXPOMATOIICHIO.

Kak nipu Bcex makysspHbIX auctpodusx, npu b u Bb nmanueHTsl npenbsBIsSIOT Kalo0bl Ha
HEYETKOE 3pEHHME C TEMHBIMH YYacTKaMM (LEHTPaJbHBIMM CKOTOMamH), HapyllEeHHE
useroontymienus. [lepudepuueckoe 3peHne 06bIYHO HE HAPYIIAETCS.

ITpu Bb na II-III cragusax Takxke oTMe4arOTCs METaMOpP(OICHH — UCKaKEHHUS B LIEHTPAIbHOM
nose 3peHust [2].

BAJI moryT 3amomo3puTh Bpau WM POJUTENH y peOeHKa dyalie TPYyJHOrO BO3pacTa ¢
HapylICHUEM 3padyKOBBIX PEaKLMM, HUCTArMOM, OTCYTCTBHEM IIPEAMETHOIO 3PEHHs, C OKYJIO-
JIMTUTAIBHBIM cUMIITOMOM (cumntoM dpanueckertn) [2].

ITpu KJI u KII/I BO3HUKAIOT a00bl Ha CBETOOOSI3Hb U CHUKEHUE 3PEHUS.

- Pexomennyercs coOupaTh aHaMHE3 y BCEX MALMEHTOB C LENbIO BBISBIECHHUS (PAKTOB,
KOTOpbIE MOT'YT IOBJIMATH Ha BBIOOP TAKTUKH BeJleHUs. Bo Bcex BO3MOXKHBIX CIIydasX HE0O0X0IUMO
co0paTh HaCJIeICTBEHHBIN aHaMHe3 [2].

VpoBenb yoenutensHocTH pekomenaanuii C (ypoBeHb JOCTOBEPHOCTH J10KAa3aTeNbCTB — 5).

Kommenrtapuu: Cnenyer BeisicHUTh Hanuuue ciaydaeB HIC cpenu Oau3KkuX pojcTBEHHHUKOB,
HaJU4Yue COMYTCTBYIOIIMX TJIA3HBIX U CHUCTEMHBIX 3a00JI€BaHUN C 1I€JIbIO JUATHOCTUKU M OLIEHKH
IIPOrHo3a 3a00JIeBaHHUS.

BIII, xak npaBUI0, BO3HUKAET B IETCTBE U TAK)KE€ OTHOCHUTCSA K IOBEHWJIBHBIM MaKyJSPHBIM
muctpodusiM. HacrnencrBeHHblli aHaMHE3, Kak MPaBHIIO, COOTBETCTBYeT AP Tumy HacienoBaHUs
penko Bo3moxkeH AJl Turl.

bb, xak npaBmio, BO3HMKAaeT B JAETCTBE M TAaKKE€ OTHOCUTCA K DPAHHUM IOBEHWJIBHBIM
MakyJIsIpHbIM AucTpodusm. HacnencrBeHHbli aHaMHe3 cOOTBETCTBYET AJl TUITY HaclleZOBaHUS.

IIpu BAJl anamHe3 XapakTepu3yeTcs 3HAUUTENIBHOW IOTEpPEeHl 3peHHs B MIIAJCHYECTBE.
HacnencrsenHslii aHaMHE3, KaK IIPaBUII0, COOTBETCTBYET AP THMy HacieqoBaHusl.

K u KIIJIT Moxer BO3HUKaThb B JETCTBE, IOHOIIECKOM WM B3POCIOM BO3pACTE.
HacnencrBennslii anamHe3 wMoxer coorBerctBoBaTh AJl, AP, X-cuemieHHomy Tumnamu
HacJe0BaHMUs.
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2.2. ®usnkanbHoe obcnepgoBaHue
duzukanpHOe 00cieoBaHNEe HEMH(POPMATUBHO.

- He pexomennyercs ¢pusnkanbHOe 00CIIeIOBaHUE C IENbI0 JUATHOCTUKH M JHUHAMHUYECKOTO
nao6moaenus npu HIC [2].
YpoBeHs yoenuTensHoCTH pekomenaanuii C (ypoBeHb JOCTOBEPHOCTH JI0KA3aTeNILCTB — D)

- PexkoMenmyercs HampaBisTh K CMEKHBIM CIEIHaIMCTaM (Bpady-HEBpOJIOTY, Bpady-
SHJIOKPUHOJIOTY, BPauy-reHETHKY U JPYTHM) JIJI1 KOHCYJIbTAlUN MAIIMEHTOB C ICJIbI0 UCKITFOYCHHUS
CHHJIDOMHBIX 3a0o0JeBanuii [3].

VpoBenb yoenutenbHOCTH pekoMenaanuil C (ypoBeHb JOCTOBEPHOCTH JI0KA3aTEIbCTB — 5)

KommenTapuu: BeIOOp MPOQHIIS CIIEIHATNCTA OMPEICISeTCS B 3aBUCHMOCTH OT HAIUYHS Y
ManueHTa CHMITOMOB  CHHIPOMHOrO  3a00JeBaHUs, HampuMmMep, K  Bpadyy-CypAOJIOry-
OTOPUHOJIAPHHTOJIOTY ISl MOATBEPKACHUS CUHApoMa Amepa. PekoMeHmyeTcss HampaBisITh BCEX
HAIIMEHTOB K Bpavy-T€HETHKY

2.3. HaﬁopaToprle AnarHoctun4yeckume nccnegoBaHus

- PekoMmeHnyercss MOJIEKYyJIsipHO-TEHETHYecKass AuarHoctuka Bcem nauveHtam ¢ HJIC s
BepuHKauu quardosa [26, 27].

VYpoBeHb yoenuTenbHoCTH pekomeHnaaiuii C (ypoBeHb OCTOBEPHOCTH 1OKa3aTeIbCTB — 4).

KomMmentapuu: Beigenenne JIHK w3 neiikonutoB mnepudepuueckoil KpOBU MAIMEHTOB,
cobpannoit B mpobupky ¢ DATA (3THIEHIUAMUHTETPAYKCYCHOM KHCIOTOH), MPOBOAUTCS IO
OJIHOMY M3 CTaHJIapTHBIX MPOTOK0JIOB ouncTku JTHK.

- PekoMeHnyercs mpoBeieHHe aHaIM3a MOMCKa NAaTON€HHBIX MYTAIiil B T€HaxX, CBSI3aHHBIX C
HJIC metomom cexBeHupoBaHus HoBoro mokoienus (NGS) Bcem maruentam [ 26, 27].

VYpoBensb yoenutenbHOCTH pekoMeHaanuii C (ypoBeHb JOCTOBEPHOCTH JI0Ka3aTeNIbCTB — 4).

Kommentapun: MeTtox He npeqHazHadeH Uil ONpeNeleHMs] LMC-, TPaHC-TIOJIOXKEHHUS map
IeTepO3UrOTHBIX MyTallMi, a TaKKe JJsI OLEHKM YpPOBHSA METHJIMPOBAHUS, BBISIBICHUS
XPOMOCOMHBIX NTEPECTPOECK, MOUIITIONTUH, BHISIBICHUS MYTaIMil B COCTOSHUH MO3auIM3Ma.

B ciiyuae oOHapyKeHUsl MaTONIOTMYECKUX MOCTIEN0BATENbHOCTEH HYKJICOTHI0B HEOOXOIUMO
BBINOJIHUTD 2 3Tall JUAarHOCTHKHU.

B cinyuae orcyTcTBUS OOHapy»KEHHUS NATOJOTMYECKUX IOCJIEN0BATEIbHOCTEN HYKJIEOTHIOB
13-3a2 OrpaHUYEHUSI METO/1a, KOTOPBIN HE MTO3BOJISIET BBISBJIATH MHCEPLUHU U JIENELUN JJIMHOM Oonee
10 map ocHoBaHUWM, MyTallid B MHTPOHHBIX 00JIACTAX (32 MCKIIOYEHUEM KAHOHUYECKUX CAlTOB
CIUIafiCUHIa), BapUALlUK JUIMHBI TIOBTOPOB (B TOM YMCII€ 3KCIIAHCUH TPUILIETOB), BApHALMM IJIMHHBI
romononuMmepoB (Oosee 4 HYKJIEGOTHAOB), a TaKXkKe MYTalMM B TI'€HAaX, Y KOTOPBIX B T'E€HOME
CyliecTByeT OJM3KHIl M0 MOCIEeA0BATENbHOCTU Mapanor (ICEBIOreH), BO3MOXKHO IO NOKa3aHUAM
IIPOBEJICHUE MYJIbTUIIIIEKCHON aMIUIA (PUKALIUU JTUTa30-CBsI3HbIX P00 (MLPA -ananus).

- PexomeHnnyercs 2-0if 3Tanm  MOJIEKYJSIPHO-T€HETUYECKOM JMarHOCTMKM — B Cilydae
0o0HapyKEHHUs NaTOJOTHYECKUX HYKJICOTUHBIX MOCIIEI0BATEIbHOCTEN B TAPreTHOM T'€HE METO0M
NGS npu AP-tune HacnemoBanusi 3a00JieBaHUS W JUIS BaJMJAlMHM BBIIBICHHBIX W3MEHEHUU
HE3aBUCUMO OT THIA HACIENOBAHUA IPOBOIUTCA MPAMOE CeKBeHHpoBaHHe 110 CeHrepy
BBISIBIICHHBIX U3MEHeHul [26, 27].

VYpoBenb yoenuTenbHOCTH pekoMeHaanuii C (ypoBeHb JOCTOBEPHOCTH JI0Ka3aTeIbCTB — 4)

Kommenrtapun: IIpoBOAMTCA  NOATBEPKIECHUE IATONEHHOCTH  BIIEPBBIE  HAWJEHHBIX
BHYTPUI€HHBIX MYyTallUd B 3auMHTepecoBaHHbIX reHax npu HJIC ¢ moMomnipro aHamm3Hpyrommx
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Ipe/icKa3aTeIbHbIX MPOrpaMM, [JOKa3aTeNbCTBA OTCYTCTBUS [AHHOTO H3MEHEHHs B BBIOOpKE
3M0pPOBBIX JIIOJICH W/WIM y 370pPOBBIX UYJIEHOB CEMbH, U, B Cllydae HEOOXOIUMOCTH,
(YHKIMOHAJILHOIO aHAJIN3A.

2.4. MHCprMeHTaanble AnarHocTtn4yeckue nccnengoBsaHusA

- Pexomennyercs Buzomerpus Bcem mnamuentaM ¢ HJIC mpu amarHocTuke 3a0olieBaHUS,
JMHAMUYECKOM HAOJIOACHUM M KOHTpOJIE 3a JICYCHHEM C IeNbI0 OINpEeNeHUs] TIKECTH
3pHUTEIBHBIX PACCTPOUCTB [2, 4, 28-32].

VYpoBeHb yoenauTenbHOCTH pekoMeHaanuii C (ypoBeHb TOCTOBEPHOCTH J1I0KA3aTeNIbCTB — 4)

Kommenrtapuu: [lpu [P makcumanbHOo koppurupoBaHHas octpora 3penus (MKO3) uacro
COXpaHseTcs BBICOKOH 10 KOHe4YHOM cTaguu Oone3nu, cHwkeHue MKO3 BosHuKaeT mpu
BOBJICYCHUH B MPOIECC KOJIOOYEK IEHTPAIBHOr0 OT/eNa ceTdaTku [28].

BIII wame Bcero mposBIAETCA JIBYCTOPOHHHM CHMMETPHUYHBIM IPOrPECCUPYIOILIHAM
camxennem MKO3 o 0,2-0,005 [29].

IIpu bBb He3HauwWTeNbHOE CHMXKEHHE OCTPOTBI 3pEHMS BBIABIKIETCd Ha 2-3  Craguu
3a0oneBaHus1, mporpeccupyer. OcTpoTa 3peHUs] MOXKET CHMKAThCS B Pa3HOW CTENEHU Ha Pa3HBIX
riasax [30].

ITpu BAJI y yactu nerelt BbISBJISAETCS CHUKEHUE OCTPOTHI 3pEHUS, KOTOPOE MOXKHO U3MEPUTH
no tabnuuaMm, y APYTUX — CHIDKEHHE 3PEHHS HE MOXKET ObITh HM3MEPEHO KOJIUYECTBEHHO IO
TabJauIaM KU3-3a BO3pacTa pedeHKa MM HU3KOI'O 3pEHMsI U COOTBETCTBYET CUETY MaJIbLEB Y JIMIA,
JBIDKCHUIO PYKH Y JIUIIA, IPABUWIbHON cBeTonpoekiuu [31].

[Mpu K U KI1J] cHmkeHre OCTPOTHI 3pEHHS SIBJISIETCS CAMBIM PaHHUM CUMIITOMOM [32].

- Pexomennyercs pedpakromeTpus BceM NAIlMEHTaM WM OIpENeicHUEe pedpakiuu C
nomoiplo Habopa mpobHbix iuH3 (A02.26.013) Bcem mammentam ¢ HJIC mpu auarHoctuke
3a0oneBaHusl, TMHAMUYECKOM HaOJIOIEHUU U KOHTPOJIE 32 JIEdeHHEM C Ienbio onpenenerns MKO3
MaKCUMaJbHO KOPPUTHPOBAHHONH  OCTPOTHI  3pEHUST C LENbI0  ONpeAeNICHUS  HAIWJHs
COMYTCTBYIOIIMX aHOMAJHI pedpakiiii U BO3MOXKHOCTH UX Koppekiuu [ 33, 34].

YpoBeHs yoenuTensHOCTH pekomenaanuii C (ypoBeHb JOCTOBEPHOCTH JOKa3aTeIbCTB — 4)

- Pexomenayercs odraneMoroHomeTpusi Bcem mnanueHtamM ¢ HJIC mpu amarHocTuke
3a0oneBaHMs, AMHAMHYECKOM HAOJIOAEHMM M KOHTPOJE 32 JICYCHHEM C IIENbI0 BBISBICHUS
HapyuieHui odrampmoTonyca [2-4, 30-34].

VpoBenb yoenutensHocTH pekomenaanuii C (ypoBeHb JOCTOBEPHOCTH 10Ka3aTeIbCTB — O)

- PexoMenayercs OMOMHMKPOCKOMMS MEpPEAHEro OTAeNa Tja3a M CTEKJIOBHUIHOIO Tejla BCEM
nanuentaM ¢ HJIC npu auarHoctuke 3a0ofieBaHus, JTUHAMHUYECKOM HAOIIOJIEHUU U KOHTpOJIE 3a
neuenuem [33-35].

YpoBeHb yoenuTenbHOCTH pekomenaanuii C (ypoBeHb JOCTOBEPHOCTH 10KA3aTeIbCTB — 4)

KommeHnTapuu: OMOMHUKpOCKOIUS IJla3a HEOOXOIuMa Il OLIEHKH COCTOSIHMSI CTPYKTYp C
LENBI0 OLIEHKH MPO3PAYHOCTH ONTUYECKUX Cpell, OOHAPYKEHUsI MOMYTHEHUS XpycCTanuka (B TOM
yucie 3aHeKancyasIipHoil kaTtapakTel nipu [1P) uiam kepaTokoHyca MpH OMpeneSICHHBIX KIMHUKO-
remetndeckux ¢opmax BAJI [23] um napyroii maromoruu [35-37]. Yactora BO3HHKHOBEHHS
karapakTel npu IIP cocraBmaer 46,4%, npu 3toM 93,6% U3 HUX NPUXOJUTCA HA 3aJHIOKO
CyOKancysspHyio katapakty [35].

- Pexomenayercs OMOMHKPOCKOMMS TJIA3HOTO JHA MM O(PTAIBMOCKOMHS B YCIOBHSIX
MeIMKaMeHTO3HOro mujapuasa (¢ ucronb3oBanueM SO1FA AHTUXOJMHEPrHUYECKHUX CPEACTB U
SO01FB CuMnaToMMMETHKH, KpOME MPOTHBOTJIAYKOMHBIX MpPErnapaToB, BKIOYas (UKCUPOBAHHBIC
komMOuHanuu) BceM manueHTam ¢ HJIC BceM mammeHTaM TpH JUAarHOCTUKE 3a00JIeBaHMS,
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JMHAMUYECKOM HAOJIFOJICHHH M KOHTPOJIE 32 JICYCHUEM Il OLICHKH M3MCEHEHHUH Ha TJIA3HOM JIHE U
ux auHamuky [2, 4, 6, 17-20, 36, 38].
YpoBeHb yoenuTensHoCTH pekomenaanuii C (ypoBeHb JOCTOBEPHOCTH JOKa3aTeIbCTB — D)

- Pexomennyercsi OnomukpodoTtorpadus riazHOro JHA C UCIOJIb30BaHUEM (PYHIYC-Kamepbl
(mpy HaNMYUKM TEXHUYECKOW BO3MOXKHOCTH) mareHTaM ¢ HJC B ycnmoBUsX MeIWKamMeHTO3HOTO
MUJIpria3a MpH TUAarHOCTHKE 3a00JIeBaHUs, TMHAMHUYECKOM HAOIIOICHUH U KOHTPOJIE 32 JICUCHHEM
[3].

YpoBeHb yoenuTenbHOCTH pekomeHaanuii C (ypoBeHb TOCTOBEPHOCTH JI0KA3aTENILCTB — 5)

- Pexkomennyercs wuccienoBaHue I[BETOBOro 3peHusi BceM mnamueHtam ¢ HJAC npu
JMAarHOCTUKE 3a00JICBaHNUs, THHAMUYCCKOM HAOJIIOICHUH IS OlleHKH 1BeToornyenus [ 39, 40].

VYpoBeHb yoenuTenbHOCTH pekomeHaanuii C (ypoBeHb TOCTOBEPHOCTH J1I0KA3aTeNIbCTB — 4)

KomMMeHTapuu: ucclieqoBaHue IBETOBOTO 3pPEHUS UPE3BBIYAWHO BaXKHO I JTUArHOCTHKHU
H/IC. Jlns OIEHKH IIBETOBOTO 3PEHUSI HMCIOJB3YIOTCS, TJIABHBIM 00pa3oM, MOJUXPOMATHYECKHUE
TAOJIMIBI JUIA WCCIEAOBaHUs UBETOOIYyIIeHUs (Tabiuubl PaOkuHa), Takke MOXKET OBITh
WCIOJIb30BaH OTTeHO4YHbIM Tect dapHcBopTa-Mancenna). HccrnenoBaHue 1BETOOIIYIICHUS
OCYIIECTBUMO JIMIIG AeTsM crapiie 6 jnet. [Ipun BoBiIeueHHH KOJTOOYKOBOM CUCTEMBI CETYATKU B
mpoliecc mno3xe B xoae 3aboneanus npu [P BosHukaer napymenue nseroomymienus. L{BetoBoe
3penue y nanreHToB ¢ BIII 0ObIYHO HapyIIeHO Ha MO3IHHUX CTaAMAX 3a00JIeBaHUs, HA HAYaIbHBIX
MOKHO OOHApY>KHTh JIETKYIO KPaCHO-3€JICHYIO0 TUCXpOMATOIcHIo. boiiee Toro, koraa 3Tv marueHThl
POXOJAT OTTeHOYHBIH TecT dapHcBOpTa-MaHcesa, MOXKHO OTMETHTh OTKJIOHCHHSI OCH B CHHEH
yactu crektpa. llBeroBoe 3penue y mnanueHtoB ¢ bb o00byHO HapymaeTcs co 2-3 craauid
3a0oneBanus. [Ipu BAJI umeer Mecro BelpaxkeHHOe HapyuieHue nseroourymenus. [Tpu KJ{ u KITJ]
MOXXHO OOHapYKHTh KPAaCHO-3€JICHYIO IUCXPOMATOIICHIO.

- Pexomennyercs nepumerpusi naureHtam Bcem nanuentam ¢ HJIC ¢ mensto onpeneneHus
(YHKIIMOHAJIBHBIX M3MEHEHHWI 3pUTENbHOrO aHajau3aTopa M WX MOHMTOPUHTA Ui KOHTPOJIS
MPOTPECCUPOBAHMS 3a00JIEBaHUS C JTIOCTATOUHBIMHU I DTOTO 3pUTENbHBIME GyHKIUsIME [39, 41-
42].

VYpoBeHb yoenutenbHOCTH pekomenaanuii C (ypoBeHb TOCTOBEPHOCTH OKA3aTeIbCTB — 4).

KomMenTapuu: nccienoBanue nepudepudeckoro 3peHust BaKHO 1 TUArHOCTUKU U OLEHKH
craquu u auHamuku TedeHus HJIC. Crnemyer oOpaTuTh BHHUMaHHe, Ha TO, YTO MEpPUMETpUS
OCYyIIECTBMMA JIMIIb JETSIM cTapiiero Bo3pacta (B cpegHem mocie 10 jeT), ¢ JOCTaTOYHBIM
YPOBHEM HHTEJUIEKTYaJIbHOI'O pa3BUTHA. IIpu 3TOM 3HaueHHE MMEET MCCIeAOBAHUE IOJS 3PEHMS
KaK C TIOMOIIBIO JBIDKYHIMXCS (KMHETHYECKas MEePUMETpHsi), TaK W HEIMOABUKHBIX CTHUMYJIOB
(craTuueckasi mepuMeTpus).

ITpu IIP xunernueckas mnepumerpuss 1o ['onbaMaHy OOBIYHO IOKa3bIBa€T KOJIBIEBYIO
CKOTOMY B cpenHeil mnepudepun mnons 3peHus. OOBIYHO OHM HAYMHAIOTCA Kak Tpymmna
U30JIMPOBAHHBIX CKOTOM OKOJIO 20 TpadycoB OT (HUKCAIMU U MOCTENEHHO CIMBAIOTCS, 00pasys
YacTUYHOE, 32 KOTOPHIM CJIEAYEeT MOJHOE KOJbLO. BHemHM kpail KoJblla OTHOCHUTENILHO OBICTPO
paciuupsiercs K nepudepuu, B TO BpeMsl Kak BHYTPEHHUN Kpail MEIJIEHHO CY>KaeTcsl B HallpaBJIEHUU
¢ukcanuu. IlarMenTs! 4acTo UMEIOT XOpolllee IIEHTPAIbHOE 3pEHUE OT HEOOJIBIIOrO LIEHTPAJIbHOIO
octpoBka ("TyHHenbHOE 3penue”, wim "tpyduaroe") 1o 50 umm 60 net. TecTupoBaHue MO 3peHUS
TMIOJIE3HO /IJII MOHUTOPHHTA MPOrPECCUPOBAHMS 3a00JIEBAHUS U JOKYMEHTUPOBAHUS FOPUIUIECKOTO
cratyca clla0OBUICHHS U CiIernoThl [41].

[Ipu TtectupoBaHuu monst 3peHUs y mnanueHTtoB ¢ bBII pe3ympraThl uyacTo OBIBAOT
HOpMaJbHBIMH Ha paHHUX cTaausx 3adosieBaHus. Co BpeMEHEM OTHOCUTENbHbBIE IIEHTpasbHbIE
CKOTOMBI MPOTPECCUPYIOT 0 aOCONMIOTHBIX IEHTPATBHBIX CKOTOM. Tunuunble manueHTsl ¢ BIII
00BIYHO COXpaHAOT nepudepudeckue mois 3penus [42]. OQHAKO B THKETBIX CIydasix MPH ITHPOKO
pacrpoCcTpaHEeHHON aTpoQuH CETIATKH MOXKET BOSHHUKHYTH CY)KCHUE HX MepruPepHISCKUX TPaHUII.
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JpyruM 0COOEHHO Ba)KHBIM (DaKTOM SIBISIETCS M3MEHEHHE MPEANOUYTHUTENbHOrO JIOKyca (DUKCALUH
Ha cer4yaTtke. B Hauvane ecrectBeHHoro teuenust bIIl y OosblIMHCTBA MalMEHTOB COXpaHSETCS
¢doBeanpHas ¢UKcalys, HO IO Mepe MPOrpecCUpPOBaHMs 3a00J€BaHUsl PAa3BUBAIOTCSA a0COJIIOTHBIE
LEHTpaJbHble CKOTOMBI, M MPEANOYTHTENbHAs (DUKCAlMsI CEeTYaTKU CTAHOBUTCS SKCLIEHTPHUUYHOM,
YTO OOBEKTUBHO PETUCTPUPYETCS MPU MUKPONEPUMETPUH. B GOIbIIMHCTBE CIydyaeB HOBas TOUKA
¢ukcanum pacronaraercss Haja ¢oBea, TJe JIydllle BCEro KOHTPACTHAS YYyBCTBUTEIBHOCTH K
CTUMYJIaM C HU3KOH MPOCTPAaHCTBEHHOM M BHICOKOW BPEMEHHON YaCTOTHI. DTO TAKKE COTJIacCyeTcs C
TeM (aKTOM, UYTO BEpXHsS MOJOBHHA CETYATKU MMeEeT 0oJiee BBHICOKYIO IJIOTHOCTh T'aHTIIMO3HBIX
KJIETOK.

[Tpu TectupoBaHuU MO 3peHUs y manueHToB ¢ bb, oHO yacTo ObIBaeT HOpMalbHBIM Ha
paHHMX cTaauax 3aboseBaHus. Co BpEMEHEM MOTYT BO3HUKAaTh OTHOCHTENIbHBIE LIEHTpaJIbHbIE
CKOTOMBI, KOTOpBIE IIPOTPECCUPYIOT A0 aOCOJIOTHBIX ILEHTPAJIbHBIX CKOTOM. COXpaHSIOTCS
HOpMaJibHbIEe niepudepryeckre noss 3penus [39].

Juin BAJI XapakTepHO BBIPA)KEHHOE HapyllEHHE CBETOUYBCTBUTEIBHOCTH CETUYaTKH,
BBINIA/ICHNE MTOJIEH 3PEHUS BIIOTH 10 KOHIIGHTpUYecKoro cyxeHus [39].

ITpu K u KIIJ] nmosiBisieTcst LeHTpajbHas CKOTOMA, MPUBOJSAIIAS K HAPYLIEHUIO YTEHUS,
3aTeM CIenyloT (oKalbHbIe TepeKThl nepudeprueckoro 3penuns [39].

- Pexomenayercs snektpodusnonoruyeckoe uccneqopanue BceM manuentam ¢ HIAC umm ¢
MOJO3PEHHUEM Ha €ro HaJuyue I ompeAeieHus (YHKIHMOHAJIBHOTO COCTOSHHS 3PUTEIHHOTO
aHaJM3aTopa, BKJIroYaromiee snekTpoperunorpaduro (OPI'), peructpaiuio 3puTeIbHbIX BBI3BAHHBIX
noternuanoB (3BII) Ha cBeTOBBIC U CTPYKTYypUPOBAHHBIE CTUMYJIBI, 3IEKTpooKynorpaduio (301)
[IPY HAJTMYHUU TEXHHYECKUX BO3MOKHOCTEH [59].

YpoBeHb yoenauTtenbHOCTH pekoMeHaanuii C (ypoBeHb TOCTOBEPHOCTH J10KA3aTeNILCTB — 4)

Kommentapun: OPIC um ee KOMIIOHEHTHI CIIy)KaT OOBEKTHBHBIM  IOKa3aTeJIeM
(YHKIMOHAJIBHOTO COCTOsIHUS ceTdaTku y B3pocibix u aered ¢ HAC. K OPI' otHocaT ob6uryro
(CHHOHMMBI — MaKcHUMajbHas, MajJ04yKoBO-kKosOoukoBas OPI’), ckorommyeckyro, (OTOMMUECKYIO
OPI', putmuueckyto OPI', OPI" Ha ctpyktypupoBanubsie ctuMyssl (mattepH-OPI, mpOPT)). OPT u
3BIl mpoBoAAT B3pOCIABIM U JIE€TM MpH OTCYTCTBUHM NPOTUBOINOKa3aHHM ((poToceHCHTUBHOM
SMWIETICUHM) KaK BO BpeMs OOIpPCTBOBaHUS, TaK U B COCTOSHUM MEIUKAMEHTO3HOTO CHA WIU
HapKo3a. DJIEKTPOOKyIorpadust — METOA PErHCTPaLUU OCTOSHHOTO MOTeHInaNa riuaza. OcodeHHo
BAXXHBIMU SBJSIIOTCS JaHHble D®U mpu OTCYTCTBHM BO3MOXKHOCTH OLIEHKH OCTPOTHI 3pEHUSt U
COCTOSIHMSI 3aJJHETO CerMEHTa TIJla3a H3-3a Bo3pacTa peOeHKa, Korja Hellb3sl BU3YaJIu3HpOBaTh
CTPYKTYPBI 3a/IHETO MOJIIOCA.

Ha pannux cragusx IIP nHaOmonmaercs cHWwXeHHEe aMmIumtya a- W b-Bomr DOPI, T.e.
peructpupyetcst cyoHopmansHas DPI, naTeHTHOCTh MOXKET ObITh YBEIMUEHHOW WM HOPMAJIbHOM.
VY nanueHToB ¢ TepMUHAIbHBIMU cTaausmu DPI" He perucrpupyercs [43-45].

ITpu BIII cHmxaercd amiumiTyna a- U b-BojH MakyJsipHOH (JokanpHOM) OPI' u petuHanbHas
mwiotHocTh Pl w ammmutynma N1 um Pl xommonenToB M(GOPIT B mEeHTpaabHOM TeKcaroHe u
napaueHTpajdbHBIX Kojblax. CHmkaeTcs aMmrumryaa kommoHeHTa P50 matrepu-OPI. OO6mas
(maxcumanbHass OPI') y manuenToB ¢ BIII 0OBIYHO BBHISBISET COXPAHSIOMIMICS HOPMAaJbHBIN WITH
CYOHOPMAJIBHBIA DJIEKTPOPETUHOT PAPUIECKAN CKOTONMUYECKHI (MajJOoYKOBBIA) M (HOTOMUYECKUI
(KOJIOOUKOBBIN) OTBETHI, PETUCTPUPYIOUIMECS MO CTaHAApTaM MEXKIYHApOJAHOrOo OOIIeCTBa
KIMHU4eckor  anektpodusuoniorun  3peHus ISCEV. Opnako  mauumentsl ¢ Oojee
pacrnpocTpaHeHHBIM 3a00JIeBaHHEM MOT'YT HMETh 3aMETHO aHOMAJIbHBIE CKOTONMUYECKHE U
doronuueckue IPI" [46, 47].

bb D0I': u3menena, umeer "miockuii" Bu, ¢ kodddunuentrom Apaena (Ka = (A mak : A
MuH) X 100%, rme A Mak — MakCHMallbHas aMIUTMTYJa MOCTOSTHHOTO IOTEHI[Maja BO BpeMs
CBETOBOM ajanTauuu, MKB/rpaa, A MUH — MUHUMalbHas aMIUIMTyJa BO BpeMsl TEMHOBOMU
amanrtaiun) 1,5 umn menee. DPI: B Hopme [20].
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s BAJI xapaktepHa Hepeructpupyemas/yracimiass OPI', uam CHIBHO yMEHBIIEHHAs IIO
aMIUIMTYJleé CKOTomuuyeckas MU Qoronuueckas snexkrpopetuHorpamma (OPI). Hopmanbaas OPT
uckimovaer auarao3 BAJL. 3putenbHbie BhI3BaHHBIC TOTEHIIMABI BapruadeabHbI [48].

[Tpu K] peructpupyroTcs HCKIOYUTEIBHO CHUXKEHHE (OTONMMYECKUX KOMIOHEHTOB OPI
(dporormueckas u BbIcOKO4acToTHass putmudeckas OPIT nHa 30 TI'm). [TamoukoBbie OTBETHI
(cxkoronnueckast) DPI' camxaercs B menbuiel ctenenu npu KIIIA. ITpu K/ u KIIJ cHmxaercs
aMIUTUTYJa a- ¥ b-BOJIH MakyJsipHO# (JokanbHOi) DOPI™ u pernHanbHas niuotHocth P1 u ammmtyna
N1 u Pl xommonentoB MGOPI' B neHTpasbHOM TreKkcaroHe M IapaleHTpPalbHbIX KOJbIAX.
CHmkaercs ammuMTyaa komrnonenta P50 narrepu-OPI [49].

- PexkoMmenayercs onTHYecKoe HCCIENOBAaHUE CETYATKH C MOMOIIbI0 KOMITBIOTEPHOTO
aHanusaropa (ontudeckass korepeHTHass ToMmorpadus — OKT) B ycrnoBusiXx MeIUKaMEHTO3HOTO
Mujpuasza (C HCIOIb30BAaHMEM AHTHUXOJIMHEPTMUYECKUX CPEACTB U CHMIATOMHUMETHKOB, KpoMe
MIPOTHUBOIJIAYKOMHBIX IPENapaToB, BKIOYas (UKCHPOBAHHBIE KOMOWHAIIMKM) BCEM MAallUEHTaM C
HAC wumm c¢ nopo3peHHeM Ha €€ HaluuMe IpU JUAarHOCTHKE 3a0oiieBaHus, AMHAMHYECKOM
HaOJIIOJICHUM M KOHTPOJIE 3a JICUEHUEM C 1[€JbI0 BBISBJIECHUS I1aTOJIOTMYECKUX W3MEHEHHUH
BUTPEOMaKYJIsipHOTo nHTepdeiica [50-64].

YpoBeHb yoenutenbHoCcTH pekomenaanuii C (ypoBeHb JOCTOBEPHOCTH J10KA3aTeILCTB — 4)

Kommenrtapuu: Jlns IIP xapakTepHO HMCTOHYEHHE HApPYKHOIO, B MEHbILIEH CTENEHH,
BHyTpeHHero cios cetdyatku [50, 51]. Ha nmepudepun ckana BbIABISACTCS ASPEKT TPEXCIOWHOM
Hapy)KHOH CTPYKTYphbl CETYaTKU Ha mnepudepuu ¢ MoTeped aumncouaa (JIMHUM COYJICHEHUs
Hapy>XHbIX M BHYTPEHHHX CErMEHTOB ¢otopenentopoB) [52-54]. Tloreps wim mpephIBUCTOCTD
SJUIMIICOUAA XapaKTEepU3yeT Mepexoi OT 340poBoil K mopaxkeHHou cetdatke. OKT npumensiercs
JUIS. BBISBJICHHUS KHCTO3HBIX MAaKyJSPHBIX H3MeHeHHMH [55-58], snupeTruHalbHON MEMOpaHbI H
CHHJpOMa BHUTPEOMAKYIISIPHOM TpaKlMH, HAOMIOJAeMbIX Yy HEKOTOphIX mnanueHtoB c [IP co
CHIKCHHBIM 1IeHTpaibHbIM 3peHueM [59]. Tlpu KMO, acconuupoBaHHBIM C HUTMEHTHBIM
petunutoM, Ha OKT BBISBISIOTCS MHOTOYHCIIEHHBIE IMOJIUMOP(HBIE KUCTO3HBIE IOJOCTH Ha
ypOBHE BHYTPEHHETO siaepHoro cios [55-58].

OKT mnpu BIII mo3BossieT Ha paHHell cTaauM BBISBUTH HakoreHue junodycurHa B PIID u
Je30praHu3anuio  (OTOPEUEeNnTOPHOro ciosi. B IeHTpe BbIBIsIeTCS Je(EKT TPEXCIOHHOM
CTPYKTYpbl HApYy>KHOM CeTYaTKH C MOTepe »siumrcouga (JIMHUM COYJICHEHUS HapYKHBIX H
BHYTPEHHUX CETMEHTOB (oTopenentopoB). B coueranun ¢ ganupiMu aytodmoopectuenunn OKT
MO3BOJIIET YTOUHUTH TsKecTh 3a0oneBanus. C momompio OKT BBISBISETCS MCTOHYEHHE CETYATKH
B (oBeosipHOIt 30He, oteps [I19C u doropenentopos, ycuieHne curHana ot xopuounaeu [60].

[Ipu Bb ¢ momompio OKT omenuBaercs jokanmu3anus ButeumdopmHoro ¢okyca B
CyOpeTMHAIbHOM IPOCTPAHCTBE, BU3YAIM3UPYETCS YTOJIIEHUE HAPYKHBIX CETMEHTOB KOJIOOUYEK.
OKT wMoxer wucCHoiab30BaThCs [JJIsl OLIEHKM JKUIAKOCTH, accouuupoBaHHoii c¢ XHB. Ha
Burempopmuoil craguu bb Ha OKT BeIsBisieTcst Hanuuue cy0(oBeoIipHOro KynosJoo0pa3Horo
ButesmropmHoro oyara mexay [19C u memOpanoii bpyxa — orcioiika MUrMEHTHOTO AIHUTENUSs,
3aloIHeHHAs TOMOTEHHBIM TuneppedIeKTUBHBIM COAEPKUMbIM. Ha cTagum mceBIOrumonuoHa
BUTEIUTM(OPMHBI MaTepHasl OCelaeT B HIKHUX OTAeNaX CyOpeTHHaJbHOr'O MPOCTPAaHCTBA, a B
BEPXHUX OTJENaX 00pa3yercs ONTHYECKU IycTas 30HA, YETKO BU3YaJIU3UPYETCS TOPU3OHTAJIbHAS
rpaHuna pasgena aByx cpen. BeprtukanpHoe OKT-ckanupoBaHue NOKa3bIBa€T IPO3PAYHYIO
KHUJKOCTh CBEPXY U YETKYIO I'PAaHUILy OTJIOKEHHOTO runeppedIeKTUBHOrO KEITOYHOI0 MaTepuaa.
Y nauueHToB ¢ BB BBIBIAIOT [POrpecCUpyrOIIYI0 JA€30praHU3alUI0 M HCTOHUYECHHE
cyomaxkymsipHoro [I19C na OCT mo cpaBHEHHIO ¢ HOPMaJIbHBIM KOHTposieM, B. T.4. Ha [V crtanuun
3aboneBanus. Ha atpoduueckoii craguu 3a6oneBanus Ha OKT mMoxeT HaOIr0AaThCS UCTOHUCHHUE
CeTuaTKu, Mojo0HOoe reorpaduueckoil aTpoduu MpPHU BO3PACTHONH MAKYISIPHOM JIeTEHEpaIluu:
BBISIBJISIFOTCSL XapaKTepHble CTPYKTYPHbIE HW3MEHEHHUS B BUJE OTCYTCTBUS HApYKHOI'O SIEPHOTO
CII0sI, HApY>KHOI MOrpaHNYHON MeMOpPaHbl, HAPYKHBIX U BHYTPEHHUX CETMEHTOB (hOTOPEIENTOPOB
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u [12C [61].

[Tpu BAJI Ha OKT — yacto Berpedaercs arpodus cetdatku [62].

K/l na OKT B ¢oBea BbisiBisieTCs 1e(EKT TPEXCIONHONW CTPYKTYphl HAPY>KHOM CETYaTKU C
notepeit srmmncouna. [pu KITJ] nedext nuaum codsneHeHus pacipoCcTpaHseTcs 3a mpeaeisl ¢posea
BIUIOTH JI0 NOJHOIO OTCYTCTBMS JJUIMIICOMJA. BBIABIAETCS €30praHu3alys CETYaTKU HAa BCEM
npoTsHKeHuH cpesa [63-64].

- Pexomenayercst oONTHYECKOE UCCIEAOBAaHUE CETYATKH C TMOMOIIBI0 KOMIIBIOTEPHOIO
aHamm3zaropa B pexume aHruorpadpuu (OKT-A mpu HanMuuu TEXHUYECKHMX BO3MOXKHOCTEH)
narentam ¢ HJIC ¢ momo3penuem na XHB [65].

VYpoBeHs yoenuTenbHoCTH pekomenaanuii C (ypoBeHb JOCTOBEPHOCTH JOKAa3aTEIbCTB — 4)

KomMmenTtapuu: Heodoxomumocth 1 yactota OKT-A ompenensiercs BpauomM-oQTaabMOJIOTOM B
3aBUCUMOCTH OT OCOOCHHOCTEH TeueHHUs 3a00JICBaHMS.

- Pexomenayercs uccienoBaHuE TJa3HOTO JHAa Ha ayTO(IIOOPECHEHIMI0 TNPH HAJIUYHH
TexHU4Yeckoil Bo3MokHOcTH mnaunveHTam ¢ HJIC ¢ momo3penuem Ha mnopaxkenue [IDC mpu
JUarHOCTUKE, NTUHAMUYECKOM HAOJIOJAEHUU U KOHTPOJE 3a JIEYEHHEM C LIE€JIbI0 BBIABICHUS U
mouuTopunra uamMenenuii [19C [66].

YpoBeHb yoenuTenbHOCTH pekomenaanuii C (ypoBeHb JOCTOBEPHOCTH JOKa3aTEeIbCTB — D)

KommeHTapuu: HEOOXOAMMOCT, M YacToTa ayTO(IIOOPECIEHIMH OMpPEeNsIeTcs BpauoM -
0(hTaTbMOJIOTOM B 3aBUCUMOCTH OT OCOOCHHOCTEH TeueHus 3a00aeBaHusl.

[Tpu IIP Bu3yanu3upyIOTCSd YYAacCTKH THIOAyTO(GIIOOPECHEHIIMN Ha TMepudepuu CeTYaTKH
BciencrtBue — nerenepanuu  (QoropenentopoB  u  [I9C. IlapadoBeanbHO — BBISBISETCS
runepayToQIroopecieHTHOE KOJbll0, U3BECTHOE KaK Kojbllo Pobcona-Xomnaepa, kKoTopoe sBisercs
rpaHuneil Mexay (yHKIMOHAJIbHO HOPMaJbHOW CETYaTKON M M3MEHEHHOH cerdaTkod. CyxkeHue
JuaMeTpa KoJblla MOXKET CIIy)KUTb OOBEKTUBHBIM KPUTEPUEM IPOTrpeccHpoBaHUsl 3a00JEeBaHMSL.
[66-67].

KucroBunnblii MakynsipHblii orek mnpu [IP Bu3yamusupyercs B BUAE MYIbTH(OKAIBHOM
THIep- WK 130()IyOpECICHIIUH B IIEHTPE MaKyJibl, o (opme HarmoMuHaroriei "inemnectku" [68].

ITpu BII mnartonoruyeckass ayToQUIIOOPECICHIMS SBJISETCS PAaHHUM MPU3HAKOM (POpMBl,
cBsizaHHOM ¢ reHoM ABCA4 u Xopomo KOppeaupyer ¢ TsDKECThIO JIOKAJIbHBIX H3MEHEHUH.
Ycunenue ayTodroopeclieHIIMN MPH BCEX JIPYrUX HOPMaJbHBIX MapaMeTpax MpeArnojaraer, 4To
omnoxxenue nunogpycuuHa B [I19C Moxer ObITh MEPBBIM paHHUM INPU3HAKOM IpU 3a00JIEBaHUM,
CBSI3aHHOM c ABCAA4. JKenrosateie IIATHA cpasy nocie BO3HMKHOBCHUS
rUnepayToQIroopecuupytoT, B AajJbHEHIIEM MX (DIOOPECLEHINS YMEHbIIAETCS U IpU aTpopuu
I[I9C oHM cTaHOBATCS TUMOAYTOQIIOOPECUUPYIOMUMU. VIMEIOTCS NaHHbIe, YTO W3MEHEHUS
JUTMHHOBOJIHOBOW (MH(]pakpacHoi) A®D, 00yCIOBJICHHONW NPEUMMYINECTBEHHO (IroopecieHIuei
MeNaHuHa, BbIABIsAIOTCA Tpu BII paHbiie, yemM KOpPOTKOBOMHOBOW ayTodroopecreHuu. Ha
TEPMUHAIbHON CTaJUM BU3YaJU3UPYETCSl LIEHTpaJlbHAs 30HAa aTpo(uu, KOTOpask MOXKET OBITh
OKpY’K€Ha NOJUMOP(HBIMU KEATHIMU MEPHU (POBEOIAPHBIMU NI THAMHU.

bb AytodmoopecieHnus KeITOYHOro MaTepuaja OObIYHO XapaKTEPU3yeTCs I'OMOIE€HHBIM
ycuneHueM (QuroopecueHuu (BUTEUMPOPMHBIN MaTepuai runepayTodIoopecuupyer) U uMeeT
KpYTJIyI0 WIH OBalIbHYIO (hOpMY Ha KENTOYHOM cTraauu. Ha craguu rmceBIOruIonruoHa yCcuieHHas
ayTOQIIIOOPECIEHIINS BUAHA B HIDKHEW MOJIOBHHE KUCTHI, TJI€ OTKJIAABIBACTCS BHUTEIUIA(OPMHBIN
Matepuai. Ha ctagum nerpaganuu eJlITOUYHOTO COACPKUMOI0 ayTO(II0OpPECeHINsI CTAaHOBUTCS
MATHUCTOM € ydacTkamu rumnoayrodiroopecueHimu. Ha cranum perpaganmum — "OGonryHbpu" u
pa3psiBa kuctel bb Bu3yanusupyercsa natHucras ayrodaoopectenius. Ha atpodpuueckoit craguu
HAOJII0/TaeTCsl CHIDKEHHBIN ayTo(aroopecieHTHhI curHan. [lepudepudeckoe KombIio/MaleHbKHE
nepudepudeckue HOKyChl THIIEPAyTOPIIOOPECIICHIIMH MOTYT OBITh OTMEUYEHBI Ha CTAJHH Pa3phbiBa
kucthl [19]. Ha mo3aHux craausx oObIMHO HAOJOAaeTCs IIEHTPaIbHAS THII0AYTO(IFOOPECIICHITHS 1
nepu epudeckas runepayrodimoopecuenius. [20]
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BAJI AyTtoduoopeciieHIus 3aBUCUT OT MO/ THUIIA.

- Pexomennyercs ¢umoopecuentHas anruorpadus rinaza (PAIY) B yciaoBHIX Muapuasza
naupentraM ¢ HJIC B JOuMarHocTUYECKH CIOXHBIX Cilydasx (Ipd HaJUMYUM TEXHUYECKUX
BO3MOXHOCTEH ) MPU TUATrHOCTUKE, TMTHAMUYECKOM HAOJIOCHIUN U KOHTPOJIE 32 JICUEHUEM C IEJTbIO
muddepeHnmanbHO AMArHOCTUKY, yTOYHEHUs Hamuuus XHB ¥ BBIABICHUS TOMOJTHHUTEIBHBIX
KPUTEPHEB €€ aKTUBHOCTH, MPUHSTHS PEIIEHUS O TAKTUKE BBeACHUS [71]

YpoBeHb yoenuTenbHOCTH pekoMeHaanuii C (ypoBeHb TOCTOBEPHOCTH J10KA3aTeNbCTB — 4)

Kommentapuu: HeoOxomumocth u dactora @Al ompenensercs BpauoM-o(pTaabMOIOTOM B
3aBUCHMOCTH OT OCOOEHHOCTEH TeueHus 3a00IeBaHUs

Tabmuna 1. OcHOBHBIE AMATHOCTUYECKUE KPUTEpHH ycTaHoByeHus nuarno3a HJ{C

3aboneBa | YKanoObl M TMAarHOCTHKA Kputepuu ycranoBiieHus: 3a0071€BaHUS/COCTOSHUS
HUE
I1P C6op anamHe3a u xajiod CHMXeHUe 3peHHs B CyMepKax U TEMHOTE, CY>KEHHUE T0JIs
3pEHus

Odransmockonus "Koctueie Tenbia, ¢okycel atpodum PIID  mnpm
ocnoxxHenuu KMO"

S0U CHM)KEHHbIE  WIM  OTCYTCTBYIOIIME  IaJIOYKOBBIE
KOMIOHEHThI DPI’

OKT YMeHbllIeHHe  TOJIIUHBI ~CETYATKU U HApYyIIEHUE
CTPYKTYpBl ~ HeWposmutenuss Ha mnepudepur MpH
ocnoxxkHeHusix KMO

[TepumeTpus Cyxenue 113

MonekynsipHo- BeisiBiieHne MyTanui B TEHE, SBJISIOMICUCS NPUUYUHON

reHeTHYeCcKas IMarHoCTuKa |3aboneBanus (Oonee 84 reHoB)

BbIII CO6op aHamHe3a 1 Kanod CHuxeHue OCTPOTHI 3peHus u HapylleHue
1[BETOOLTYIIEHHUSI

Odranpmockonus Makynoauctpodusi, BO3MOXKHBI KENThIE MSTHA

D0U CHuxeHue aMIUIUTYIbl KOJOOYKOBBIX KOMIIOHEHTOB
OPI', MpOPI', MOPT

OKT YMeHbIIeHHe  TOJIILMHBI  LEHTPAJbHOM  CETYATKH,
atpotus Heliposnurenus u PI1D

[lepumeTpus I{eHTpasbHBIE CKOTOMBI

MoutekyinspHo- I'en ABCA4

reHeTHYecKasi JMarHoCTUKa

bb CO6op aHaMHe3a U kaj100 CHuxeHue 3peHusi, HCKakeHU € N300paykeHus

Odransmockonus Cramus 1 (IlpeBuremmmdopmuas): II cTajaus
(BUTEIUIN POPMHO-KENTOUHAS ):

Cranus 11 (ITceBorunomnuon):
Cragus IV (Butemmdopmuas):
V cranus (arpoduueckas)
Cragus VI (XHB)

D0U CHmxenne kodpdunuenta Apaena D0I°

OKT N3MeHsieTcs B COOTBETCTBUM CO CTAIUSIMU

IlepumeTpus [leHTpasibHast CKOTOMA

MomnekynsipHo- I'en BEST1

reHeTu4ecKasi TMarHocTUKa

BAJI C6op aHamHe3a U Kanobd Y MnaneHueB OTCYTCTBHE pEakUMHM 3padyka Ha CBET,

HHUKTAJIOINHWA, CHMXKXCHHC 3PCHHSA, OTCYTCTBUC q)HKcaIII/II/I
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B30pa y MJIaaACHLICB

OdTraneMockomus B niepBbI€ TOJIBI )KU3HU MOXKET OBITh HOPMAJILHOE TJIA3HOE
JTHO, TIO3)KE MOSBISIFOTCS M3MCHEHUS B BHJE KOCTHBIX
TeJel U aTpOPUIECKUX (HOKYCOB

D0U Pe3ko cyOHOpManbHas uim oTcyTcTBytomas JPT

OKT VYMeHbIIeHne  LEHTPAJIbHOW  TOJIIMHBI  CETYATKH,
BO3MOKHA aTpO(HsI HEHpOIMUTENHUS

[lepumetpus Cyxenune  mons  3peHHs,  Hepudepudyeckuil U
LIEHTPAJIbHBIN J1e()EKTHI OIS 3pEHHSI

MoutekyispHo- 24 reHa

T'CHCTHYCCKAaA JUarHOoCTHUKa

2.5. Hble gnarHocTnyeckme nccnenoBaHus

3. JleyeHue, BKnuYasn MeaAuKaMeHTO3HYI0O U HeMeAUMKaMEeHTO3HYH Tepanuum,
AuvnetoTtepanuio, obe3bonnBaHue, MeOQULMHCKUE NMOKa3aHUA n npPpoOoTUBOMOKAa3aHUA K
nNMPpUMeHeHnto MmeToanoB Jfie4eHus

3.1. KoHcepBaTUBHOE Nne4vyeHune

- Pexomennyercs nasnauenne AllAA IlonuBuTaMuHBI B KOMOWHALUU C MUHEPATbHBIMU
BEILIECTBAMH, COAEPKAIIMX JIFOTEUH U 3eakcanThH nanueHTam ¢ HJIC u uckinrouenne ButaMuaa A
nanuentam ¢ BII [76-80].

YpoBeHb yoenutenbHOCTH pekoMeraanuii C (ypoBeHb TOCTOBEPHOCTH J10KA3aTENILCTB — )

KommenTtapuu: I1pu BII pekoMenayeTcs UCKIIOYEHHE BUTAMUHA A, T.K. B UCCIICIOBAaHUU B
MOMEPEYHOM Cpe3e y TMAalHMEeHTOB C HHU3KUM TOTpeOJieHHeM BHTaMHHA A CcO00IIaIoch O
3HAYUTEITBHOM YJIYUIICHUH 3puTenbHON GyHKimu [81-82].

3.2. dTMonaToreHeTU4YecKasi reHo3aMmecTUTeNnbHasa Tepanus

- Pexomenayercs cyOpeTHalbHOE BBEACHUE MIpenapaTa BOPETUT€H HEMapBOBEK MalleHTaM C
H/IC, obycnoBneHHBIX OMasuIeIbHBIMU MyTanusiMu B reHe RPE6S (BpoxaeHHbI amaBpo3a Jlebepa
2 TMma W TNWUIMEHTHbIM peruHUT 20 THNA), OpU HAIMYMM JOCTATOYHOIO KOJUYECTBA
KHU3HECTIOCOOHBIX KJIETOK CETYATKH C LIEJIbI0 CTAOMIN3aLUU WM YJIy4IIEHUs 3PUTEIbHBIX (PYHKLINH
[72, 74, 75].

VYpoBeHb yOenUTENbHOCTH peKoMeHaanui A (ypoBeHb JOCTOBEPHOCTH J0Ka3aTeIbCTB — 2)

KommenTtapuu: [Ipenapat BopeTureH HemapBOBEK MPEACTABISAET cOO0I BEKTOp Ui IepeHoca
reHa, B KOTOPOM B KauecTBe CpeAcCTBa JocTaBku komruiemMeHTapHoil JIHK uenoBeueckoro Genka
nurmeHTHoro snutenus cetdatku (hRPE6S, monekymsphas macca 65k/la) MCroap30BaH Karcu
aJICHOACCOIMMPOBAHHOTO BUPYCHOTO BekTOpa cepotumna 2 (AAB2). [Ipenapar 3apeructpupoBan Ha
tepputopun P® 20.04.2022 BseneHue ocCyHIecTBIIETCS B CIEHUAJIM3UPOBAHHBIX LIEHTpax B
CreragbHO 000PYAOBAHHBIX ONEPAIMOHHBIX O] 001Iel aHecTe3uel.

- Pexomennyercs moBTOpHOE 00CIEIOBAaHUE MAIMEHTOB B MEIUIIMHCKOM YYPEXKICHUU, TIE
MPOBOANIIOCH JIEYEHUE MTOCIE T€HO3aMECTUTEIBHON Tepanuu uepe3 1, 3, 6, 12 mecsieB u 3aTeM He
pexe 1 paza B roj C IeEIbI0 KOHTPOJISI 32 COCTOSSHUEM OpraHa 3peHus U OIECHKH 3PUTEIbHBIX
byukuwmii [72, 74, 75].

VYpoBeHb yOeauTeIbHOCTH peKOMeHaaliii A (YpOBEHb JOCTOBEPHOCTH JOKA3aTeIbCTB — 2)

KomMmeHTapuu: odTanpmosiornueckoe oOcleqoBaHWE TIOCIe BBEICHHUS  BOPETHTEHA
HEMAapBOBEKA JOJKHO MPOBOJUTHCA B MEAMIMHCKOM YYPEKIEHUU, B KOTOPOM OCYLIECTBIISIIOCH
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Je4eHue MW JOJ/DKHO BKJIIOYAaTh B Cce€0d BECh KOMIUIEKC JIMArHOCTHYECKMX MCCIEI0BaHMIA,
MTO3BOJIAIOIINI OIEHUTh COCTOSIHHE OpraHa 3pCHUS.

[Tocne BBemeHMs mperapara BO3MOXKHBI OCJIIOKHEHUS: XOPUOPETHHANIbHAS aTpodus B 30HE
BBEJICHUS, DIUCICPUT B 30HE BBEIICHUS, MAKYJISIPHBIA Pa3pbiB, O(QTaaIbMOrUIIEpTCH3MS, KaTapaKTa,
SHAO(TAIBMHUT, YTO YyKa3blBaeT Ha HEOOXOAMMOCTh JUHAMHYECKOrO HAOJIOJICHUS B
JEKPETUPOBAHHBIC CPOKH.

3.3. Xupypruyeckoe neyeHuve

He nokazano

3.4. HasHauyeHune aMeTUYECKOro NUTaHus npun 3aboneBaHnsAX opraHa 3peHus

- Pexomennayercs manuentam ¢ Oose3nbio lllTaprapnara peKOMEHIYeTCs WCKIIOYHTH MPHEM
ButamuHa A B cocraBe bA/{os [81-82].
YpoBeHb yoenuteapbHocT pekoMenaanuii C (ypoBeHb JOCTOBEPHOCTH J0Ka3aTeIbCTB — D).

4. MepuumHcKaas peabunuTauuMs U CaHaATOPHO-KYPOPTHOE  Jie4vyeHue,
MeAULUMHCKME MNOKa3aHMA U TMNPOTUBOMNOKA3aHUA K TMPUMEHEeHUI MeToaoB
MeAMLMHCKOM peabunutauMm, B TOM YUCSle OCHOBAHHbIX Ha WMCNONb3OBaHUU
NPUPOAHbLIX NevyebHbIX hakTopoB

- PexomeHyeTcss Ha3HaYeHHE OYKOB CO CIEIUAIbHBIMU OYKOBBIMU JIMH3aMU JIJISl 3aIIUTHI OT
yabTpadHOICTOBON M CHHEH yacTu criekTpa [19].

YpoBeHb yoenutensHoCTH pekomenaanuii C (ypoBeHb JOCTOBEPHOCTH JOKa3aTeIbCTB — D)

Kommentapuu: npu orcyrctBun y pedenka (oTodhodbun, MOXKHO Ha3HayaTh OYKOBYIO
KOPPEKIMIO C M3HAYaIbHO MPO3PAYHBIMHU, HO MPH 3TOM C OJOKMPOBKON CHHHX CBETOBBIX JIydel
(L400) u poToxpomubiMu uH3amu [85].

VYpoBenb yoenutenbHOCTH pekoMeHaanuii C (ypoBeHb JOCTOBEPHOCTH JI0Ka3aTeIbCTB — 5)

- Pexomenayercs mombop CpeACTB peaOWIHMTAlMU C IENbI0 KOPPEKIHH CIa0OBHICHUS
narpentam ¢ H/IC u Huskumu 3putenbHbiME QyHKIHIMU [86].

VYpoBens yoenuTenbHocTH pekomenaanuii C (ypoBeHb JOCTOBEPHOCTH JOKAa3aTEIbCTB — D)

KomMmentapuu. Ilockonbky pasHbie TexHudeckue cpencrBa peadwmranun (TCP)
IpeAHa3HA4YeHbl IS Pa3IMYHBIX CUTyallMid — oOecrieyeHUss BO3MOXKHOCTH BHUJAETH YJaJCHHBIE
KpYIHBIE TpEIMEThl, MEJKHE OJIM3KHUe, YUTaTh, MUCATh, TO OOJLHOMY >KEJIaTeJIbHO HMETh
Heckoiabko TCP. IlomoOpaTth ONTUMAaNbHYI0O KOMOMHAIIMIO MOXHO, MPHHSB BO BHUMAaHHE, IS
kakoit aktuBHOCTH Kakue TCP moaxomst:

- UreHue: OYKM, B TOM YHUCJIE€ C JONOJHUTENbHBIM YBEIMYEHHEM U BCTPOCHHBIMU
MOHOKYJIIpaMHU (HE SIBJIIOTCS MEIUIIMHCKUM U3JEIUeM, py4Hble (HE SIBISIFOTCS MEIUIUHCKUM
U3JETMEM) WM CTAallMOHApHBIE TyNbl (HE SBISIFOTCS MEIULUHCKAM H3JEIUeM), SJIEKTPOHHBIC
BH/ICOYBEIMUUTEIHN, TOPTATUBHBIE, CTAal[MOHAPHBIC, HOCHMBIE), TEXHHYECKHE CpEICTBa
pacrno3HaHus TEKCTa C O3ByYHMBAHUEM, B TOM YU CJIE HOCUMBIE

- Ilucemo: 0uYkM, B TOM 4YHCJIE C JOMOJHUTEIHHBIM YBEIMYEHHEM U BCTPOCHHBIMU
MOHOKYJISIpAMH,  DJIGKTPOHHBIE  BHUACOYBEIWYUTENN  CTAI[MOHAPHBIE WJIM  I[OPTATUBHBIC
(mopTaTUBHBIE OCOOEHHO PEKOMEHIYIOTCS IIKOJbHUKAM CPEJHUX M CTapIIUX KIACCOB), a TaKKe
HOCHMBIE

- OpueHTanus B OKPYXKAIOIIEM TMPOCTPAHCTBE: ONTUYECKHE CpeACTBa (MOHOKYJLSIp (HE
SIBJISTFOTCS. MEIUIIMHCKUM U3JIeTIMeM) WM OWHOKIL (HE SBISIIOTCS MEIUIMHCKUM H3JEIHEM)),
HOCHMBIE€ DJJICKTPOHHBIC CPEICTBA (BUACOYBEIUYUTEIM M CPEICTBA PACIO3HAHUS OKPYKAIOIICH
CpEeIbI C O3ByYHBAHUEM).
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- PexoMmenayercs — caHaTOPHO-KYpOPTHOE  JIEUEHHUE  B3pPOCIOMY  HACEJIEHUIO  C
HACJIEJICTBEHHBIMU PETUHAIBbHBIMU nucTpodusamu cetuatku (H35.5).

B kauectBe OanbHeOoTepaluy IOKAa3aHO MNPUMEHEHHE HOAOOPOMHBIX M BaHH TIa30BBIX
(KHCIIOPOJHBIX, YTIICKUCIIBIX, @30THBIX), BAHH CYXOBO3AYIIHbBIX [87].

Kypoptsl ximMatnueckue u OanbHeosnorudeckue: Eccentyku, Ilsturopck, XKenesHoBoOgCK,
Kpacnonapckuii kpait (I'eneHmxuk)

VYpoBenb yoenuTenbHOCTH pekoMeHaanuii C (ypoBeHb JOCTOBEPHOCTH JI0Ka3aTeIbCTB — 5)

5. NMpodmnakTuka M gucnaHcepHoe HabnwgeHue, MeAULMHCKME MOKa3aHUSA U
NPOTMBOMNOKa3aHUs K NPUMEHEHUI0 MeToAO0B NPOoUNaKTUKK

- PexoMeHayrOTCSI TEpUOJMYECKHE OCMOTPHI OJMH pPa3 B TOJ BpauoM-0(TalbMOJIOTOM
MIEPBUYHON CHENMAIN3UPOBAHHON MEIUKO-caHUTapHOW oMo nanuenToB ¢ HIAC st koHTpoas
COCTOSIHUSI OpraHa 3peHHusl M 3pUTENbHBIX (YHKIMH ¢ UCHOJb30BaHUWEM AuarHocrudeckoil DPI,
OKT (npu Hamu4uu TEXHHYECKUX BO3MOxHOCcTel) [83, 84]

VpoBenb yoenutensHoCcTH pekomenaanuii C (ypoBeHb JOCTOBEPHOCTH 10Ka3aTeIbCTB — 4)

- Pexomenayercss ceMbsM U MalMEHTaM MEIUKO-TEHETHYECKOEC KOHCYJIbTUPOBAHHE C
pacueTaMi T'€HETHYECKUX PHUCKOB JIJIsl OTATOIICHHBIX CeMEW M IUIAHUPOBAHHMH TOCIIEAYOLIMX
oepemennocreit [73].

YpoBeHb yoenutebHOCTH pekomenaanuii C (ypoBeHb JOCTOBEPHOCTH J0OKa3aTeIbCTB — 4)

MporHo3

[IporHo3 s DAUMEHTOB NP OTCYTCTBUM martoreHetudecko Tepanuu ¢ HJC
HeOnmaronpuaTHeId. OJHAKO OTMEUYAIOTCS OCOOEHHOCTM TPH  OTHAEIbHBIX HO30JIOTHYECKUX
€IIMHULAX, B YACTHOCTH MalMEHTHI ¢ O0ne3HbI0 becra, 4acTo MMEIOT BBICOKHE ITOKA3aTEIN OCTPOTHI
3peHHs] WM TMOYTH HOpMalbHOE 3pPEHHE B TeUeHHWE MHOrux naecartuietwil. Hampotus, 60se3Hb
[taprapara yacto MpUBOIUT K CIA0OBHUACHUIO C ocTpoTol 3penus 0,1 u HuxKe.

KomMmenTapun: HekoTopble nccinenoBanus NpeAnoiaratT, 4YTO CKOPOCTh IPOrPECCUPOBAHHS,
BO3pacCT Hauaja M BO3MOXKHas MOTEPs 3PEHMsI CBSI3aHbI ¢ TUIIOM HacienoBaHus IIP. AyrocoMHo-
noMuHaHTHBIN [IP nMeer mydmmii nmporHo3: y OosbIIMHCTBA NalueHToB Miaame 30 jeT ocTpoTa
3penus coctasiser 0,6 wm Beie. X-cuerienHas popma — Haubosee Tsokenast GopMa ¢ 3aMETHBIM
CHM)KEHMEM OCTPOThI LIEHTpajdbHOro 3peHus a0 0,1 mam mMeHee K MATOMY JIECATUIIETHIO JKU3HU.
AyTOCOMHO-PELIECCUBHBIE U CIOpaJWYECKUEe CIIydyad MPOMEXKYTOUHBIE MO CTENeHU TsukecTH |84,

85].
6. OpraHmsaumsa okasaHusi Me QULIMHCKOM NMOMOLLU

[lepBuuHas crnenuaaM3upoBaHHAs MEIUKO-CAHMTApHAs IIOMOIINb OKAa3bIBACTCS BPAuOM-
o TaJILMOJIOTOM B MMOJMKIMHUYECKOM OTICICHHM MEIUIIMHCKONW opraHu3anuu. [IpoBeneHue
nedeHus  (JIa3€pHOr0  BMEIIATENBbCTBA, MPEMATCTBYIOMIETO  HOBOOOPAa30BaHUIO  COCYJIOB,
MCOAWNKAMCHTO3HOI'O KOHCEPBATHUBHOI'O WM q)HSHOTepaHCBTI/I‘ICCKOFO J'IG‘-ICHI/ISI) IMPOBOAUTCA
BpaLIOM-O(l)TaJ'II)MOJ'IOFOM B aM6yJ1aTopme YCIIOBUAX UJIKM B YCIIOBUAX THCBHOI'O CTallMOHApa, UK B
YCIIOBUSIX KPYTJIOCYTOYHOT'O CTAallOHAPA.

[Tokazanue [JisI TJIAHOBOM TOCHUTAIM3AIMM B MEIUIIMHCKYIO OpPraHu3aluio: Ja3epHOro
JICUCHU S I/I/I/IHI/I MCAUKAMCHTO3HOI'O JICUCHHUC I/I/I/IJII/I (I)I/I?»I/IOTepaHeBTI/I‘leCKOFO JICUCHHUA IIPpH
HCBO3MOXXHOCTHU ITPOBCACHUS JICUCHUS B aM6YHaTOpHBIX yC10BUAX.

IToxa3zanue 151 HEOTIOKHOM MOCIUTAIN3ANY B MEAUIIMHCKYIO OPraHU3alMI0: — pa3pblB WU
oTcliolika cetuaTku Beneacreue HJC.

[Toka3aHue K BBIITUCKE IIalueHTa U3 MGZ[PIIII/IHCKOIZ OpraHuv3alnuu:
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1) 3aBepiIeHKE JIEUEHUS UM OJHOI'O U3 TAOB OKa3aHMsl CHEUAIM3UPOBAHHOM, B TOM YHCIIe
BBICOKOTEXHOJIOTMYHOW, MEIULIMHCKOW TOMOIIM, B YCIOBHUAX KPYTJIOCYTOYHOI'O WJIM JTHEBHOI'O
CTallioHapa TpPH YCIOBUU OTCYTCTBUS OCJOXKHEHUW JICUCHHs, TPEOYIOUIMX MEIUKaMEHTO3HOU
KOPPEKIUU U/UITH MEAUITTHCKAX BMEIIATEIHCTB B CTAIIMOHAPHBIX YCIIOBUSX;

2) OTKa3 manueHTa UM ero 3aKOHHOT0 IPEICTaBUTEINS OT CHEUUATU3UPOBAHHOM, B TOM YUCIIE
BBICOKOTEXHOJIOTUYHOW, MENMIMHCKOM IOMOIIA B YCJIOBHSX KPYTJIOCYTOYHOIO WJIM JIHEBHOIO
CTalMOHApa;

3) HeoOXOAMMOCTh TIEPEBO/IA MAIIMEHTA B IPYTYIO0 METUITMHCKYIO OpraHU3AIHIo.

7. OononHutenbHaa WHdopmauma (B TOM uyucne ¢akTopbl, BnusaWwMUe Ha
ncxop 3aboneBaHUs UMM COCTOAHUA)

B nenom, mpu otcyrctBumM mnaroreHermdeckoi Ttepanuu HJIC, ucxom st 3peHus —
HeOJ1aronpUsTHBIN.

dakropami, BIUAIOIMMH Ha UCXO 3a00JI€BaHUs, SBIAIOTCSA:

- [To3puss nuarnocrtuka H/IC B kimmHMYecKol npakTHKe Bpada-opTaabMosIora

- He nonHoe ¢yHKIIMOHAIBHO-UHCTPYMEHTAJIbHOE 00CIEeI0BaHUE MALMEHTa C IOJ03PEHUEM
Ha HJIC, Bxmouas o6s3atensHoe npoeaenne OKT, AD, DDU u apyrux BHICOKOTEXHOJIOTMUHBIX
METO/I10B;

- OtcyTcTBHE MEIUKO-TEHETMYECKOrO KOHCYJBTHUPOBAaHMsS IAllMEHTA M CEMBH C
YCTAHOBJIEHUEM KIIMHUKO-TE€HETHYECKOI0 AUarHo3a;

- OTtcyTcTBHE 0053aTEIBHOI0 MOJIEKYJISPHO-TEHETUYECKOr0 O00CIeAOBaHUs TMalKeHTa U
HaIpaBJICHUS HAa TEHETUUYECKYIO IUarHOCTUKY;

- OtrcyTcTBHE MEXAMCLHUIUIMHAPHOIO B3aUMOIEUCTBUSA — KOOPAWMHALIMM YCHJIMHA Bpadei-
0(TaabMOJIOTOB U Bpauel-reHETUKOB Ha PErMOHaJIbHOM M (efepaibHOM YpPOBHSX, B pabore ¢
marueaTamu ¢ H/[C.

Kputepum oueHkn KayecTtBa MegULMHCKOW NOMOLLMU

N Kpurepun kauectsa Ouenka
BBINOJTHECHHS

1. Bomonnen  mpuem  (ocMOTp,  KOHCynbTalusi)  Bpada-odramemornora | Jla/Her
TIEPBUYHBIN

2. | BpimosHeHa BU3OMETPHS Ha/Het

3. BoinosHeHa OMOMUKPOCKONHMS ri1a3a Ha/Her

4, BrimontHeHa OMOMUKPOCKONUS TJIa3HOTO JHA W/miau odrambMockonus B|Jla/Her
YCIIOBUSAX MUJpHA3a

5. BrimonHeHa KOMOBIOTEpHAS IEPUMETPUS Ha/Her

6. |BrimonHeHo HampaBieHHe Ha MpHeM (OCMOTpP, KOHCYNIbTaluio Bpaua-|/la/Her
TeHEeTHKA
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[Ipunoxenune Al

CocTtaB paboyen rpynnbl No pa3paboTke U NepecMoTpy KIIMHUYECKNX
pekomeHpaummn

1. Karapruna JlroqmMuna AHAaTONBEBHA — PYKOBOAMTENb IPYIIIbI, TJIAaBHBIM BHELITATHBIN
CIeHUauCT JeTckuil odrampmonor MuHucTepcTBa 3ApaBooxpanenus PO, 3amecTuTens 1upeKkTopa
no Hay4yHoi pabore ®I'BY "HanmoHanbHBIM METUIIMHCKUN MCCIENOBATEIBCKUN I[EHTP TJIA3HBIX
6onesneit um I'enpMmronsua” MunsgpaBa PO npodeccop, n.M.H., MockBa; wieH npe3uauyma
Obmmepoccuiickoil  0o0IIeCTBEHHOM opraHu3auuu "Accouuanus Bpadeii-odTanbMosioroB”, ujieH
npesuauyma OOmectBa odTanbmMonoroB Poccuu, TaBHBIA BHEMITATHBIM CHEIUATUCT JETCKUI
opranmemonor M3 P®, npeacenarens npoduiIbHON KOMUCCHH IO 1eTCKOM odransmonoruu M3 PO,
3aMecTUTeNb TMpeacenaTens npoduisHoi Komuccuu o odrampmonoruu M3 PD, 3acmykeHHBIH
Bpau P®, 3acnyxeHHbIN qesaTens HayKu, MOCKBa;

2. Kyues Cepreit IBaHOBUY — JOKTOp MEAUIIMHCKUX HAyK, YJEH-KOpPpeCOoHIeHT Poccuiickoi
akanemun Hayk (PAH), mupekrop ®enepanbHOro rocyJapCTBEHHOrO OFOKETHOTO HAYYHOTO
yupexaeHus "Menuko-reHeTuueckuii HaydHbli neHTp umenu akajgemuka H.IT. boukosa" (PI'BHY
"MI'HLL"), rnaBHBIM BHEMITATHBIN CHEIUAIMCT MO MEIUIIMHCKOW reHeTuke Mwunznpasa Poccum,
npencenaresb Npo(UIbLHOH KOMHCCHM 10 MEIHWIIMHCKOM reHeTMke Mun3apaBa Poccuw,
npencenarens Dtudeckoro Komurera Munsapasa Poccun, npe3uieHT Accouuanuy MEIUIUHCKU X
renetukoB Poccuu, Mockaa.

3. Kappime Burtamuii BukTopoBHY — KaHIMIAT MEAMIIMHCKMX HayK, CTApIUIUN Hay4dHBIN
COTPYAHMK  J1TaOOpaTOpUM  TEHETHYEeCKOW  AMNHAEMHONIOTHH,  3aBeAyloumuil  Kadeapoii
o(ranbMOreHEeTHKU WNuctutyTa Bu/lIIO, Bpau-reHeTHK-0(TaaIbMOII0r BBICILIEN
KBIM(UKALIMOHHON KaTeropun @PenepanbHOro TroCyJapcTBEHHOTO OIOJKETHOIO HAaydHOr O
yupexaeHus "Meauko-reHeTuuecKuil HayuHbli 1eHTp uMeHu akagemuka H.I1. boukosa" (PI'BHY
"MI'HII"), xypaTop 1O HAclIeACTBEHHbIM TJa3HbIM Ooje3HsM P®. unen OOmepoccuiickoit
OOIIECTBEHHON opranm3anuu "Accomuaius Bpadel-opTaibMoOJIOroB", wWieH Accoluanuu
MEIULIUHCKUX reHeTukoB Poccum, uien "Poccuiickoro o6miecTBa MEAUIIMHCKUX T€HETHKOB", UJeH
EBporneiickoro obmiectsa perunonoroB (Euretina), Mocksa.

4. 3unuenko Pena AOynbda3zoBHa — JOKTOp MEAMLMHCKHX HayK, Ipodeccop, 3aMECTUTENb
JUpEeKTOpa 10 Hay4YHO-KJIMHUYECKOH paloTe, 3aBenyroluil JlabopaTopueil TreHeTHuecKoi
snuaeMuosioruu desepabHOr0 rocyJapCTBEHHOr0 OI0JKETHOI0 HAyYHOro yupexaeHus "Meauko-
FeHEeTUYeCKUH HaydHbld LeHTp uMmeHu akajgemuka H.II. Boukoa" (®I'BHY "MIHI[") unen
Poccuiickoro o0iiecTBa MEIUIMHCKUX T'€HETUKOB, WIEH ACCOLMAINUA METUIIMHCKUX T'€HETHKOB,
3aCy>KE€HHBIN JesaTeNnb Hayku, MocCKBa.

5. 3onbHukoBa VMHHa BrmagumupoBHa — JOKTOP MEAMIIMHCKHAX HAyK, CTaplIMid HAay4YHBIA
COTPYAHMK oOTAena KiauHuuyeckod ¢usnonorun 3penuss uM. C.B. KpakoBa PenepanbHOro
rOCYAapCTBEHHOT'0 OIOKETHOTO yupexacHus "HarnoHanbHBIA MEIUIIMHCKUI UCCIIEI0BATEIbCKHII
IEHTp Tria3HbIX Oosie3Held mMmeHu ['empmronbia" MuHHCTEPCTBA 3lpaBooXpaHeHHs Poccuiickoii
Oenepannu (PI'BY "HMUI[ I'b um. 'enmpmronsia" MunzapaBa Poccun), mpodeccop kadenpsr
opranmpmorenetTnkn  Wucturyra Bu/l[I0 ®IBHY "MI'HI", wuynen OO6mepoccuiickoi
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00IIEeCTBEHHOM opraHu3anuu "Accoruanus Bpaueii-opranbmoiioros”, Mocksa

6. Koronesa Jlrogmuna BHUKTOpOBHAa — JIOKTOp MEIMIMHCKHX HAayK, 3aBEIyrOLIas JAETCKUM
KOHCYJIbTATUBHO-TIOJNUKJIMHNYeCKUM otaeneHuemM @I'BY "HMUI[ I'b um. I'easmrossna”
MunznpaBa Poccun, rinaBHBIN BHEMITATHBIA NeTCKui odTaiasmoinor LlenTpanbHoro ¢gemepaabHOToO
okpyra P®, unen OOmepoccuiickoii 0O0IEeCTBEHHONW opraHu3anuu "Accoruainus Bpayei -
odranemooros", Mockga.

7. Wlepemer Hatanust JleoHnaoBHa — AOKTOp MEAMIIMHCKUX Hayk, skcrnept PAH, riaBHbIi
Hay4HbId coTpynHUK DemepanbHOr0 TOCYIapCTBEHHOTO OFOKETHOTO HAYYHOTO YUPESKICHUS
"HayuHo-uccnenoBaTenbCKUii HHCTUTYT Tia3Hbix 6onesneit" (PI'BHY "HUUI'B"), Mocksa;

8. IlozneeBa Hanexna AmnekcaHIpoBHAa — JOKTOP MEIMIIMHCKUX HAyK, JOLIEHT, AUPEKTOP
Yebokcapckoro ¢ummana, ®I'AY "HMMUL] "MHTK "Mukpoxupyprus riaza" um. axan. C.H.
®enoposa" Munzapasa Poccun, unen "OOmectBa Odransmonoros Poccun", Yebokcapsl

9. CaiigameBa OnpBupa MpekoBHA — JOKTOp MEAMIMHCKUX HayK, Hpodeccop Kadenpsl
opranpmonorun CeBepo-3amaiHOr0 rocyAapCTBEHHOI0 MEIUIIMHCKOro yHuBepcutera um. M.H.
MeunnkoBa MunsnpaBa P®, rnmaBubiii nerckuii opragpmonor M3 PO B Ceepo-3amamgnom DO,
yieH OOmepoccuiickoll oO0IIecTBeHHON opranu3anuu "Accouuamnus Bpaudeid -opTaibMoJoros",
Cankr-IlerepOypr;

10. Bbpxeckuit Bnamumup BceBonmomoBuu — JOKTOp MEIMIMHCKUX HayK, mpodeccop,
3aBepytommii kadeapoit opraasmonorun PI'bOY BO CIIGITIMY, Canxkr-Ilerepoypr;

11. KonukoBa Oubra AmnekcaHApOBHA, KaHIUAAT MEAMLIMHCKMX HayK, IOLEHT Kadeapsl
opranmemonorun ®I'BOY BO CIIGITIMY, Cankr-IlerepOypr;

12. lenucoBa Exatepuna BanepbeBHa — KaHIUJIAT MEIUIIMHCKUX HayK, CTapIIUM HAay4dHBIN
COTPYOHUK oOTaena mnarosorun 1ia3 y jgered @OI'BY "HanuonanbHblii  MEIUIIMHCKHI
UCCIIEZIOBATENLCKUM LEHTp TIya3HbIXx Oone3neir uMm ['enbmrombia" MunsgpaBa PO unen
Ob1epoccuiickoii od1ecTBeHHON opranu3anuu "Accouuanus Bpayeii -opraipmonoros”, Mockaa.

13. Pa6buna Mapuna BrnagumupoBHa — KaHAMJAT MEAMIMHCKUX HAayK, CTapIIMi Hay4HbII
COTPYIHUK oraeia HaTOJOTUH CeTYaTKH dIBY "HanmoHnanbHbBIN MEIUIUHCKUHN
HCCIIEIOBATEIIbCKUM IIEHTp TJa3HeIX OosiesHedr wum [empmroseia" Mwuna3npaBa PO unen
Obmepoccuiickoii 001ecTBEHHON opranu3anuu "Accouuaius Bpauei -opraapmonoros”, Mocksa

14. ®ecton Anatonuii JMUTpUeBUY, TOKTOP MEIMIIMHCKUX Hayk, H.0 aupektopa PI'BY
"HanmnoHanpHBIA ~MENMUIIMHCKUN  HAyYHBIH  HMCCIENOBATEILCKUH  IICHTp peadWIuTallud |
Kypoprosorun" Munsnpasa P®, [Ipe3nieHT HalMOHAIbHOM aCCOLMALMU SKCIEPTOB 110 CAHATOPHO -
KypOpPTHOMY JleueHHnI0, MOCKBa

15. KOpoBa Oumpra BajeHTHHOBHa, JOKTOP MEAWUIMHCKHX Hayk, mpodeccop DPI'BY
"HaunoHanpHBIA MEIUIMHCKUN HAyYHBIH  HMCCIENOBATENBLCKHM IIEHTp peadWIuMTauuu U
Kypoprosiorun" Mun3apaBa P®, HauuonanbHass acconuanus 53KCIEPTOB IO CAHATOPHO-
KypOpPTHOMY JieueHH0, MockBa

16. Hukutun Muxaun BrnagumupoBuy, JOKTOpP MEAMLMHCKUX HaykK, mpodeccop, TiaBHBIH
BHEIITaTHBIM cnennanuct Mun3apaBa Poccun mo caHaTOpPHO-KYpOPTHOMY JIEYEHHIO, JUPEKTOP
CaHATOPHO-KypOpTHOro  Komiuiekca  "Byman"  wayuyHo-kimHMYeckoro  ¢uimmama OIBY
"HannoHanpHBIA ~MEIWIMHCKUN HAyYHBIH  HMCCIENOBATENbCKUW LEHTP peaOuauTaluud |
Kypoprosiorun" MunzapaBa P®, HauuonanpHass acconuanus 53KCIEPTOB IO CAHATOPHO-
KypOpTHOMY JeueHuro, MockBa

KoH}pIUKT HHTEpPEeCOB OTCYTCTBYET.
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[Ipunoxenue A2
MeTopgonorusa pa3paboTku KNIMHMYECKUX peKoMeHaauumn

MeTo/1bl, HCIIOJIb30BaHHBIC JIJIsI COOpa/CENIeKIIMK JTI0KA3aTeIbCTB: MIOMCK B AJICKTPOHHBIX 0a3ax
JAaHHBIX;, aHAJTU3 COBPEMEHHBIX HAYUYHBIX pPa3paboTOK Mo mpobieMe Timaykombl B Poccuu u 3a
pyOexoM, 00001IeHre TPAKTUIECKOT0 OBITa POCCUICKUX M MHOCTPAHHBIX KOJIJIET.

Hacrosimue  pexkoMeHAanmud B TPEIBAPUTEIBHONW BEpCHH  OBUTM  pEIEH3MPOBAHEI
HE3aBUCHMBIMU  DKCIIEPTaMH, KOTOPbIE MPOKOMMEHTHPOBAIM JOCTYITHOCTh WHTEPIPETAIHH
JI0Ka3aTeNbCTB, JISKAIINX B OCHOBE PEKOMEHIAINH, /I TPAaKTUIECKUX Bpadyel 1 MaIlMeHTOB.

KomMeHTapuu, mogydeHHBIE OT KCIEPTOB, TIIATEIFHO CHCTEMAaTH3HPOBAHBI U OOCYKIIEHBI
mpeacenareneM W wieHamMu pabodedd rpynmbl.  Kaxkaplii myHKT OOCYXIE€H W BHECEHBI
COOTBETCTBYIOLIME U3MEHEHUSAM PEKOMEH AN,

B 1aHHBIX KIMHUYECKHX pPEKOMEHJALMSIX BCE CBEACHHUS PAHXHUPOBAHBI IO YPOBHIO
JIOCTOBEPHOCTH ([I0KA3aTEIbHOCTH) B 3aBUCHMOCTH OT KOJIMYECTBA M KayecTBa UCCIEJOBAHMM IO
JAaHHOM mpoOdJiemMe.

LleneBast aymuTOpUs JAHHBIX KIMHAYECKUX PEKOMEH AU

1. Bpaun-ogransmonoru

2. Bpaun-reHeTuku

3. Bpaun-nenuatpsl

4. CrynenTtsl MequiuHCKUX BY30B, opauHaTOpHI U aciipaHThI.

Tabnuma 2. Illkana oneHkw ypoBHEH JocToBepHOCTH aokaszatenbcTB (Y M) mns mMeronoB

JMArHOCTUKH (IMAarHOCTUYECKUX BMEIIATENHCTB)
Y Pacnmdposka

1 CucreMaTHueckre 0030pbl MCCICAOBAHUN C KOHTPOJEM PEPEPEHCHBIM METOIAOM HJIN
CHUCTEMATHYECKU 0030p PpaHIOMHU3UPOBAHHBIX KIMHUYECKUX HCCICAOBAHUN C
MPUMEHEHUEM MeTaaHasn3a
2 OTnenbHBIE HWCCIEAOBaHUS C KOHTPOJIEM pe(epeHCHBIM METOJAOM WM OTACIIbHBIC
paHIOMHU3UPOBAHHBIC KIWHUYECKUE WCCICAOBAHUS W CHCTEMAaTHYECKHE O0030pbI
WCCIICIOBAaHUM JIFOOOT0 AU3aliHa, 32 HCKIFOYEHUEM PaHIOMU3HPOBAHHBIX KIMHUYECKHUX
MCCIIeIOBAaHUM, C TPUMEHEHUEM MeTaaHaIn3a
3 HccnenoBanust 0e€3 TOCIEAOBATEIBHOIO KOHTPOJII PEePEPEHCHBIM METOJIOM  HIIN
UCCIIEIOBAaHUS C pePepeHCHbIM METOJO0M, HE€ SBISIIOIIUMCS HE3aBHUCUMBIM OT
HCCJIElyeMOr0 METO/la MJIM HEPaHJIOMU3HPOBAHHBIE CPABHUTEIbHBIC HCCIIEIOBAHUS, B
TOM YHCJIE KOTOPTHBIE UCCIIETOBAHUS
4 HecpaBHutensHbIe HCCIIEIOBaHMS, O CAHNE KIIMHUYECKOTO CyJas
5 Nmeercs nus 000CHOBaHUE MEXaHU3MA JCHCTBUS UM MHEHUE YKCIIEPTOB

Tabmuma 3. Illkana omenku ypoBHEW nocTtoBepHOCcTH AokazatensctB (Y /) mist meromos
NpoQHIAKTUKY, JIEYeHHUSI U peadmmuranuu (MpopUIaKTUYECKUX, JeYeOHBIX, PeadMIMTaIlMOHHbBIX
BMEIIATEIHCTB)

Y Pacnmdposka

1 Cucrematnueckui 0030p PKU ¢ npumenenneM MeraaHaiusa

2 Otnensabie PKU u cucrematudeckue 0030pbI MCCIENOBAaHUN JIOOOTO aM3aiiHa, 3a
uckmoyeHueM PKH, ¢ npuMeHeHnemM MeTaaHanmn3a

3 HepannomusupoBaHHblE  CpaBHHUTENbHBIE  HCCIEIOBaHUSA, B T.4. KOTOPTHBIE
UCCIIEZIOBaHHUS

4 HecpaBHuTenbHble HCCIEIOBaHUS, OMNHMCAHHWE KIMHUYECKOrO Ciydas WM Cepuu
CIIy4aeB, UCCJIEI0OBAHUs " ClIy4ali-KOHTPOJIb"
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5 Nwmeercs nuib 000CHOBaHHE MEXaHH3Ma JIEHCTBUS BMEHIATENbCTBA (IJOKIMHUYECKUE
MCCJIe/IOBAHNUS) UM MHEHHUE SKCIIEPTOB

Tabnuma 4. Illkana oneHku ypoBHeW yOemutenbHOCTH pekoMmenmanuii (YVYP) mis meTomnos
MpOo(UIAKTUKY, TUATHOCTUKY, JIEdeHUS U peadbmmuTtanuu (MpouIakTHIeCKUX, JUarHOCTUIECKHX,
JieueOHBIX, peaOMINTAIIMOHHBIX BMENIATEIbCTB)

YVP Pactmdposka

A CunpHasi pekoMeHaaIus (Bce paccMaTpuBaeMble KpUTepuu dPQPEKTUBHOCTH (MCXOIBI)
SIBJISIFOTCS. BQXXHBIMHM, BCE HCCJIEIOBAaHUS MMEIOT BBICOKOE HWJIM YIOBJIETBOPUTEIHHOE
METOAO0JIOTHYECKOE KadecTBO, MX BBIBOABI MO HHTEPECYIOLIMM HCXOJaM SBJISIFOTCS
COT'JIaCOBAaHHBIMHU)

B VYcnoBHas pekoMeHaanus (He Bce paccMaTpuBaeMble KpUTepuu d(P¢eKTUBHOCTU
(ucxompl) SABJSIFOTCS BaXHBIMH, HE BCE HCCIEAOBAaHUS WMEIOT BBICOKOC HIIH
yIOBJETBOPUTEIHLHOE  METOJNOJIOTUYECKOe KAaueCTBO W/WIM  UX  BBIBOABI IO
WHTEPECYIOIIMM UCXO0/IaM HE SBJISIIOTCS COTJIACOBAHHBIMU)

C Cnabass pexomenganus (OTCYTCTBHE JJOKAa3aTeNbCTB HAJJIEKAIIEr0 KadecTBa (Bce
paccMaTpuBaeMble KpUTEpUU 3PPEKTUBHOCTU (MCXOJbl) SBISIOTCS HEBAXKHBIMH, BCE
UCCIIEZIOBAHUS HMEIOT HHU3KOE€ METOJ0JIOIMYECKOe KayeCcTBO U HUX BBIBOABI IO
MHTEPECYIOIINM UCXO/1aM He SIBJISIIOTCS] COrIaCOBAaHHBIMU)

Hopﬂp,ox OOHOBNEHUs KITMHUYECKNX peKOMeHAaU,VIﬁ

MexaHusM  OOHOBIIEHUS ~ KIMHUYECKMX  pPEKOMEHJAlMid  T[peaycMaTpuBaeT  UX
CHUCTEMAaTHYECKYI0 aKTyaJIM3allMi0 — HE peXe YeM OJMH pa3 B TPU roja, a TaKXKe MpPHU MOSBICHUU
HOBBIX JaHHBIX C TMO3ULHU JOKa3aTENbHOM MEAMIMHBI 110 BOIPOCAM JIHMArHOCTUKH, JIEUEHMS,
NpoQMIAKTAKA ¥  peadWIMTallMd  KOHKPETHBIX 3a00JieBaHU, HAJIMUYUU OOOCHOBAHHBIX
JIOTIOJIHEHU/3aMevuannii k paHee yTBepkaeHHbIM KP, Ho He daie 1 pa3a B 6 mecsiiies.

[Ipunoxenue A3

CnpaBquble MaTepuanbl, BKno4Yasa cooTBeTCTBUE nokKasaHuu K npuMeHeHUuIo un
ﬂpOTMBOHOKa3aHVII7I, cnoco6oB npuMeHeHnsa n 403 rieKapCTBeHHbIX npenapaTtos,
MHCTPYKUMUN NO NPUMEeHEeHUIO NNIeKapCTBeHHOro npenaparta

JlaHHbIE KJIMHUYECKUE PEKOMEHAAINH pa3pad0TaHbl C YUETOM CIENYIOMUX JOKYMEHTOB:

1. "I[lopsaka oxa3aHUs MEIUIMHCKOW IOMOIIM AETSIM Npu 3a00JIeBaHUSAX IJlaza, €ro
MPHUIATOYHOIO araparta u opouThl", yrBepkaeHHoro npukazom M3 PO N 442H ot 25.10.2012.

2. MexxnyHaponHas knaccudukanus 0one3Hei, TpaBM U COCTOSHUMN, BIMSIONIMX Ha 3/J0POBbE,
10-ro nepecmotpa (MKb-10) (BcemupHnast opranusanus 3npaBooxpanenus) 1994,

3. Homenknarypa MeauuuHCKux ycayr (MHHHCTEPCTBO 3paBOOXpaHEHHUS M COLMUAILHOTO
passutus Poccuiickoit @enepanun) 2011.

4. ®enepanbHblil 3aKoH "OO OCHOBax OXpaHbl 37J0pOBbs I'paxaaH B Poccuiickoit @enepanun"
or 21.11.2011 N 323-03.

5. IIpuka3 MunucrepcrBa 3apaBooxpaneHus: Poccuiickoii @eneparuu ot 28 ceHTs10ps 2020 .
N 10291 "OO yTBepKXIECHHUM TNEpeYyHEH MEIUIMHCKUX TOKAa3aHWH W IMPOTUBOIOKA3aHUM IS
CaHATOPHO-KYPOPTHOTO JIEUEHUS

CTtpanuvua 27 n3 29
YnydweHHas Bépcrtka: [letckasa yponorusa B Omcke http://disuria.ru


http://disuria.ru/

KnuHnyeckne pekomengaumm — HacnegcteeHHble Anuctpodum cetyaTim — 2024-2025-2026 (18.10.2024) — YTBEp)AeHsl MnH3gpasom
Po®

[Tpunoxenue b

AnroputmMmbl AencTBMK Bpaya

ITaHeHT ¢
MIOJ03PeHHEM
Ha HIIC

v

JIHarHOCTHKA

v

ITpogorxerne
Ja Aarsos Her JHATHOCTHYECKOTO
- TIOATBEPEICH? — TIOHCKA B PAMKAX
JPVTHX BO3MOMHEIX
3a00meBaHHH
v
Meamxo-
TE€HETHYeCKOE
KOHCV/IETHPOBaHHE
€ MOIEKYIIpHOH
BepHQHKaIHeH
IOHATHO3a

l

Het JucnancepHoe
—® | naOmogeHHe

Ects nogazanna na
reH0SaMeCcTHTENbHOH

Tepanun’?

I'eHO3aMeCTHTEIBEHAT
Teparnusa
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[Ipunoxenue B
UHdopmauusa ana nauueHTa

HJC xapakTepu3yroTcsi IpOrpecCUpyIOIMM CHUKEHUEM 3peHus. B MiajgeHueckom Bo3pacTe
IpU OTCYTCTBUM (PUKCALlMM B30pa M 3PAyKOBBIX DEAKIMi, HAJMYUU HUCTarMa, a TaKXKe MpH
OTATOLLICHHOM CEeMEMHOM aHaMHe3€ HeoOXOTUMO OOpaTUTHCS K O(QTaIbMOJIOTY IS MCKIIIOYEHUS
BpOXKJIEHHOTO amaBpo3a Jlebepa. B Goisiee crtapmiem Bo3pacTe MOSBICHHE Kajlo0 Ha CHIDKCHHE
3peHus], YXYAIIEHUE 3peHHs] B CyMepKaX U TEMHOTE, HapyIIEHWU I[BETOONIYIICHUS, HapyUICHUH
moJjie 3peHusi, UCKaXeHHWe IMpenMeToB, "HCKp', HeoOXomumo oOciemoBaHUE OQTaIbMOJIOra C
uensto uckimouenuss HJC. lna Bepuduxanum nuarHoza HJAC u yTOUHEHHS TaKTUKU BEACHMUS
HE00XOIMMO MTPOMTH MOJIEKYJISIPHO-TEHETHIECKOe 00CIeJOBaHUE.

[Tocne reno3zaMecTUTENILHON Tepanuu HEOOXOIUMO CTPOro co0II01aTh CPOKH JUHAMUYECKOTO
HaOJII0/IeHHsI U BBIIOJIHATH HA3HAYEHHOE JICYEHUE.

IIpunoxenue I'l-I'N

LUkanbl oueHKu, BOMPOCHUKN N gpyrme oueHo4YHbleé MHCTPYMEHTbl COCTOAHUA
nauueHTa, npnBeaeHHble B KITIMHUYEeCKUX peKoMeHaauunAax

Hogsle, n3nanneie B 2020-2025 rr. u opunnansHo yTBepxkAEHHBIE MuH31paBom PO,
KIIMHUYECKHE PEKOMEHIAIH (PYKOBOACTBA, IPOTOKOJIBI JICUCHHUS) — HA HAIlIEM CaiTe.
HNuTepHer-ceplika:
http://disuria.ru/load/zakonodatelstvo/klinicheskie rekomendacii_protokoly lechenija/54.

Ecnu rae-To keM-To JaHHBIM JOKYMEHT OBLI paHee pacnedaraH, qaHHoe n3oopakenue QR-kona
MTOMOXET BaM OBICTPO MEPEUTH IO CChUIKE ¢ OyMaKHOW KOITUM — B HEM HaXOAMTCS 3Ta CChLIKA.
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