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Cnucok cokpameHui

MKB 10 — mexayHapoanas kiaaccupukamnus 6osie3neit 10-ro nepecmorpa

H3C- HacaeacrBeHHble 3200/1eBaHUs CETYATKH
HC- HacieacrBeHHbIe TUCTPOPUH CETYATKH
IIP-nurMeHTHBIA PETUHUT

BII- boJae3ns lITaprapara

bb - boae3ns becra

BAJI- Bpo:xxknennbiii amaBpo3 Jledepa

K/I- kon0oukoBas nucrpodus
KII/I-x01004K0B0O-11a/104K0BAasi JUCTPOpusi
CA-Cunapom Aumepa/Yuepa

IPI' — 3jiekTpopeTMHOrpaMMa

J0TI'- 31ekTpooKyJorpaMmma

OKT - onTnyeckasi KorepeHTHasi Tomorpagus
DAI - QpurroopecueHTHast aHrHorpapust

JI3H —nuck 3puTe/IbHOTO HepBa

KMO — KucToBHAHBIH MaKYJISIPHBIH 0TEK
XHB-xopuonaajibHas HEOBACKYIAPHU3aL U
IIDC — nMrMeHTHBIN 3NMUTEINH CeTYATKH

AJl ayTOCOMHO-1OMUHAHTHBIH

AP- ayTOCOMHO-penecCuBHbIM

X-cII. - X-cuenJeHHbI THII HacJ1eJ0BaHus

MKO3 — makcnMaJIbHO KOPPUTHPOBAHHAS OCTPOTA 3peHUs!

TepmuHbl M onpeeeHust

HacnencrBennsnie qucrpodun ceruartku (HIAC) — 1o obmmpHas rpynma GeHOTUIHUIESCKH U

TEHETUYECKH TETEPOTeHHBIX 3a00JE€BaHUN CETYATKH, MUMEIONINX IMPOTPECCUPYIONIEE TEUCHHUE,

NPUBOAAIINE K HAPYIICHHUIO 3pUTENbHBIX (PYHKIIUI, BIUIOTH O CJIEMOTHI.
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IMurmenTHbiii  peruHur (IIP) — KIMHMYECKM ©W TE€HETHMYECKU TETEPOTreHHash TpyIna
HACJICJICTBEHHBIX 3a00JIEBaHUN CETYATKH, XapaKTePU3yIIUXCs Tud y3HON TPOrpeccCupyromiei
JereHepalyeld  MPEeUMYIIECTBEHHO  MAJIOYKOBBIX  (DOTOpEenenTopoB ¢ MOCIEAyIOIIeH
JereHepanuei KojaboukoBbIX GOTOPEenTOPOB U MUTMEHTHOTO snutenus ceryatku (I19C).
IOBeHwiIbHasi MaKyJIApHAs IMCTPOdUs— rpyIna HacIeACTBEHHbBIX 3a00JI€BaHUN IEHTPATbHON
30HBI CETYATKH, MaHU(ecTupyomas B 1-2 gexaje Ku3Hu.

Boaesns Iraprapara (BLI) — mnaubonee pacnpocTpaHeHHas (opMa FOBEHHIBHBIX
MaKyJISPHBIX AUCTPOPHUIA, Yalle BCETO C ayTOCOMHO-PEIIECCUBHBIM THUIIOM HACJI€JOBAHHUSL.
BectpoduHonaTusi- rereporeHHas Tpymnna LHEHTPAIbHBIX TUCTPO(GUN CeTYaTKU, BbI3bIBacMast
M3MEHEHHUSMH B T'€HAX, OTHOCSIINXCA K Tpynme OecTpopuHOB, HanboJee pacpoCTpaHEHHBIM U3

KOTOpBIX siBisieTcst BESTI.

boaesns becra (Bb) - BuremmmdopmHas MakynspHas auctpodus, OTHOcsSmasici - K
OecTpoHUHOIIATUSM C ayTOCOMHO-JIOMUHAHTHBIM TUIIOM HACJIEJIOBaHUs, B JIETCKOM BO3pacTe ¢
MOSIBJICHUEM JKENTOr0 WM OpPaHXEBOTO BUTEUIM(DOPMHOrO oyara B MakyJIsipHOH oOIacTu.
3a0osieBaHNEe HMMEET CTaJUWHOE TEYEHHE, IPOTEKAIOUIee B TEUEHUE HECKOJIbKUX JIET ¢
IPOrPECCUPYIOUIMM  HApYUIEHUEM 3pUTENbHbIX (QYHKOUH. OTIMYUTENBbHBIM PU3HAKOM
3a00JeBaHMs SBISETCS 3aMETHO OTKJIOHSIONIAACA OT HOPMBI 3neKTpookyiorpamma (O0I7) Ha
BCEX CTaJUAX 3a00JIeBaHUS.

Bpo:xnennslii amaBpo3 Jledbepa (BAJI)— reHeTHYECKH T€TEPOTEHHAsI TPYIINA HACIEACTBEHHBIX
3a00JIeBaHUN CEeTYaTKH, MAHU(ECTUPYIOIIUE C POXKACHUS (YacTO) WIM B pPaHHEM JIETCKOM
BO3pacTe (PeiKo), ¢ MEPBHYHBIM BOBJEUEHHEM IaJOYKOBOIO ammapara CeTYaTKHU, KOTOpble
IPUBOJAT K 3HAYMTEIBLHON MOTEpE 3pEHUs B paHHEM Bo3pacTe. OTIMYUTENBbHBIMY NTPU3HAKAMU
NATOJIOTUU SIBJISIIOTCS  COYETaHME HHUCTarMa (Yalle - TIUIABaoIEro), BSUIOW WIM TOYTH
OTCYTCTBYIOIIEH 3pauKOBOM pPEaKIMH, CBETOOOS3HM, OKYJIO-TUTMTAIBHOrO (IJIa3-MajbleBOro)
cumnToma. BAJI, yuuThIBass JSTHONATOrEHE3, ABISETCA OJHOM W3 4YacThIX MPUYUH
MHBaJIMAN3alMK aeTel panHero Bo3pacta ¢ H/C.

KoaboukoBas aucrpopus (K) u koadouxkoBo-nanoukoBas aucrpopus (KIIA) — sto
reHeruuecku rereporeHHas rpynna HJIC, xapakrepusyromasics uckimountenbHo (KI) wmm

nepBuyHO (KIIJI) matonorunyeckum n3mMeHeHHeM KOJTOOUKOBBIX (hOTOPEIENTOPOB CETYATKH.

1.Kparkas undopmanns no 3a00/1eBaAHHI0 HJIH COCTOSIHUIO (TpyIe 3a00JieBaHUI WJIN
COCTOSIHM)



1.1 Onpeaeaenne 3a00j1€BaHUsSl WM _COCTOSIHUS (Tpynnbl__3a00JIeBAHUI WU

COCTOSITHUIA)

Hacnencreennsie auctpodun cerdarku (HAC) — 310 oOmmpHas rpynmna GpeHoTUITHnYecKH

U TeHETUYECKU IeTepOreHHBIX 3a00JIeBaHUN CETYATKH, UMEIOIIUX MPOrpeccupyoliee TeueHue,
MPUBOAAIINE K HAPYIICHUIO 3PUTEIBHBIX (YHKIHM, BIUIOTH A0 cienoThl. Jius HekoTopeix HIC
CBOMCTBEHHO MEIJIEHHOE NPOTrPECCUPOBAHUE C MO3JHUM HauyajaoM, TOrJAa Kak A APYrux -
OBICTpOE MPOTPECCUPOBAHME M PaHHEEe Hadaino (MiIaJeHuecTBO/panHuil nerckuii Bo3pact). HAC
MO>KHO Pa3/elIuTh Ha U30JIMPOBAHHBIC U CUHIPOMHBIE C BOBJICUEHUEM JPYTHMX CHCTEM OPraHOB.
Jannas rpymnma 3a0ojieBaHUN MOXKET HUMETh JII0OOH THN HAcleJAOBaHUA: ayTOCOMHO-
nomuHaHTHBIN (A/]), ayrocomHo-penieccuBHbil (AP) n X-creruiennsiii (X-CI1.), TUTCHHBIN.

1.2 DTH0JIOTHS M IaTOreHe3 3200/1eBAHUS MU COCTOSIHUSA (TPYNNbI 3200/1¢BAHUI WM

COCTOSTHMI)

bonee 260 renos ACCOOUHUPOBAHLI C PA3JIMUYHBIMU 3a00JI€BaHUSIMU CCTUATKHU, U3 KOTOPBIX

noxasssitonee uncio — ¢ HAC [1]. Hna HAC xapakTepHa reHeTuyeckas reTeporeHHOCTh U
KIMHUYEeCKHi momumopdu3m. Takum o0Opa3oM, MyTanmud B OJHOM T'€HE MOTYT BBI3BIBATh
paznuunbie Gopmbl HJIC, u B ToXke Bpemsi cxo/Hble (DeHOTHIIMYECKHE MPOSIBICHUS MOTYT OBITh
pe3ynbTaToOM MyTaluu pa3HbiX TeHoB. Ilatorenernueckue mexanusmbel HJIC ypesBbiyaitHO
MHOT000pPa3HbI U 3aBUCAT OT MOPAXKEHHOIO I'eHa (T€HOB) U TUIIA MYyTallUH.
Cormacio  MexayHnapoanoro kimaccudukaropy ©Oonesneit 10 mepecmorpa (MBK-10)
NPaKTUYECKON NesITeIbHOCTH Bpadyel-o(pTanbMOJIOroB BhIEIIOT cieaytomue ocHoBHble H/IC
[2-4]:

1. TlurmenTHslii petunur (I1P)

2. bonesns raprapara (bL)

3. Burennmudopmusie Makynoauctpodun (6ectpopuHonaruu, B T.4. 6one3ns becra (bb))

4. Bpoxaennslit amaBpo3 Jledepa(BAJI)

5. Konb6oukosas auctpodus (KJ) u konboukoso-nanoukonas auctpodust (KII/)
Jtunogorus u narorene3 [P
OrtuonoruueckuM  (akropom IIP, oTHOcAmMXCS K HW30JMPOBAHHBIM  HACIIEACTBEHHBIM
3a00JICBaHUSM, SIBISIOTCS HAJIWUYME IAaTOJOTHUSCKUX HYKJICOTHIHBIX TOCIE0BATEIbHOCTEH
(myTanuii) B ogHoM u3 6osee ueM 100 renos [5]. I'ensl, Be3biBatomue [1P, MoxkHO pa3aenuTs Ha
BJIMSIONIME HA KacKa (OTOTPaHCAYKIIUH, PETUHOUIHBIN IIUKII, CTPYKTYPY (hOTOpELenTopoB WiIn
JIpyryio Ouosorndeckyro (GyHKIHIO (OTOPEHENnTOPOB M MUTMEHTHOTO OSIMTENHS CETYaTKU

(IT3C) [6]. ITareHTHI C OAHUM U TEM K€ T€HHBIM e(HEKTOM MOTYT UMETh Pa3INYHYIO CTETICHb
6



TSOKECTH 3a00JIeBaHUs B OMpeesieHHOM Bo3pacte. HecMoTpst Ha AOCTHXKEHUSI B MOJIEKYJISPHO-
T€HETUYECKON MHATHOCTHKE CUMTAETCs, YTO O0KO0JI0 30% oTHOCATCSA K 3a00JIEBaHUAM HESICHOU
stuosioruut [7, 8]. [IUTMEHTHBIN PETUHUT MOXXET HUMETh AayTOCOMHO-PEIIECCUBHBIN (4acTo),
ayTOCOMHO-JIOMUHAHTHBIH (pexe), X-CIeTUICHHBIN (PEIKO) TUITBI HACIEeIOBAHUS.

Jtuosiorus u narorexne3 BIII

BIII - reHernyecku TeTepOreHHOE 3a00JeBaHHME, B OOJBIIMHCTBE CIy4yacB BBI3BIBAEMOE
MyTanusiMu B reHe ABCA4. 3aboneBaHrue MOXET MMETh ayTOCOMHO-PEIIECCUBHOE (4acTo) U
ayTOCOMHO-JIOMUHAaHTHOE HacienoBanue (peako). benmok ABCA4, koaupyeMblii OTHOUMEHHBIM
TE€HOM, OTHOCUTCS K OOJIbIIIOMY ceMelCTBY TpaHcMeMOpaHHbIX AT®d-CBI3bIBAIOIINX KACCETHBIX
NEPEHOCYMKOB W TIPEACTABISIET COO00M peTmHOcnennuduyecknii MeMOpaHHBIH OeoK, KOTOPBIH
IKCIIPECCUPYETCs B JHUCKaX HAPYKHBIX CETMEHTOB ITaJJOYKOBBIX M  KOJOOYKOBBIX
doropenentopoB. OTOT Oenok wucnonb3yer HHepruto AT® s nepeHoca N-peTHHUI-
docharunmnitanonamuHa(A2E), ydacTByIOUmlero B PEUUPKYIALUUA PETHHANS, HIPAIOIIETO
BaXHYIO poiib B 3puTenbHOM Lukie. Hakomenne A2E B [19C BbI3bIBaeT MOBPEXKIEHUE CAMOTO
[19C u BTOpHYHYyIO anbrepanuio u rudens Goropeunentopon [9]. [laTorennsie u3BMEHEHUs B TeHE
PROMI, sBasiorcss dTUoNOrnueckuM ¢akrtopom Ooneznu Illrtaprapara ¢ ayTocomHO-
JOMUHAHTHBIM TUIIOM HacienoBaHus. B Hacrosimiee Bpems mytauuu B reHe ELOVL4 cBSA3HBI C
Je0I0TOM ayTOCOMHO-IOMUHAHTHON IITaprapAT-nmogo0HoN nuctpoduu cerdyatku. OmumcaHo
6osee 900 paznuunbix myrtanuid B reHe ABCA4, BKJIIOYAIOIIUX MHCCEHC, HOHCEHC, MyTalluu
caiiTa craiicuHra, riiy0OKHe MHTPOHHBIE MYTAIlUH, AETEIUH CO CABUTOM PAMKHU CUMTHIBAHUS,
JUIS1 KOTOPBIX MOKa3aHa CBA3b C JereHepanusaMu ceryatku [10].

JTHOJI0THS U NaToreHe3 dectpopuHonaTuii

Myramun B reHe  BEST]  cBA3aHbl € yBEIMYEHMEM  YHCIA  YHACIEJOBAaHHBIX
O(pTaTbMOJIOTUYECKUX  3a00NIeBaHUM, KOTOpPhIE B COBOKYMHOCTH TIOJNYYWJIM Ha3BaHUE
«bectpodunonarumn» [11]. MU3BectHo 6omnee 200 mytanuii BEST1, KOTOpbIe BBI3BIBAIOT HE MEHEE
5 HJC, Bkmrouyas ButemmndopMHyr0 MakyiaspHyio nuctpoputo becta (BVMD), ayrocomuo-
perieccuBHyto Oectpodunomarnio (ARB), BuTenmdopMHYI0O MakyIsSIpHYI IUCTPOPHIO C
no3aauM HadaioM (AVMD) u ayToCOMHO-IOMHUHAHTHYIO BUTPEOPETHUHOXOPHOUIOMATHIO
(ADVIRC).

Bpo:xnennsblii amaBpo3 Jlebepa (BAJI)— reHeTHYECKH reTeporeHHas rpyIina HaclaeICTBEHHBIX
3a00JIeBaHUN CEeTYaTKH, MaHU(ECTUPYIOUIMX C POXKIACHHUS (4acTO) WJIM B pPaHHEM JIETCKOM
BO3pacte (peaKo), ¢ MEPBUYHBIM BOBICUCHHEM IAIOYKOBOIO ammapara CeT4aTKH, KOTOpPHIE

MMPpUBOJAT K 3HAYUTEILHOMI MnoTepe 3pCHUA B PAHHEM BO3PACTC. 3aboiieBaHEe UMEET qamuie



ayTOCOMHO-PELIECCUBHOE  HACJIEIOBaHHE, OJHAKO MMEIOTCS BapuUaHThl C  ayTOCOMHO-
JOMMHAHTHBIM THUIIOM HACJIEI0BaHUS.
OTnUUUTENbHBIMU  IIPU3HAKaMU [aTOJIOTUM  SBJIAIOTCS COYETaHME HHUcTarmMa (dame -
IUIABAIOIIET0), BAJOW WM TMOYTH OTCYTCTBYIOIIEH 3payKoBOM peakuuu, CBETOOOS3HU,
OKYJOIUTUTAILHOTO (TJIa3-nanblieBoro) cumnroma. BAJI, yuuteiBas 3THonarorenes, sBIsSETCS
OJIHOM M3 YaCThIX MPUYMH UHBATUAN3ALUU JeTel panHero Bo3pacta ¢ HJ(C.
YcranoBneno 24 kinuHHKO-TeHeTHueckue ¢opmbl. Maxkopusie rensl (GUCY2D, RPE6S,
SPATA7, AIPLI, LCAS, RPGRIPI, CRX, CRBI, NMNATI, CEP290, IMPDHI, RD3, RDH12,
LRAT, TULP1, KCNJ13), cBsi3aHHbI€ C JaHHOM Ipynmnoi 3a00jeBaHuil, UTPAIOT BaXKHYIO POJb B
HECKOJIbKUX MYyTAX pa3BUTHS U (PU3HOJIOTMM ceTdaTKu. B Hacrosiee Bpemsl U3BECTHO, YTO
usMeHenus B renax CEP290 (15%), GUCY2D (12%), CRBI (10%) u RPE65 (8%) siBnstoTcs
Haubonee dacteiMu npuuuHamu BAJI [12,13]. Myranuu B TapreTHbIX T'€Hax HapyIIaloT
dororpancaykuuio (GUCY2D, AIPLI) pa3Butue u ctpyktypy dotopenentopo (CRBI, CRX),
perunonnubid ki (RDHI2, LRAT, RPE65), TpancopT uyepe3 PeCHHYKH (OTOPEIETTOPOB
(TULPI1, RPGRIPI, CEP290). Ooun u3 mnaroreHernyeckux MexaHusmoB BAJI cBsizan c
HapylIeHUeM Iporecca GOTOTPaHCAYKIIUU U3-3a HAPYLICHHS 3PUTEIBHOTO LUKIIA.
3pUTENbHBI LUK TPEACTaBiseT coOoi cepuro (epMeHTaTUBHBIX peakuuit mexay [19C u
HEWPOCEHCOPHOU CeTYaTKOM C 11eIbI0 MeTa0oM3Ma MUIEeBOro BUTaMuHa A B 11-1miuc-peTuHans
¢ obpa3zoBanuem ¢ortonurmenta. be3z 11-umc-pernnans kackaa (OTOTPAHCAYKIMH HE MOKET
OBbITh MHULIMAIM3UPOBAH; TAKUM 00pa30M, 3pUTEIbHbIE HEHPOHAIBHBIE CUTHAJIBI HE MEepeJatoTCs
B 3pUTENBbHYIO KOpy. DPYHKIMOHAJIbHAsg MyTalMs JI000r0 M3 TEHOB, KOJIUPYIOIIUX OenKH,
KOTOpBIE KaTalU3UPYIOT JII0OyI0 cepuio (epMEHTATUBHBIX peakuuil mo BblpadoTke 11-mumc
CETYaTKHU, MOXKET OJIOKMPOBATh 3PUTEIbHBIM LMKJI M NpUBOIUTH K cumnromam BAJL. Cs3b
MEXIy BPOXKIEHHBIM HapylleHHeM MeTabosim3Ma BUTaMHHA A B ceTyaTKe W JIereHepanueit
¢doToperenTopoB ocTaeTcs IUCKyTaOelnbHONH W B HACTOsIIee BpeMs SBISETCS aKTUBHOM
00JIaCTRI0 OMOMEIUITMHCKUX UCCIIEIOBAHUI.

druosorus u narorede3 KJ{ U KIIJ. K/I u KII/[ — reneTnyecku rereporeHHas rpymnmna
HACJIC/ICTBEHHBIX ~ 3a00J€BaHUN  CETYaTKU C  ayTOCOMHO-IOMHHAHTHBIM,  ayTOCOMHO-
PELIECCUBHBIM HJIM CIEMJICHHBIM ¢ X-XpOMOCOMOW THUIOM HacienoBaHus. [Ipu KonGoYKOBBIX
TUCTPOGUAX BOBJIEKACTCS B MATOJOTUYECKHM MPOIECC TOJIBKO KOJIOOYKOBasi CHCTEMa CETYaTKH,
IpU  KOJOOYKOBO-MAJTOYKOBBIX - BTOPHUYHO TMOpa)kaeTcsi M MajoykoBas cuctema [14].
BonpimucTBo renoB K1 u KII/ komupyroT cTpyKTypHbIe Oenku (OTOpEenenTopoB Wik OeNKH,
yyacTByioue B (OTOTpaHCAYKUMU. M3BecTHO 6 TEeHOB, OOYC/IaBIMBAIOIIUX pa3BUTHE

npeumymectBeHHo KJ[ (CACNA2D4, CNGB3, PDE6C, PDE6H, OPNILW, OPNIMW) u 6omnee
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30 renoB - KIIJI. He menee 10 renoB (mambomnee yacto GUCY2D, CRX) o0ycnaBnuBaroT A/l
HacsenoBanue, He MeHee 2 (RPGR, CACNAIF) - X-cuemneHHoe peneccuBHoe. IIpu atom psin
reHoB (GUCAIA, ABCA4, CNGA3, RPGR) acconuupytorcs ¢ pazsurueM kak KJI, tak u KIII.

1.3 DnuaemMuoJiorus 3a00JeBaHus WM COCTOSTHUS (TPyINbI 3200 1eBaHUI HJIH COCTOSTHU)

Hecmotpst Ha To, yto HJC oTHOCATCA K penxkuMm (opdaHHBIM), 3a00]I€BaHUSMHU, OHU
ABJIAIOTCS COLMAIbHO 3HAUYMMBIMM 110 TPUYMHE BBIPAKECHHBIX HApPYLIEHUH 3peHus u

HHBAJIMJIHOCTHU Y HIO,Z[CI;’I JE€TCKOI'O U pr,I[OCHOCO6HOFO BO3pacTa.

IIP Bcrpewaerca c¢ yacrorod 1:3000 -1:5000 [15] u siBIgeTCS OCHOBHOW MPUYMHOMN
HapyIIEHUs 3PEHUS U CJIETOTHI, OT KOTOPO# cTpaaaroT Oosiee 1,5 MUITMOHA TAIMEHTOB BO BCEM

MHpE.

boaesns WMraprapara (BI) Bcrpewaetca ¢ yacroroid  1:8000-1:10000.
BIII cocraBnser oxomo 7% Bcex pnerenepanuii ceryatku [16]. BIII Hambonee wyactas

HacyencTBeHHas AP mMakymnspHast TucTpodus JETCKOTo BO3pacTa.

becrpodunonaTuu (BuTEeIM(POPMHBIE JMCTPO(PHH) — pacHpocTpaHeHHOCTs bb
cocrasnsieT - 1-5000- 1:6700 [17]. PacnpocTpaHeHHOCTh BUTEILTU(GOPMHOI MaKyI0IucTpohuu ¢

Ha4aJIoM BO B3pociioM Bo3pacte — 1:7400 -1 : 8200 [17].

Bpoxnennsnlii amaBpo3 JlebGepa - pacmpocTtpaHeHHOCTh Bappupyer ot 1:30000 no
1:81000. D10 3aboneBaHue sABIsETCS HauboJiee YacTOM MPUYMHON HACIEICTBEHHOW CIENOTHI B
JIETCTBE U cocTaBisieT Oosiee 5% Bcex AUCTpoduii ceTyaTku aeTckoro Bo3pacta. BAJI sBasercs
Opu4YMHOM cnenoTel Oosnee uyeM y 20% gereif, MOCEIIAONMX INKOJIbI Ui CHENBIX U

CI1a0OBUIAIINX.

KonbOoukoBele u  KOJIOOYKOBO-MANOYKOBBIE  aucTpoduu.  PacmpocTpaHeHHOCTb

ornieHuBaercd kak 1 Ha 1:40000[14].

1.4 Oco0eHHOCTH KOAMPOBAHHSA 3200J1€BAHMSA WJIH  COCTOSAHHS (rpynmnbl

3200J1eBaAHUHA WJIH COCTOSHHUNI) mo MeXIVHAPOAHOH CTATHCTHYECKOH KJaaccubukanmu

00Jie3HeH U Po0JieM, CBA3AHHBIX CO 310POBLEM

H35.5 — HacsieacTBeHHbIe peTHHAJIBHBIE TUCTPOGUHN



1.5 Kiaaccuduxkanus 3a001eBaHusl NN COCTOSHHUS (Irpynnbl 3200JeBaHNHA UM COCTOSTHHI)

Hcxons u3 stuonarorenesa, kinHudeckod kaptuusl HJC u nuTepaTypHBIX TaHHBIX B
HACTOSIIIMHA ~ MOMEHT  II€JeCOO0pa3HO  CHUCTEMAaTH3UpPOBATh  PACCMATPHUBAEMYIO  TPYIIILY
3a0oeBaHui cieayomuM oopa3om (agantupoBaHo 1o Berger,7):

1) muctpoduu ¢ mpeobiasaHnueM HapymieHHs (QYHKIIUU TMaJOYKOBBIX (DOTOPEIENTOPOB
Haja KoibOoukoBeiMU. K muctpodusim ¢ mpeoOnamaHueM HapymleHUs (YHKIWW MAJTOYKOBBIX
¢doTopenenTopoB OTHOCAT HamboJIee YacTO BCTPEYAIOLIMECS — IMHUITMEHTHBIA PETHHUT |
NAJI0YKOBO-KOJIO0UKOBYI0  qucTpoduto. IIurMeHTHBIM  pEeTHHUT  SBISETCS  MPUUMHON
C1a0OBUICHUS UITH CJIETIOTHI y 1,5 MitH manuenToB. K 3To# rpymie oTHOCAT TakKe BPOXKACHHBIH
amaBpo3 JleGepa (BAJI), muctpoduro ceryarkum ¢ panHuM HavaioM (EOSRD), Tsokemyro
muctpoduio cetyatku ¢ HadauoM B paHHeM aercTBe (SECORD) ¢ BpoXIeHHBIM WM paHHUM
HapyIICHUEM 3pUTENbHBIX (QYHKIUH.

2) nuctpoduu ¢ npeodbiagaHueM HapylieHHus] GYHKIIMH KOIOOYKOBBIX (DOTOPELEeNnTOPOB
Ha/l TAJIOYKOBBIMHU (BKJIIOYAsl HACJIEJCTBEHHBIC MakyJsipHble auctpoduu). K gerenepanusm c
npeodiiaaHreM HapymeHus GyHKINN KOJOOYKOBBIX (DOTOPEIENITOPOB OTHOCAT KOJIOOYKOBBIC U
K0JI00YKOBO-IAJIOUKOBBIE JAUCTPO(UU; K ITOM K€ TpYIIEe OTHOCIT MaKyJsSpHbIE JereHepaluu
(6onesnp LlTaprapara, 6one3np becta u ap.).

Juctpodun ceryarku  OBIBAIOT HECHHAPOMHBIMH, WJIH  H30JMPOBAHHBIMH, U
CHHJPOMHBIMU C BOBJICYCHHEM JIPYTUX CUCTEM OPTraHOB (CHHApPOM Alepa, cuHapoM JloypeHca-

bapne-bumis u op.).

1.6 Knnunueckas KapTHHa 3200J1€eBaHHsl MJIH COCTOSIHHS (rpynnbl 3200J1€BAHUI WJIH

COCTOSIHMI)

Kaunnyeckue mnposiBienusi IIP — Hapymenus 3peHuss OObBIYHO MNpPOSBISIOTCS B BUJE

HUKTAJIONUU U MPOTPECCUPYIOLIEH MOTepU MOJIs 3peHUs], KOTOpble 00YCIIOBJIEHBI MOPaKEHUEM
NaJOYKOBOW cHUCTeMBbl ceTyaTku. KiumHMYeckass KapTHHAa TpeACTaBlieHa KJIacCHYeCKOMn
«TpUAON»: MUTMEHTHbIE U3MEHEHHUS CeTYAaTKH (3TO MOXKET OBITh THIONUTMEHTAlUs U / WU
TUIEPIIUTMEHTALM B BHJIE CKOIUIEHMM IMIMEHTa IO THUIY «KOCTHBIX TeJEel»), CYKEHHE
apTepuoil, U «BockoBHaHas» OnenHocTs JI3H. XapakTepHble MUIMEHTHBIE U3MEHEHUS MMEIOT
MECTO Ha cpeAHed mnepudepuu TIa3HOTO JHA, KOTOPOE MPEICTABICHO IPEUMYILECTBEHHO
NaJjoYKaMu, W3MEHEHHUs IJIa3HOro JHAa CHUMMeTpuuHbl [2,4,6]. Y HEKOTOphIX NaIEeHTOB
BCTpevatoTcsi ocinoxkHeHuss [IP BkirowaroT 3aaHIO CyOKamncymspHylo KaTapakty (45%),
KUCTOBUAHBIA MakymsipHblii orek (KMO) (10 - 50%), ¢opmupoBaHue >SHUpeTHHAIHLHOU

MakyssipHo MmemOpanbl (OPM) [6,18].
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Heo6xomumo ydecth, uto [IP MOXKET SIBASATHCSA YacThIO CHHAPOMHOTO 3a00JIeBaHUs, B
TOM uucie cuHapomMa Amiepa, cunapoma bapae-bumns, HeHpoHAIBHOTO LEPOUAOTO
munodycruHo3a  (6one3snsr  barrena), Oomesnm  Pedcyma  (momuHeBpHTONOIOOHAS
remMepaTionuyeckass ~— repejoarakcus),  a-Oera-nunonporenmHemusi  (Oonesnp  baccena-

KopHniiseiira), cemeiinbiii 1oBeHUIbHBIN HedpoHoTH3NC (cuHIpom Cenmopa-JIokeHa) u psaa

JIpYIruX.

Bospacm mauwana u cxopocmv npoepeccupoganus. HApyUICHHWE 3pUTEIbHBIX (DYHKIHIA
nposiBieTcs JeeKTaMu Ha cpeqHel nepudepun Mo 3peHUs B MOJIOIOM Bo3pacte. OmaHako

ne6tot I1P yacTo mpuxoauTces Ha MOAPOCTKOBBINA BO3PACT.

Kinmnanuyeckue nposiinennss BII. Bl xapakTepusyercs 1ByCTOPOHHEN MOTEPEN LIEHTPAILHOTO
3peHus C HaJM4ueM aOCOMIOTHBIX/OTHOCUTEIBHBIX MOTUMOPPHBIX CKOTOM. YXY/IIEHHUE 3PEHUS
owIicTpo miporpeccupyetr. OcTpoTa 3peHust MoxkeT BapbupoBath oT 1,0 mo 0,005, npu 3TOM JUIIb
y O4YEeHb HEMHOTHMX [IallUEHTOB 3pEHHUE YyXyJIUIaeTcs [0 [JBWKEHUS pPyKd Yy JIHIA.
[lepudepuyeckoe 3peHue OOBIUHO HE CTPAZAET, HapylIaeTcs LBeTooulyieHue. CHUMITOMBI
BIIEpPBBIC MOABIAIOTCA Ha 1-2 nmekane »usHu. Kak npaBuio, npy HOpMaibHON (PYHKIIMOHAIBHOMN
AKTUBHOCTH Tepu(eprudeckol ceTdyaTku OOHapyKHBAIOTCS aTpoHUuecKue oyarn B Makyle.
OcoOeHHOCTBIO TJIa3HOTO JHA SIBJISIFOTCSL JKEITOBAaThle IISATHA, KOTOpPbIE MOTYT OBITh
pacmosyiokeHbl BOKPYT (oBea, OrpaHMYMBAsICh MaKYJSIPHON 00JacThliO, WM 3aHUMaTh BECh
3alHAN TOJIIOC B IPENENax COCYAMCTBIX apKaJ WIM PacHpOCTPaHAThCS BIUIOTH IO JKBAaTOpA.
Pa3smepr! naten BapbupyroT o 100 1o 200 MKM, TpaHHUIBI HMEIOT Pa3HYIO CTENEHb YETKOCTH.
[Tpu mporpeccupoBaHuu 3a00yeBaHMs MSATHA MOTYT CJIMBAaThCS M HUCYE3aTh, OCTABISAS yYacTKU
atpoduu I13C u cnost xopuokanwuisipoB. [IporHo3 ans 3peHHst 3aBUCUT OT BO3pacTa Hadalia
3a00JeBaHMs, NMPU STOM IALMEHTHl CO 3HAYMTENBHO CHI)KEHHBIM 3pEHHEM B 0Ooyiee paHHEM

BO3pacTe UMEIOT XYyAIWNN Iporuos [2,4,19].

Kenronaraucroe riaazHoe AHo — peakas popma H/IC, nosBisiercs y B3pOCIbIX IPH OTCYTCTBUU
M3MEHEHUH MaKyJIspHOH o01acTh, MOXET MpOoTeKaTb OECCUMITOMHO U OBbITh Cly4ailHON
HAXOJKOM, BBIABIEHHOM mpu odTanbMmoioruyeckoM ocmorpe. OcTpoTta 3peHHs U

[[BETOOIIYIIIEHNE HAPYIIAIOTCS TOJIBKO MPU N3MEHEHUX B MaKyJIsApHO# obnactu [2,4,19].
Kinnnuyeckue nposijienusi bb

bonesns becta nmeer 6 kmmHnyeckux cragui [2, 4,20]:
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Cramus 1 (IlpeBuremnmudopmHas): HOpPMaIbHOE 3pEHHE, HOPMAJIbHBIE WM  TOJBKO
He3HauuTenbHble n3MeHeHus [19C ¢ anomanbHoit 0T
Il cragusa (BUTEITH(POPMHO-KEITOYHAS): KIACCHUECKUH Ouar «IUYHBIA kenTok». 30% umMeror
JKTONMYEcKHe nopaxeHus. HopmanbHoe 3peHue min HebobIlas MoTeps 3peHHUs..
Cranus 11 (ITcepnorunonuoH): nepepacipeaeienne Jumnodyciuna. 3peHue Takoe e, kak Ha [1
CTa/luu.
Cragusa IV (ButremnmudopmHas Ooyie3Hb): pa3pylIeHHE MaTepuana MpuaaeT (QOKyCy BHI
«IMYHULBI-00NTYHbUY». 3pPEHHE MOKET OBbITh AHAJIOTMYHBIM WM HECKOJBKO CHIKEHHBIM I10
cpaBHeHuto c¢ | Illctagusamu.
V cramus (atpoduyeckas): uentpampHas arpodus I[1DC u ceryarku. 3peHUE MOXKET
BapbupoBath ot 0,6 10 0,1.
Cramus VI (XHB): 310 ocnoxxnenue Bctpeyaercst npumepHo y 20% mnanueHToB. 3peHue 4acTo
cHmxkaercs 1o 0,1 wiam HuXKe.
o 30% nanueHToB MOTYT UMETh MHOKECTBEHHBIE OYaru - Tak Ha3bIBaeMas MYJIbTH(QOKaJIbHas
bb. Ilpu »TOM oyarm Jokanu3yroTcst B (oBea M dKCTpadoBEaNTbHO, KOTOPHIE OOBIYHO MMEIOT
MEHBIIIME pa3Mepbl W TEHACHIMIO pacmoiaratbcs Bblie B Makyne [21]. Bb - wame
JIBYCTOPOHHUH TpOIleCcC, OTHAKO BCTPEUaeTCsl 1 MOHOKYIIsipHOE opaxkenune. HaunHas co craguu
ncepgorunonuona, bb moxer ocnoxusaThes pazButueM XHB (5 - 91%), B penkux ciydasx
HaOmrogaeTcst GOPMUPOBAHUE MAKYJIIPHOTO pa3phiBa.

IIpu BapumanTe 3abojeBaHMs C HadaJoM BO B3pocioM Bo3pacte (AVMD) wame
HaOJIIOAl0TC MHOXKECTBEHHBIE MEJKHE OYard, pachojoKeHHble Kak B Makyjde Tak |

HKCTPAMAKYJISIPHO.

Kunnundeckue nposiiienust BAJI.

BAJI - rpymnma reHeTM4ecKu TeTEpPOTr€HHOW HACIEACTBEHHOW NATOJOTWH CETYATKH, B
OCHOBHOM  XapaKTEpU3YIOIIAsCS  BBIPQKEHHBIM CHUKEHHEM 3pUTEIbHBIX (QYHKUUH C
MJIaJIeHYEeCTBa, OJJHAKO UMeeTCs BapuabeIbHOCTh B 3aBUCHMOCTH OT reHeTndeckoil opmer [13,
22]. BAJl xapakrepu3yercs, Kak MHUHHUMYM, TpeMsl TpU3HAKaMHU: TSDKEIbIM M pPaHHUM
HapyIICHUEM 3pUTENbHBIX (QYHKIMH, BSUIBIMA UM OTCYTCTBYIOIIUMH 3PAUYKOBBIMU PEAKIUSAMHI U
pe3ko cyOHOpManbHOM uiu Hepeructpupyemoid OPI'. Ero MoXHO 3amofo3puTh B paHHEM
JIETCKOM WJIM MJAJCHYECKOM BO3pacTe y JIETel C HUCTAarMoM, IIJIOXO PEarupyroliuMU Ha CBET
3padykaMu U Hepeructpupyemon DPI, nHOrAa ¢ HAMMYMEM «TJ1a30-MaIbIEBOT0» CUMITOMA; IPU

5TOM OCI)T&J'IBMOCKOHI/I‘-IGCKI/IG HN3MCHCHHUA MOTYT OTCYTCTBOBATH U MPOABIATHCA IMO3JHEC B BU/IC
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MATOJIOTUYECKOW MHUTMEHTAIllMH, «MpPaMOPHOTO» TJA3HOTO JIHA, aTpoHUUecKUX OdYaros,
BockoBuaHOU Oneanoctu JI3H. [Imarno3 mpu 3TOoM 3a00JIeBaHUU SIBISETCS KIMHHUYECKUM U
TpeOyeT MOJEKYJISPHO-TeHETHYECKON BepudHUKalMu reHeTndeckoil ¢opmbl. IloaTBepikaeHue
KIIMHUKO-T€HETHYeCKON (QopMbl 3a0oieBaHusl 0a3upyercs Ha JAHHBIX KapTUHBI TJIA3HOTO JIHA;
OPI', OKT u MoJIeKyISIpHO-T€HETUYECKOUN TMarHOCTHKE.

M3MeHeHHs CeTYaTKU HE SBISAIOTCS MAaTOTHOMOHUYHBIM TPU3HAKOM, CHEIHU(PHUECKUM IS
onpexaenenHoro noarumna. st BAJI Takke xapakTepHbI CBETOOOS3Hb, HUKTAIONHS, CHIDKEHUE
3puTenbHbIX QyHKIMH (00b19HO OT 0,1 70 MOTHOM CAETOTHI).

B penkux ciydasx MOXKET BCTpedyaThCsa KepaTOKoHycC [23].

Kinnnyeckue nposisienus KIT u KII

[lepBpIMH CHMITOMAMM JIaHHBIX 3a00JIEBAHUN SIBJISIFOTCSL CHMDKEHHE OCTPOTBI 3pEHUS,
CBeTO00sI3Hb, HApYIIEHUE [[BETOOITYIIeH s, Bo3MoxeH HuctarM. KJI u KI1J[ yame nebrotupyrot
B JIETCTBE, OJHAKO, Kak W mnpu nporpeccupytoumx KJI, BospacT maHudecTanuu, CKOPOCTh
IPOTPECCUPOBAHMS U TSDKECTh IMPOKO BAPBUPYIOT AK€ MPH OJHOM TE€HOTUIIE 3a00JICBaHMA,
YTO XapaKTepU3yeT KIMHUYeCKu mnoiaumoppusM. Hukranonus nosiBisercs Ho3kKe B XoJe
3a00JIeBaHUs IPU BOBJICUEHUH B IIPOIECC MMAJTOYKOBOM CHCTEMBI.

Kaptuna rnaznoro nua Ha panneit craauu KJI u KIIJ| HOpMmanbHas winM oTMedaeTcs
JerKas JIeKOJopalusi BUCOYHOM TMOJOBMHBI Jaucka 3purenpbHoro Hepsa (A3H). Ilpu
MIPOTrPECCUPOBAHUH 3a00JIeBaHUSI HAOMIOat0TCs "MUTparus’ U aTpodusi MUTMEHTa B MakKyJje C
KapTUHOW "OuTOi OpoH3bI", reorpaduyeckoit aTpoguu uiam "Obrubero riasa", cy>)xeHue apTepuit
u no6nennenue JI3H. [Ipu nopaxxeHuu najgodex - u3MeHeHus Ha nepudepun, cxoausie c [1P.
OctpoTa 3peHMs BapbUpyeT, NpH TSHKEJIOM TEYEHHHM 3a00JeBaHUS B CPEIHEM BO3pacTe
BO3MOXKHO HactyruieHue cinabosunenus (1.e. MKO3 ke 0,05), 4To BO3HUKAET paHbIle, YeM
ripu I1P.

K1 u KII/] pexxe, uem IIP, MOryT OBITh 4acThIO CHHIpOMA.

2. lmarHocTuka 3a00J1eBaHUA UM COCTOSAHMSA (TPyNIbI 3a00/1eBAHUI UM COCTOSIHUIL),
MeIUIMHCKUE MOKA3AHUA M IPOTHBONOKA3AHHUSA K IPMMEHEHUIO METO/I0B INATHOCTUKH.

Kommenmapuu: [{uacnosz HJ[C evicmasnsiom Ha OCHOBAHUU HCANOD, AHAMHECMUYECKUX
OAHHBIX, Pe3YIbMAmos KIUHUYECKO20 0QmanbMoI02u4ecko2o 00Cc1e008aHus, Komopoe
sKIOUAem HAbOp CMAHOAPMHLIX U  BbICOKOUHMOPMAMUBHBIX OONOTHUMENLHLIX Memo008
uccnedosanusi U pe3yabmamos MONEKYIAPHO-2EHEeMUYeCKOU OUAeHOCMUKU (CeKBEHUPOBaHUe
nocneonezo  noxonenuss  (NGS), npsamoe  cexeenuposanue no  Coueepy). Ilonnoe
opmanvmonocuueckoe 00credosanue GKIOYAem 6 cebs  GU3OMempuro, MOHOMEmpuio,
OUOMUKDPOCKONUIO, ODMATbMOCKONUIO, A MAK}Ce NPOBOOUMC ONMUYECKAST KO2epPeHMHAs
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momozpagus (OKT)  makynapuoi obracmu u nepumempusi. Buvinonusemcs
ouomukpogpomoepagus enaznoeo OHa. Y HEKOMOpvbIX NAYUEHMO8 OCMOMpP 21A3HO020 OHA
HeB03MOJICeH (8 C8A3U C HENpoO3PAYHOCMbIO ONMUYECKUX Cped U3-3a UBMEHEeHUll XpYCmanuKa)
UMY 02paHuyeH u3-3a Gulpadicennoz2o Hucmaema. Obazamenvhoe d1eKkmpogusuosocuiecKoe
uccneooganue 6KuOuaAem dieKmpopemunozpaguio (maxcumanivhas (0owas, KoIbOUKO80-
nanouxosas IOPI). Ilpuuzmenenusix 6 mMaxyiapHou obaacmu — mMaxkyaapuyio (n1oxkaivhyio) P
unu myromugoxkanonyro (MpIPI), eciu 603modxncrno, nammepn-IPI.

2.1 ’Kajgo00LI M1 aHAMHE3

° Pexomenayertcsi coop xanob y Bcex narueHToB ¢ HJIC ¢ 1menbro BBISBICHUS CHMITTOMOB,
KOTOpBIE O3BOJISIT MOCTAaBUTh MPABUJIbHBINA TUArHo3 [2].

YpoBenb yoenutensHOCTH pekomeraanuii C (YpoBeHb TOCTOBEPHOCTH JIOKA3aTEIbCTB — ).
Kommenmapuu:

YV nayuenmos c IIP nepsonauanvhvie caiodwvl 6KIouadm mpyoHocmu ¢ aoanmayueu K
memMHOme U HOYHYIO Clenomy (HUKMAIonuio), Hcanobvl Ha evinadeHnue noias 3penus. Kax
npasuno, Ko20a nayueHm oocmueaem Cpeone20 803pacmad, O0e2eHepayusi YeHmpaibHblX
KOIO04eK npugooum K CHudceHuto ocmpomul 3penus. Oonotul u3 scanob nayuenmos c I[IP moeym
ovimo gomoncuu [24]. Iayuenmwvr ¢ IIP maxoice moeym ucnwvimuvléams c8emoO0sA3Hb U
HapyueHue yeemoouyueHus — OUCXPOMaAmoncuio.

Kax npu ecex makynapuvix oucmpogusax, npu BII u Bb nayuenmul npedwvsasiaiom
Hcanobvl HA Heuemkoe 3peHue ¢ MeMHbIMU VUACMKAMU (YeHmPATbHLIMU CKOMOMAMU),
HapyweHue ysemoowyuenus. llepughepuuecxoe 3penue 06bIYHO He HAPYULAEMCAL.

Ilpu BE na II-1ll cmadusx makoice ommedaromcs mMemamop@oncuu - UCKAN’CEHUS 8
yeHmpanbHoMm noe 3penus [2].

BAJI mocym 3anodospumsv épau unu pooumenu y pebenka uawe epyoHo2o 803pacma C
HapyuweHuem 3paiuKkosvlx peakyuil, HUCMazmom, Omcymcmeuem npeomMemHo20 3petus, ¢ OKylIo-
OUSUMATILHBIM cUMnMoMom (cumnmom Ppanyeckemmu)[2].

Hpu KJI u KI1JI 6o3nurxarom scanobvl Ha c6emob0sa3Hb U CHUNCEHUE 3PEHUS.

° Pexomenayercsi coOupath aHaMHE3 y BCEX MAIMEHTOB C IIETbIO BBIABICHUS (DAKTOB,
KOTOpPhIE MOTYT TOBIUSATh Ha BBIOOp TaKTUKH BeleHUsA. Bo BCEX BO3MOXKHBIX CIydasx
HE0OXOaMMO cOOpaTh HACIEACTBEHHBIN aHamMHe3 [2].

YpoBenb yoeautebHoCcTH pekoMeHaauuii C (ypoBeHb 10CTOBEPHOCTH 10KA3aTEIbCTB — 5).

KommenTapum:
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Cnedyem e@viacnume uHanuuue ciayyaes HJC cpedu O6IuU3Kux poocmeeHHuKos, Haiudue
CONYMCmMBYIOWUx 2Na3HbIX U CUCMEMHbIX 3a001e8aHull ¢ Yeavblo OUACHOCMUKU U OYEHKU
npO2HO3a 3a0071€6aAHUS.

BIII, xax npasuno, o3uuxaem 6 Oemcmee U MAKNHCE OMHOCUMCA K HBEHUIbHbIM
Maxynsapuvim oucmpoguam. Hacneocmeennvlil anammues, kax npasuio, coomeemcmeyem AP
MUny Hacieo08anusl; peoko 603moxcer AJ] mun.

bb, xax npasuno, o3nuxkaem ¢ 0emcmee u maxice OMmHOCUMCS K PAHHUM 108EHUTbHBIM
makyaapuvim - oucmpoguam. Hacneocmeennvlti  anamnes coomeemcmeyem A/l muny
HAcne008anUsl.

IIpu BAJI anamnes xapakxmepusyemcsi 3Ha4UumenbHol nomepeu 3peHus 8 M1adeH4ecmae.

Hacneocmeennviii anamnes, kaxk npasuno, coomeemcmeyem AP muny nacneoosanus.

KJ/[ u KIIJl] Mosxcem so3nukams 6 oemcmee, 0HOULeCKOM UL 83POCIOM 803pacme.
Hacneocmeennuiii anammnes moacem coomeemcemeosamo A/, AP, X-cyennennomy munamu
HAC1e008aHUs.

2.2 ®uzukajIbHoe 00CaeT0BAHUE

®dusnkagbHOE 00CIe10BaHNe HEMH(POPMATUBHO.

° He pexomenayercsa ¢QusukaapbHOe 00ClIeAOBaHWE C MEIbI0 JUATHOCTUKUA U
nuHamuueckoro Habmonenus npu HIC [2].

YpoBensb yoeaureabHocTH pekoMenaanuii C (YypoBeHb J0CTOBEPHOCTH 10KA3aTEIbCTB — S)
° Pexomenayercsi HampaBlsTh K CMEXKHBIM CIEIUANKUCTaM (Bpady-HEBPOJOTY, Bpauy-
SHJIOKPUHOJIOTY, Bpady-T€HETHKY W JPYrUM) JUIS KOHCYJIbTAIMA TAIUCHTOB C MEJbIO
WCKJIFOUECHHS CHHAPOMHBIX 3a00seBanuii [3].

YpoBens yoeaureabHocTH pekoMenaanuii C (YypoBeHb 10CTOBEPHOCTH 10KA3aTEIbCTB — S)
KommenTapum: 6v160p npoguis cneyuanucma onpeoensiemcst 8 3a8UCUMOCmu Om HAIUYUS Y
nayueHma  CUMNMOMO8  CUHOPOMHO20 — 3a00Ne8aHUs, HAnpumep, K  8pauy-cypooioy-
OMOPUHONAPUH2ONIOZY 011 NOOMEepucoeHuss cunopoma Awepa. Pexomenoyemcs Hanpasisime
6cex nayueHmos K 6pauy-2eHemuKy

2.3 JIaGopaToOpHbIE THATHOCTHYECCKHE UCCAST0BAHUS

o PexoMenayeTcsi MOJNEKYJSIDHO-TEHETHYECKAs JUarHocTuka Bcem nanuentaMm ¢ HJIC ms
Bepudukanuu quartosa [26,27].
YpoBenb yoeauteabHocTH pexoMenaanuii C (YpoBeHb JOCTOBEPHOCTH J0KA3aTeJIbCTB —

4).
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KommenTapuu: Bwioerenue JHK u3 netikoyumos nepughepuueckoil Kpoeu naAyueHmos,
cobpannou 6 npobupky ¢ /TA (3munenouamunmempaykcycHou KUCI0moll), nposooumcs no
O0OHOMY U3 CMAHOAPMHBIX npomokon08 ouucmku J[HK.

° Pexomenayercss MpoBeleHHWE aHaiM3a IIOMCKAa TMATOTeHHBIX MyTaluii B TeHax,
ces3anHbiXx ¢ HJIC meromom cekBenupoBaHusi HoBoro mokoisienus (NGS) Bcem marumeHTam
[26,27].

YpoBeHns yoeauteabHOCTH pekoMenaanuii C (ypoBeHb TOCTOBEPHOCTHU J0KA3aTEIbCTB-4).
KommenTapuu: Memoo ne npeonaznauen 01 onpeoeieHuss yuc-, mpauc-noiodiceHus nap
2emepo3UcOmubIX Mymayuti, a makxce ONi OYEHKU YPOBHA MeMmuluUpo8aHus, 6bvliaeleHus
XPOMOCOMHbBIX nepecmpoex, NOIUNIOUOUU, BbIAGNEHUS MYMAYULl 8 COCMOAHUU MO3AUYUIMA.

B cnyuae obuapyscenus namonocuueckux nociedosamenbHocmell HYK1eOmMuoo8 HeoOX00UMo
8bINOIHUMD 2 dMan OUASHOCTUKU.

B cayuae omcymcmesus obnapysiceHus namono2uieckux nociedo8amenibHocmeti HyK1eomuoos
U3-3a 02PAHUYEHUs. Memooda, KOMOopblil He NO0360Jisem BblA8Iamb UHCepYuUu U oereyu ONUHOU
bonee 10 nap ocnosanuu, Mymayuu 6 UHMPOHHBIX 00AACMAX (3A UCKTIOYEHUEeM KAHOHUYECKUX
caiimog chnialicuHea), eapuayuu OJIUHbL NOBMOPOS8 (8 MOM HUCLe IKCNAHCUU MPUNIEmOos),
sapuayuy OIUHHbL 2OMONOAUMEPO8 (boNlee 4 HYKIeomuoos), a makce Mymayuu 6 2eHax, y
KOMOpbIX 6 2eHoMe cywjecmeyem Oau3Kuiti no Hnociedo8amenbHOCmu napaioe (ncesoozew),
B03MOJNCHO NO NOKA3AHUAM NPOBEOeHUe MYTbMUNIEKCHOU AMNIUPUKAYUU TUSA30-CEAZHBIX NPOO
(MLPA- ananus).

Pexomenayercst 2-0ii 3Tan MOJEKYISIPHO-TEHETUYECKOM TUarHOCTUKH - B Cllydae OOHapy>KeHUs
MATOJIOTHICCKUX HYKJICOTHIHBIX IOCIIEI0OBATEIHLHOCTEH B TapreTHOM reHe MeToqoM NGS mpu
AP-tune HaciemoBaHus 3a00JIeBaHUS W JIJIS BAJIWIAINN BBISBICHHBIX W3MCHEHUU HE3aBUCHMO
OT THWIAa HACJIEJOBAHMS TPOBOJIUTCS NpsIMOE CeKBeHHpoBaHHe 10 (CeHrepy BBISIBIEHHBIX
n3MeHeHu [26,27].

YpoBenb yoeauteabHOCTH pekoMeHaauuii C (YpoBeHb J0CTOBEPHOCTH 10KA3aTENbCTB — 4)
KommenTapuu: [lposooumcsi noomeepocoeHue namo2eHHOCMU  6nepevle  HAtOEeHHbIX
BHYMPULEHHBIX Mymayuii 6 3aunmepecosannvix 2enax npu HJ[C ¢ nomowwio ananuzupyiowux
NPeOCKaA3amenbHblX Npocpamm, 00KA3amenbCcmea omcymcmeuss OaHH020 USMEHeHUs 8 8blOOpKe
300p0BbIX JI00eU  U/UIU Yy 300POBbIX YNEHO8 CeMblU, U, 6 CaAyuae HeobXooumMocmi,

gbyHKquHaJleOZO aHaiusda.
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2.4 HHcTpYMEHTAJTbHLIE IMATHOCTHYECKHE HCCJIETOBAHNS

o Pexomenayercsi Buzomerpust BceM nanuenram ¢ HJIC npu nuarnoctuke 3aboneBaHus,
JUHAMAYECKOM HAOJIOJICHUH M KOHTPOJE 3a JICYEHHEM C LENbI0 OINPENEICHUs TKECTU
3pUTENbHBIX paccTpoicTs [2,4,28-32].

YpoBennb yoeaureabHocTH pekoMeHaauuii C (YypoBeHb 10CTOBEPHOCTH 10Ka3aTeNbCTB — 4)

KommenTapum:

Ipu IIP makcumanvHo Koppueuposanuas ocmpoma 3penusi (MKO3) uacmo coxpansemcs
8bICOKOU 00 KOHeyHou cmaoduu Oonesnu, cuudicenue MKO3 goznuxaem npu 6oseieueHuu 6
npoyecc Ko1b6ouex yeHmpaipbHo2o omoena cemuamru [28].

BIII uawe 6ceco nposeisemcs 08YCMOPOHHUM — CUMMEMPUUHBIM — NPOSPECCUPYIOUUM
cruorcenuem MKO3 oo 0,2 - 0,005 [29].

Ilpu bbb He3nauumenvhoe CHUdNCEHUE OCMPOmMbl 3peHus evlasnsemcs Ha 2-3 cmaouu
3a6onesanus, npoepeccupyem. Ocmpoma 3peHus MOdcem CHUNCAMbCA 68 PA3HOU CmeneHu Ha
pasnvlx enazax [30].

Ilpu BAJI y uacmu Oemeii 6blAGNAEMCA CHUNCEHUE OCMPOmMbl 3PEHUs, KOMOpPOe MONCHO
usmMepums no mabauyam, y Opyeux — CHUNCEHUe 3PeHUs He Modcem Oblmb UMepPeHo
KOIUYEeCB8EeHHO N0 MadIuyam us-3a 603pacma pedenKa Uiy HU3Ko20 3peHus U COOmeemcmeayem
cuemy nanvyes y 1uya, O8UNCEHUO PYKU Y uyd, npasuivHol ceemonpoexyuu [31].

Ipu K1 U KIIJl cuusicenue ocmpomyl 3peHusl A8IAEMcs CAMbIM PAHHUM CUMIMOMOM[32].

o Pexomennyercst pedpakToMeTpusi BCEM MallMEHTaM WM OIpENeleHHE pePpakiuu C
nomotiplo Habopa mpoOHbix duH3 (A02.26.013) Bcem mamuentam ¢ HJIC mpu nuarHoctuke
3a00JeBaHNs, JUHAMUYECKOM HAOIIOJEHUH M KOHTpOJIE 3a JICYCHHEM C IIeNIbI0 ONpeeeHUs
MKO3 makcuMalbHO KOPPUTMPOBAHHOM OCTPOTHI 3PEHHUS C LEIbI0 OINpENeIeHHs] Haluuus
COITYTCTBYIOIIMX aHOMAJIMH peppaKIK U BOZMOXKHOCTH UX Koppekuuu [33,34].

YpoBens yoeauteabHocTH pekoMenaanuii C (YypoBeHb J0CTOBEPHOCTH 10KA3aTEJILCTB - 4)

. Pexomennyercst odpranbmoroHoMeTpus BceM mnanueHtam ¢ HJIC npu amarHoctuke
3a0o0yieBaHus, JTUHAMHYECKOM HAOJIIOJIGHUM W KOHTPOJE 3a JICYEHWEM C LEJbI0 BBISIBICHUS
HapyueHuid opraapmoTonyca [2-4,30-34].

YpoBennb yoeaureJbHoCTH pekoMenaanuii C (ypoBeHb JOCTOBEPHOCTH J0KA3ATEIbCTB — S)
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o Pexomenayercss OMOMUKPOCKOMUS MEPEAHETO OT/AENA I1a3a U CTEKIOBUIHOTO TeJla BCEM
naruenTam ¢ HJIC npu muarnoctuke 3a00JieBaHus, TMHAMHUYECKOM HAOJIIOICHUN U KOHTPOJIE 32
neuyenuem [33-35].

YpoBeHnb yoeauteJabHOCTH pekoMeHaannii C (YpoBeHb J0CTOBEPHOCTH 10KA3aATEIbCTB — 4)
KommenTapuu: ouomuxpockonus enaza meobxoouma Onsi OYeHKU COCMOSHUA CMPYKMYp C
Yenvlo OYeHKU NpO3PAYHOCHU ONMUYECKUX CPeO, OOHAPYICEHUSs NOMYMHEHUs XPYCMAaluka (8
MoM uucie 3a0HeKancyiapHou kamapakmel npu [IP) unu kepamokoHyca npu onpeoeneHHbiX
KIUHUKO-2enemudeckux gopmax BAJI [23] u Opyeoti namonocuu [35-37]. Yacmoma
603HUKHOBeHUsL Kamapakmwl npu [IP cocmaensem 46,4%, npu smom 93,6% u3 Hux

NPUXOOUMCAHA 3A0HI0N0 cyoKancyaapHyto kamapaxkmy [35].

o Pexomennyercss OMOMUKPOCKONMS IJIA3HOTO JHA WM O(TAIbMOCKONMS B YCIOBHSIX
MeIMKaMeHTO3HOro mMujpuasza (¢ ucnoib3zoBaHueM SO1FA AHTUXOJIMHEPrHYECKUX CPEICTB U
SO1FB  CumnaroMuMeTHKH, KpOME  IPOTHUBOIJIAYKOMHBIX  IpenapaToB,  BKJIOYas
¢ukcupoBaHHble KoMOMHauuK) BceM mnanueHtam ¢ HJIC Bcem manueHTaM IpH AMArHOCTHKE
3a00J1eBaHus, IMHAMUYECKOM HAOII0ACHUN U KOHTPOJIE 32 JICYEHUEM JUIsl OLICHKH U3MEHEHUH Ha
IJ1a3HOM JIHE M X JuHamuku [2,4,6,17-20,36,38].

YposeHnb yoenurenbHocTn pekomenaanuii C (ypoBeHb 10CTOBEPHOCTH J0KA3aTEIbCTB — 5)

o Pexomennyercst OuommkpocdoTorpadus TrmazHOro AHA C HUCHOIb30BaHUEM (yHIYyC-
KaMmepbl (IIpM HAIMYUU TEXHMYECKOH BO3MOXKHOCTH) mnamueHtaM ¢ HJIC B ycnoBusx
MCIUKAMCHTO3HOI'O MHJIpHa3a Npru JUArHOCTHUKE 3360J’ICBaHI/I$[, JUHAMHUYCCKOM Ha6J'IIO)IeHI/II/I u
KOHTpOJIE 3a JiedeHueMm [3].

YpoBens yoeauteabHocTH pekoMenaanuii C (YypoBeHb 10CTOBEPHOCTH 10KA3aTEJLCTB — 5)

° Pexomenayercss uccieoBaHHe LBETOBOro 3peHus BceM mnanueHtam ¢ HJIIC npu
JTUATHOCTHKE 3a00JIeBaHMs, THHAMUYECKOM HAOIIOIEHUH TSl OLIEHKH 1BeToomTyeHus [39,40].

YpoBens yoeauteabHocTH pekoMenaanuii C (YypoBeHb 10CTOBEPHOCTH 10KA3aTEJLCTB — 4)

Kommenmapuu: ucciedosanue 1468emogoco 3penusi 4pe3B8blualiHo 8ANCHO OJisl OUACHOCTMUKU
HJIC. JIna oyenxu y8emosoco 3penust UCNOIb3VIOMCsl, 2NA8HbIM 00pa30M, NOJUXPOMAMUYECKUE
mabauybl 01 UCCIe008anUs yeemoowyujenus (maoauyvt Pabkuna), maxowce mooicem Ovims
ucnonvzoean ommeHounviti mecm @apuceopma-Mancenna). Hccredosanue ysemoowsyueHus
ocyuecmeumo nuub oemsm cmapuie 6 nem. Ilpu 6oeneuenuu KO1OOUKOBOU CUCTEMbL CEMYAMKU

6 npouyecc nosace 6 xo0e 3abonesanus npu IIP sosuuxaem Hapyuienue yeenmoowyuleHusl.
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L{eemosoe 3penue y nayuenmog ¢ BIII 06biuno Hapyuwieno Ha no30HUX cmaousx 3a60nesanusl, Ha
HAYAIbHBIX MOJCHO OOHAPYICUMb Ne2KYI0 KPACHO-3eleHyio oucxpomamoncuro. bonee moeo,
Ko20a OSmu nayueHmsl npoxoosam ommenounwili mecm Dapnceopma-Mancenna, MoHCHO
ommemums OMKIOHeHUs. ocUu 6 cunel yacmu cnekmpa. Lleemosoe 3penue y nayuenmos c¢ bb
00vluHO Hapywaemcs co 2-3 cmaouti 3a6onesanus. Ilpu BAJI umeem mecmo ewipadicenHoe
Hapywenue ysemoowywenus. Ilpu K/ u KII/[ moocho obHapysicums KpacHo-3e1eH)yi0
OUCXPOMAMONCUIO.

° Pexomenayercss niepumeTpusi naumeHtaM Bcem naunmeHtaM ¢ HJAC ¢ mensro
onpezeneHus: GyHKIIMOHATbHBIX U3MEHEHUN 3pUTENLHOTO aHaJu3aTopa U UX MOHUTOPHHTA JIJIs
KOHTpPOJISI TPOTPECCUPOBAaHUS 3a00JIEBaHUS C JIOCTATOYHBIMHU JIJII 3TOTO  3PHUTEIHHBIMU
¢yukusamu [39,41-42].

YpoBens yoeauteabHocTu pekoMenaanuii C (YypoBeHb 10CTOBEPHOCTH 10Ka3aTeJLCTB —4).
KomMmenTapuu: ucciedosanue nepugepuyeckozo 3peHus 8axcuo O0jisi OUASHOCMUKU U OYEHKU
cmaouu u ounamuku meyenuss H/[C. Cnedyem obpamums @numanue, Ha mo, Ymo nepumempust
ocywecmeuma uub 0emsam cmapuie2o 8o3pacma (6 cpeounem nocie 10 nem), ¢ docmamounvim
VposHeM uHmenlekmyaivHo2o pazeumus. Ilpu smom 3uauenue umeem uccieoo8axue nojs
3penuss Kak ¢ NOMOWbI0 OBUdNCYWUXCA (KUHemuYyecKas nepumempus), maxk U HenoOoBUNCHLIX
CMUMYI08 (Cmamu4eckas nepumempusi).

Ipu IIP kunemuyeckas nepumempus no 1 onbomany 00bl4HO NOKA3bI8AEH KOJIbYEBYIO CKOMOMY
6 cpeonell nepughepuu noasa 3peuus. OObIYHO OHU HAYUHAIOMCA KAK 2PYNNA U30IUPOBAHHLIX
ckomom oxono 20 epadycos om ¢huxcayuu u nOCMeneHHo CIuearomcs, oopasysa dacmuyHoe, 3a
KOMopbiM cledyem NnoaHoe KOoabyo. BHewnuil Kpaul Kolbya OMHOCUMENbHO Oblcmpo
pacwupsiemcs K nepughepuu, 8 mo 6pems KAK GHYMPEHHUU Kpau MeONeHHO CYICaemcs 8
Hanpagnenuu ¢uxcayuu. Illayuenmvl uacmo umeiom Xxopouiee YEHMPAIbHOE 3peHue Om
HebOIbUI020 YEHMPATbHO20 OCMPOBKA («MYyHHeNIbHOoe 3penuey, uiu «mpyouamoey) 0o 50 uiu 60
nem Tecmuposanue nons 3peHusi NOJIe3HO Ol MOHUMOPUHSA NPO2PEeCCUPO8anus 3a001e8anUs U
O0OKYMEHMUPOBAHUS OPUOUYECKO20 cmamyca c1abosudenus u cienomoi[41].

Ilpu mecmupoeanuu nons 3penuss y nayueumos c¢ BIII pesyromamul uacmo Oviearom
HOPMANbHLIMU HA PAHHUX cmaousx 3aoonesanus. Co apemenem omHocumenvHvle YeHmpaibhbie
CKOMOMbL NpO2peccupyrom 00 aOCONOMHBIX YEHMPATbHbIX cKomom. Tunuunvie nayueHmol ¢
BIII obviuno coxpawnsrom nepughepuueckue nonsi 3penusf[42].Oonaxko 6 maxcenvix Ciyuasx npu
WUPOKO  PACNPOCMPAHEHHOU ampo@uu  cemuamrky  Modicem GO3HUKHYMb — CYHCeHUe UX
nepughepuveckux epanuy. Jpyeum o0cobOeHHO BadCHLIM (HAKMoOM A6NAemCca  U3MeHeHue

npe()noqmumeﬂbﬂozo JIOKyca qbuxcauuu Ha cemuyamke. B nauane ecmecmeennozo meuenus bIII
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y OonvuwuHcmeéa — nayuewmos —coxpamsemcs — Qoseanvhas  Qukcayus, HO N0 Mepe
npocpeccuposanus 3a601e6aHUs  PA3BUBAIOMCS  ADCONIOMHblE YEHMPALbHble CKOMOMbL, U
npeonoumumenvras Qukcayus cemuamky CMAHOBUMCA IKCYEHMPUUHOU, UYMO 00BEeKMUBHO
peaucmpupyemcs npu Mukponepumempuu. B bonvuwuncmee cnyyaes nosas mouka guxcayuu
pacnonazaemcs Hao ¢osea, 20e 1yuule 8ce20 KOHMPACMHASL YY8CMBUMENbHOCIb K CIUMYIAM C
HU3KOU NPOCMPAHCMBEHHOU U 8bICOKOU 8PEMEHHOU 4acmombul. ImMo makice co2Nacyemcs ¢ mem
Gaxkmom, umo 8epxHss NOIOGUHA CEMUamKu umeem 6o.ee BbICOKYIO NIOMHOCIb 2aAH2IUOZHBIX
KeMmoxK.

Ilpu mecmupoeanuu nons 3penus y nayuenmos ¢ bb, ono uacmo Ovieaem HOPMANLHBIM HA
pannux cmaousix 3aooneeanus. Co epemenem Mo2ym 03HUKAMb OMHOCUMENbHbIE YEHMPATbHbIe
CKOMOMbL, KOMOopble Npocpeccupyiom 00 abcomtomubix yeHmpanvuulx ckomom. Coxpausromes
HopManbHble nepughepuueckue nous 3perus [39].

lna BAJI xapaxmepno GvlpadicenHoe HapyuieHue C8emoyys8cmeumenbHOCmy cemuamru,
eblnadeHue noaetl 3peHust NJ10Mv 00 KOHYeHmMpu1ieckoeo cyxcenus [39].

Ilpu K/ u KII/l nossnsemcs yenmpanibHasi cKOmMoma, NpuBoOawds K HApYUleHuro 4YmeHus,

3amem cuedyom goxanvhsie Oeghexmovl nepughepuyueckoeo 3perus [39].

. Pexomenayercs snexkTpodusnoiornyeckoe uccienoBanue sceM namuentam ¢ HJAC umm
C TIOJIO3PEHHUEM Ha €ro HaJlnyue IS ONpeaesaeHUs] QYyHKIIMOHAIBHOIO COCTOSHUS 3pUTEIIHOTO
aHaylM3aTopa, BKIouarouiee anekTpoperuHorpapuio (OPI), perucrpanuio 3pUTEIbHBIX
BbI3BaHHbIX mnoreHiManoB (3BII) Ha cBeTOBblE W  CTPYKTYpUPOBAaHHBIE CTUMYIIBI,
anekTpookynorpaduio (30I) npu HaTUYKMK TEXHUUYECKUX BO3MOXKHOCTEH [59].

YpoBenb yoeaureabHocTH pekoMeHaauuii C (ypoBeHb 10CTOBEPHOCTH 10KA3aTENbCTB — 4)

Kommenrapun: DOPIC u ee KOMNOHeHmMbl  Cuyxcam  OObeKMUBHBLIM — NoKazamenem
@dynryuonanvHo2o cocmosanusn cemyamku y e3pociavix u oemei ¢ HJJC . K OPI" omunocamoowyio
(CUHOHUMBL — MAKCUMATbHASL, NAIOYK0B0-KON00uKo8as IPI’), ckomonuueckyro, homonuueckyro
OPI, pummuuecxyio OPI, OPI" na cmpykxmypuposantvle cmumynvt (nammepu-IOPI, mgpOPT).
OPI" u 3BIl nposoosam 83pocivimM U OemsM Npu OMCYMCMEUU NPOMUBONOKAZAHUL
(homocencumuenou snunencuu) Kaxk 60 6pems 0O0OPCmME08aHus, Max U 6 COCMOAHUU
MEOUKAMEHMO3H020 CHA UMY HAPKO3d.  DIeKMpOOKYIocpaus — Memoo pecucmpayuu
nocmosHno2o nomenyuana enaza. Ocobenno eaxcHvlmu fAensAomcs  oannvle IODPH  npu
OMCYmcmeuu 8603MOACHOCMU OYEHKU OCMPOMbl 3PEHUsl U COCMOSHUS 3a0He20 cecMeHma 21a3d
u3-3a 803pacma pedenKa, Ko20a Hejb3s 8U3YATUUPO8AMb CIMPYKMYPbl 3d0He20 NOIOCA.

Ha pannux cmaousx IIP nabnioodaemcs cHudicenue amnaumyo a- u b-eonn IOPI, m.e.
peaucmpupyemcs  cyonopmanvuas IOPI, namewmnocms modxcem Ovime  yeeruyeHHOU ulu
HOpManbHOU. Y nayuenmos ¢ mepmunanvHuimu cmaouamu IPI" ne pecucmpupyemcsa[43-45].
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Ilpu BHI Cuusicaemcs amnaumyoa a- u b-eonn maxynsapuou (noxanvrot) IPI" u pemunanvuas
niomunocme Pl u amnaumyoa N1 u Pl xomnonenmos m@pOPI" 6 yenmpanvnom eexcacone u
napayeHmpaibHblX KoIbydx. Cuuoicaemces amnaumyoa xomnonenma P50 nammepn-OPI.
Oobwas (makcumanvnas OPI) y nayuenmos ¢ Bl 06vbiuno 6biAGIsAEM COXPAHAIOWUICS
HOPMATbHBII UTU CYOHOPMANbHBLU IeKMPOPEmMUHOepapuieckull CKOMOnU4ecKull (NaiouKoeulii)
u  gomonuueckuti  (KOIOOUKOBLIL) — OMEeMbvl, pecUCmpupyrowuecs no  CcmaHoapmam
MeAHCOYHAPOOHO20 obwecmea Kiunuyeckou snekmpoghuzuonoeuu 3penus ISCEV. Oounako
nayuenmsl ¢ Oojee pacnpocmpaHesHviM 3a001e8anuemM MO2ym umems 3aMemHO AHOMANbHbIe
ckomonuueckue u pomonuyeckue IPI" [46,47].

Bb DO0I': usmenena, umeem «niockuuy 6uo, ¢ kKoagguyuenmom Apoena (Ka=(A max:A
mun)x100 %, 20e A mak- makcumanbHas amMnaumyod NOCMOAHHO20 NOMEHYUAld 60 6peMs
ceemosoll adanmayuu, mxB/epad, A mun- MuHuMANbHASL AMRAUMYOA 60 6peMs MeMHOB0U
aoanmayuu) 1,5 unu menee. IPI": 6 nopme [20].

lna BAJI xapaxmepna nepecucmpupyemasn / yeacwas IOPI, unu cuibHO ymeHbUeHHAs NO
amniumyoe ckomonuveckas u gomonuveckas snexmpopemunoepamma (OPI). Hopmanvuas
IPI" ucknouaem ouaznoz BAJIl. 3pumenvhuie 6vizannvie nomenyuanvl sapuabdenvust [48].

Ilpu K/I pecucmpupyromcs ucKmouumenvbHo CHudiCeHue homonuueckux xomnonenmos IOPI’
(homonuueckas u evicokouacmomuasn pummudeckas IPI" na 30 I'y). Ilanouxkosvle omeemol
(ckomonuueckas) Pl cnuscaemcsae menvwer cmenenu npu KITI. Ipu K/ u KIIJ] chnusicaemcs
amnaumyoa a- u b-eonn maxynsapuou (nokanvrou) ISPl u pemunanvnas naomnocme Pl u
amnaumyoa NI u Pl xomnonenmos mpIPIl" 6 yenmpanbHom 2excazoneu napayeHmpaibHbIX
konvyax. Crudcaemcsa amnaumyoa komnonenma P50 nammepu-2OPI'[49].

. Pexomenayercst onTu4yeckoe HCCJeJ0BaHUE CETYATKH € MOMOIIbI0 KOMIIbIOTEPHOIO
anaqu3aropa (onTtuueckas korepeHTHast Tomorpadust - OKT) B ycrnoBusx MeInKaMEeHTO3HOTO
Muzprasza (C UCHOIB30BAaHUEM AHTHXOJUHEPTUYECKUX CPEACTB M CHUMIIATOMHUMETHKOB, KpOMeE
MIPOTUBOTIIAYKOMHBIX MPENapaToB, BKIt0Yas (PUKCHPOBAHHBIC KOMOWHAIIMN) BCEM IMAIIHCHTaM C
HJAC wnm ¢ momo3peHneM Ha €€ Halu4yue TMpU JUArHOCTUKE 3a00JIeBaHUs, TUHAMUYECKOM
HAOMIOJICHUU U KOHTPOJIE 32 JIEYCHHEM C IETbI0 BBISIBICHUS NATOJOTHYECKUX H3MEHEHHI
BUTPEOMaKyIsIpHOTrO HHTEpdeiica [50-64].

YpoBeHns yoeauteabHocTH pekoMenaanuii C (ypoBeHb J0CTOBEPHOCTH 10KA3aTEJIbCTB -4)

Kommenmapuu:

Hna IIP xapakxmepno ucmouuenue HApyICHO20, 6 MeHbulell CMeneHu, 6HYMPEHHe20 Clos
cemuamxu [50,51]. Ha nepughepuu cxama evisgnsiemcs Oeghekm mMpexclouHOU HAPYICHOU
CMPYKMYpbl cemuamru Ha nepugepuu ¢ nomepeu dAIUNCoU0a (MUHUY COUIeHeHUs HAPYHCHBIX U
BHYMPEHHUX cecmermos pomopeyenmopos) [52-54]. [lomeps unu npepvieucmocms 211UNCOUOA
xapaxmepuszyem nepexoo om 300posol K nopadcennou cemuamke. OKT npumensemcs ons

8bIAGNICHUSL KUCTO3HBIX MAKVIAPHLIX usMeHenull [55-58], osnupemunanvuoi membpansvt u
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CUHOPOMA BUMPEOMAKYIAPHOU MPAKYUU, HAOII00aemMblX y HeKomopwix nayuenmos ¢ IIP co
CHUICEHHbIM Yenmpanvheim 3penuem [59]. Ilpu KMO, accoyuupoeanuvim ¢ nuemMenmHulM
pemunumom, na OKT 6via61a10mca MHO20YUCTEHHbIE NOIUMOPDHBIE KUCMO3HbIE NOJIOCMU Hd
VpoeHe 8HympenHe20 s10epHoco cios [55-58].

OKT npu BII nozeonsiem nma panueli cmaouu 8visA8UMb Hakonienue aunogycyurna ¢ PIID u
oe3opeanuzayuio Gomopeyenmopro2o cioa. B yenmpe eviasnsemcsa oOeghekm mpexciouHol
CMPYKMYPbl HAPYIHCHOU CeMyYamKu ¢ nomepeu IIIUNCOUOA (TUHUU COUTIeHEHUs. HAPYIHCHBIX U
BHYMPEHHUX ceeMenmos omopeyenmopos). B couemanuu ¢ dannvimu aymognioopecyenyuu
OKT noszeonsiem ymounumo msdicecmv 3aoonesanus. C  nomowpio OKT eviasisemcs
ucmonuenue cemyamxu 6 oseonsipnoul 30ne, nomepa I[19C u gomopeyenmopos, ycunenue
cuenana om xopuouoeu [60].

Ilpu BB ¢ nomowwio OKT oyenusaemca noxkarusayus eumeniugpopmuozo ¢oxyca 8
CYOPEMUHAILHOM ~NPOCMPAHCIGE,  GU3YATUSUPYEMCSl  VMOIUEHUE HAPYICHIX —CE2MEHMOs
konoouex. OKT moocem ucnonv3osamucs 0isi OYeHKuU dHcuokocmu, accoyuuposannou ¢ XHB.
Ha eumeniugopmnot cmaouu bBE na OKT eviasnsemcs Hamuyue cyoghoeeonsiphoco
KYynoioobpasnoco sumeniugpopmmnozo ouaza medxncoy I[I1IC u membpanou bpyxa - omcrouxa
NUSMEHMHO20 dNUMENUsl, 3aNOJIHEHHAS 20MO2eHHbIM 2uneppe@rekmueuvim cooepicumvim. Ha
cmaouu NncesO0UNONUOHA  BUMETIUMDOPMHLIL MAMEPUAN 0ceddem 6 HUNCHUX Omoenax
CYOPEMUHAIbLHO20 NPOCMPAHCMEA, A 8 6EPXHUX OMOENAX 00paA3yemcsi ONMUYECKU NYCmas 30Hda,
YemKo GU3YAIUZUPYEMCsl 20PU3OHMANbHAS 2paHuya pasoena 08yx cpeod. Bepmukanvnoe OKT-
CKAHUPOBAHUE NOKA3bIBAEH NPO3PAUHYIO HCUOKOCHb CEEPXY U UYEeMKYI0 SPAHUYY OMIIONCEHHO2O
euneppegekmusHo2o  Hcenmouynoco  mamepuana. Y nayuenmos ¢ BB ewiasiaom
npozpeccupyiowyio oezopeanuzayuro u ucmoudenue cyomaxynsapuozco I[I13C  na OCT no
CPABHEHUIO C HOPMATbHLIM KOHmMponem, 6. m.u. Ha IV cmaouu 3a6onesanus. Ha ampoguueckoii
cmaouu 3abonesanusi na OKT moowcem mabaiooamvcs ucmounuenue cemuyamiu, nooobOHoe
eeoepaguueckoli  ampoguu  npu  803PACMHOU  MAKVIAPHOU —OeceHepayull:  Bbia6isaomcs
XapakmepHvle CMPYKMypHble USMEHEHUs 6 GUoe OMCYMCMBUS HAPYHCHO20 S0EPHO20 CJlos,
HAPYACHOU NOSPAHUYHOU MEMOPAHDL, HAPYICHBIX U BHYMPEHHUX CE2MEHMO08 (homopeyenmopos u

112C [61].
Ilpu BAJI na OKT - wacmo ecmpeuaemcs ampoghus cemuamiu [62].

K/ na OKT B ¢osea svisisnsiemcs 0epekm mpexciotHot CmpyKmypol HAPYIHCHOU CeMmUamiu ¢
nomepeti sanuncouoa. Ipu KIIJ] oeghexm nunuu counenenus pacnpocmpausemcs 3a npeoeivl
gosea eniomsv 00 NONHO20 OMCYMCMBUsL INIUNCOUOA. Boiaenaemcs 0e3opeanuzayus cemuamxu
Ha 6cem npomsiceHuu cpesa [63-64].

. PexoMeHayeTcsi ONTHYECKOE HCCIEAOBAHUE CETYATKH C TIOMOIIBIO KOMIIBIOTEPHOTO
aHanmuzatopa B pexume anruorpadguu (OKT-A mpu HamuyuM TEXHUYECKUX BO3MOKHOCTEH)

nauuentam ¢ H/IC ¢ nogo3penunem nHa XHB [65].

YpoBeHnb yoeauteabHocTH pekoMeHaauuii C (ypoBeHb 10CTOBEPHOCTH 10KA3aTeNbCTB — 4)
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Kommenmapuu: neodbxonumocts u yactora OKT-A onpenensercs BpauoM-opTaIbMOJIOTOM B

3aBUCHUMOCTH OT OCOOCHHOCTEH TeUeHUs 3a00ICBaHMS.

e PexoMenayercsi WCCIEIOBAHHWE TJa3HOTO JHA HAa ayTOQIIOOPECICHIMIO TPH HATUYUH
TeXHU4ecKor Bo3MoxkHOCTH mnanueHtam ¢ HJIC ¢ mogo3penunem Ha nopaxenue [19C npu
JUArHOCTHKE, JMHAMUYECKOM HaOJI0JJCHUH U KOHTPOJIE 32 JICUCHUEM C 1IeJIbIO BBISIBICHUS U
MoHuTopunra usmenenuit [19C [66].

YpoBennb yoeaureabHocTH pekoMeHaauuii C (ypoBeHb 10CTOBEPHOCTH 10KA3aTEJIbCTB — )

I(ommenmapuu: HGO6XOI[I/IMOCTB N 9aCTOoTa aYTO(bJ'II-OOpCCCI_[CHI_[I/II/I OIIPEACIACTCA BpadyoOM-
O(bTaJ'IBMOJ'IOFOM B 3aBHCHUMOCTH OT OCOOEHHOCTEH TeueHus 3a00IeBaHMUs.

Ilpu IIP suzyanuzupyromcs yuacmku eunoaymog@uyopecyeHyuu Ha nepughepuu cemuamiu
ecneocmsue  Oecenepayuu  omopeyenmopose u II9C. Ilapaghoseanvro  gviasnsiemcs
aunepaymoghiyopecyenmnoe Koavyo, uzeecmuoe Kak xoavyo Pobcona — Xonoepa, xomopoe
aenaemces  epanuyei. mexcoy (DYHKYUOHANbHO HOPMALbHOU CemyYamkou U U3MEHEeHHOU
cemuyamkou. Cyocenue ouamempa KOabYa MONCEM CAYHCUMb O0OBbEKMUBHLIM Kpumepuem
npoepeccuposanus 3abonesanus. [66-67].

Kucmosuonwiti maxynapuoii omex npu IIP euszyanuzupyemcs 6 guoe mMynsmu@oKaibHoU cunep-
unu usogayopecyeHyuu 8 UeHmpe Makyssl, No hopme HanomuHarowel «nenecmyu» [68].

Ilpu BII namonocuueckas aymoguioopecyeHyus AIAemcs pPAHHUM HNPUSHAKOM DOpMbl,
ceazannou ¢ eenom ABCA4 u xopowio koppenupyem ¢ maxicecmvio JIOKANbHbIX USMEHEHUI.
Ycunenue aymognioopecyenyuu npu ecex opyeux HOpMAlIbHbIX napamempax npeononazaem,
umo omnodcenue aunogycyuna 6 IIDC modcem Ovimb nepeviM pPAHHUM NPUSHAKOM NpU
3abonesanuu, ceazannom c¢ ABCA4. JKenmoeamwie namua cpa3y nocie G03HUKHOBEHUS.
eunepaymoghuioopecyupyiom, 6 OaibHeueM ux QaoopecyerHyus yMenbuaemcs u npu ampoguu
1I23C onu cmanosamcs eunoaymoguioopecyupyrowumu. Hmeromesa oannvie, 4mo usmeHeHus
ONMUHHOBOIHOB0U (UHpparpacHot) AD, 00ycro61eHHOU npeuMyujeCmeeHHo @rioopecyeHyuer
menanuna, sviasnaiomea npu BIII panvuwe, uem xopomxogonnosoiul aymoghnioopecyenyuu. Ha
MEPMUHATILHOU CMAOUU 8U3YATUSUPYEMCS YEHMPATbHAA 30HA ampoguu, Komopas Moicem
ObIMb OKPYIHCEHA NOTUMOPPHBIMU IHCETMBIMU NEPUPOBEONAPHBIMU NANHAMU.

BB Aymodghrroopecyenyus dcenmounoco mamepuana 00bIYHO XAPAKMepPU3yemcs 20MO2eHHbIM
ycuneHuem @uroopecyeHyuu  (BUMeITUGOPMHbIIL Mamepual eunepaymoguroopecyupyem) u
uMeem Kpyenyo uiu 08aibHyI0 ¢opmy Ha sHcenmounou cmaduu. Ha cmaouu ncesdoeunonuona
VCUNeHHas aymoghiyopecyeHyuss UOHA 6 HUJCHEU NONOSUHEe KUCMbL, 20e OMKIAObl8Aemcs
BUMENTUDOPMHBIL  Mamepuai. Ha cmaouu Oecpadayuu dcenmounoco co0epucumoco
aymoguoopecyenyus CmaHo8umcs NAMHUCMOU ¢ yuacmkamu eunoaymodguyopecyenyuu. Ha
cmaouu Oezpadayuu — «6oAmyHbu» U paspviea Kucmsl BB euzyanuzupyemcs namuucmas
aymodghnyopecyeryusi. Ha  ampoguueckou  cmaduu  Habnwodaemcs  CHUINCEHHBLU
aymogaroopecyenmuviii  cuenan.  Ilepugepuueckoe Konvyo / maneHvKue nepugpepuieckue
goxycel eunep-aymodnyopecyenyuu mocym 0vims ommedeHvl Ha cmaouu paspwiéa kucmol [19].
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Ha nozonux cmaousx o06viuHO HabOIOOAEMC YEHMPAIbHASL 2UnoaymoguopecyeHyus u
nepugepuyeckas eunepaymodgaoopecyenyus. [20]

BAJI Aymodghnroopeyenyusn 3asucum om noomuna.

° Pexomenayercsi dmroopectienTHas anruorpadus rinaza (PAI) B ycnoBusx mujapuasa
naimeHTaM ¢ HJIC B [MarHOCTHYECKH CIIOXKHBIX clydasx (MpU HaIU4UKd TEXHHUYECKUX
BO3MOXKHOCTEH) ¢ MpU JUArHOCTHKE, JUHAMUYECKOM HAOJIOJCHUH M KOHTPOJIE 3a JICYCHHEM C
nenpio  qudepeHInanTbHO  JUATHOCTHKY, yTOYHeHHs Hanmmuus XHB u  BolaBieHus
JIOTIOTHUTEITBHBIX KPUTEPUEB €€ aKTUBHOCTH, IPUHSTHS PEIICHUS O TAKTHKE BBEACHMS [71]

YpoBeHnb yoeauteabHOCTH pekoMeHaanuii C (YypoBeHb 10CTOBEPHOCTH 10KA3aTedbCTB — 4)

KommenTapuu: nHeooxoaumocts u yactotra AT onpenensiercss BpadoM-0()TaabMOI0TOM B
3aBHCUMOCTH OT OCOOCHHOCTEH TeUeHHUs 3a00ICBaHUS

Ta6auna 1. OcHOBHBIE AMATHOCTUYECKUE KPUTEPUH ycTaHOBIeHUs auarHo3a H/IC

3aboneBanue

2KanoObl ¥ [UarHoCcTHKa

Kpurtepuu ycTaHOBICHHSI
3a00J1€BAHUA/COCTOSIHUA

ITP

COop anamHe3a ¥ xano0

CHIXeHHe 3peHHs B CyMepKax
Y TEMHOTE, CY’KEHHE TOJISI
3peHuUs

Odranbmockonus

«KocrHbie Tenbia, GoKychl
atpo¢uu PIID npu
ocioxaeanu KMO»

D01

CHMXEHHBIE WIIH
OTCYTCTBYIOIIIHME MMAJIOYKOBBIE
KOMITOHEHTHI DPI”

OKT

YMEHBILIEHHUE TONILHUHBI
CETYATK! U HapyLIEeHUe
CTPYKTYpbI HEMPOIIIUTEINS Ha
nepudepun Ipu OCI0KHEHUAX
KMO

Ilepumerpus

Cyxenue [13

MounekyispHo-
TE€HETUYeCKasl JUarHOCTHKA

BrisiBnenune myranuii B rexe,
SIBJISIFOIIEICS MPUYUHON
3aboneBanus (6onee 84 reHOB)

bIII

Co6op anamHe3a 1 xKanoo

CHMXEeHHEe OCTPOTHI 3pEHUS U
HapyIlIEHNUEe HBETOOIIYIEHUS

Od¢rambmockomnust

Maxynoauctpodus,
BO3MO>KHBI JKEJITHIE IISITHA

O0U

CHuxeHue aMITUTYAbI
KOJIOOYKOBBIX KOMIIOHEHTOB
OPI', MpOPI', MOPT

OKT

VYMeHbIIEHNEe TOIIINHEI
LEHTPaIbHOM CETYaTKH,
aTpodust HEHPOITUTETHS 1
PIID

[TepumeTpust

I{eHTpaJIbHBIE CKOTOMBI
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MonekynspHo-
TCHCTUYCCKad JUarHoCTHuKa

I'en ABCA4

bb Co6op anamHe3a 1 Kajnoo CHuxeHue 3peHusi, UCKaKeHHUE
M300paKeHUS
Od¢ranbmockomnust Cranus |
(ITpeBurennudopmuas): II
cTaaus (BuTemudopmMHO-
KENTOYHAas):
Cramus III (ITceBporumnonuon):
Cragus IV (ButemmudopmHas):
V cragus (arpoduueckasi)
Cragus VI (XHB)
e10)| CHmxenne koddduirenta
Apnena 0T
OKT N3meHnsieTcsa B COOTBETCTBUU
CO CTaIUSIMHU
[TepumeTpus [lenTpanbpHas ckoToma
MonekynspHo- I'en BEST1
TeHEeTUYECKasl JMAarHOCTHUKA
BAJI Co6op anamHe3a 1 Kanoo Y MIIaJIeHLIEB OTCYTCTBUE

peaxkiuu 3payka Ha CBET,
HUKTAJIONUS, CHUKEHUE
3peHHUsl, OTCYTCTBHUE (PUKCAITHI
B30pa y MJIJICHLIEB

Od¢ranbmockomnust

B niepBbIe TOABI )KU3HA MOXKET
OBbITh HOpMAJILHOE TJIa3HOE
JTHO, TI03K€E TTOSIBIISTFOTCS
U3MEHEHHUS B BUJI€ KOCTHBIX
Tenel U aTpouIecKux
¢boxycoB

O0U

Pe3ko cyOHOpManbHas win
orcyrcrByromas JPT’

OKT

YMeHbIIEHNE LIEHTPAIBbHON
TOJILIMHBI CETYATKH, BOZMOKHA
aTpodust HEUPOITTUTENHS

Ilepumerpus

Cy>xeHue nois 3peHus,
nepudepudeckuil u
HEHTPaJIbHBIN 1e()eKThI OIS
3peHust

MounekyisspHo-
T€HETUYECKasl TUarHOCTHKA

24 re”a

2.5.AHble TMAarHOCTHYECKHE HCCICTOBAHUSA

25




3. JleueHue, BKJIIOYASA MeIUKAMEHTO3HYI0O 1 HEMeJUKAMEHTO3HYIO Tepalnuu,
AUETOTepanuIo, 00300 1MBaHuEe, MeIUIMHCKHE TOKA3AHNS U TPOTHBONOKA3AHUSA K
NPUMEHEHHUI0 METO/I0B JIeYeHH sl

3.1 KoHncepBaTuBHOE JIeUEeHHE

e Pexomenayercs HazHaueHue A11AA TloamBUTAMMHBI B KOMOMHALIMH ¢ MUHEPAJIbHBIMH
BellleCTBAMU, COACPKaIUX JIIOTEeHH U 3eakcanTuH_nauuentam ¢ HJIC u uckitouenre BuTaMuHa
A manmenrtam ¢ BIII [76-80].

YpoBennb yoenurenbHocTu pekoMenaanuii C (ypoBeHb 10CTOBEPHOCTH J0KA3aTENbCTB — 5)
Kommenrtapum: [lpu BIII pexomenoyemcs uckioyenue umamuna A, m. K. 8 ucciedosanuu 6
nonepeuHom cpe3e y NAYUeHmo8 ¢ HU3KUM nompebreHuem eumamuna A coodwanocs o
3HAYUMENbHOM YayuueHuu spumenvrou gyukyuu [81-82].

3.2. DTHOHNATOreHeTHYECKAA IeH03AMEeCTUTEIbLHAS Tepanus.

e PexomeHnayercsi cyOpeTHHaJIbHOE BBEICHHE IIperapara BOPETHUTEH HEMapBOBEK
narmentam ¢ HJIC, oOycrnoBieHHbIX OnaiuienbHpIMU MyTanusMu B TeHe RPE6S (BpokaeHHBbIi
amaBpo3a Jlebepa 2 Tuma W NUTMEHTHBIH peTHHHUT 20 THMA), MPU HATUYUU JOCTATOUYHOTO
KOJINYECTBA >KU3HECIOCOOHBIX KJIETOK CETYaTKH C LEeIbl0 CTa0MIM3alUMM WM YJIy4lIeHUs
3puTeNnbHbIX QyHKIMH [72,74,75].

YpoBeHb yOeIUTEJIbHOCTH PeKOMeHIauuii A (YPOBeHb JOCTOBEPHOCTH 10KA3aTeIbCTB — 2)

Kommenrapun: Ilpenapam eopemuzen nenapsosex npeocmaensiem cobou 6ekmop 0.4
nepemoca 2emda, 6 KOMOpoM 6 Kauecmee cpeocmeéa 0ocmaseku komniemenmaphou JHK
yenoseyecko2o Oenka nuemenmnoz2o snumenus cemyamxku (hRPEG6S, monexynapuas macca
65x/]a) ucnonv3o08an Kancuod a0eHoaccoyuupo8anHo20 upycHozo gekmopa cepomuna 2 (AAB2).
IIpenapam 3apecucmpuposan na meppumopuu P® 20.04.2022 2.. BBegeHe oCyIIECTBISAETCS B
CHELMaTU3UPOBAHHBIX IEHTpPaxX B CIHELHAIbHO OOOpPYIOBAHHBIX ONEPAMOHHBIX MOJ OOIIen
aHECTE3UEH.

e PexomeHayeTcsi HOBTOpPHOE 00CIIEI0BaHUE MALIMEHTOB B MEIUIIMHCKOM YUPEKICHUH,
I7ie TPOBOJMIIOCH JIEYEHHE TOCie TeHO3aMeCcTUTeNbHOU Tepanuu uepes3 1,3, 6, 12 mecsues u
3aTeM He pexke | pa3a B roj C IENbl0 KOHTPOJIS 32 COCTOSHHEM OpraHa 3peHHs U OLIEHKU
3puTenbHbIX QyHKIMIA [72,74,75].

YpoBeHb yOeAUTEJIbHOCTH PeKOMeHIauMi A (YPOBeHb JOCTOBEPHOCTH J0KA3aTeIbCTB — 2)

Kommenmapuu: ogmanomonocuueckoe obcredosanue nocie  68e0eHUs  8Opemuend
Henapeoeexa O00JICHO ~ NPOBOOUMBCSL 8  MEOUYUHCKOM — YUPENCOeHUU, 6  KOMOPOM
0CYUecCmeANoCy eyeHue U OONNCHO BKII0YAMb 8 ceOs 8eCb KOMNIEKC OUASHOCTMUYECKUX
uccne008aHull, NO3GONAIOWUL OYEHUMb COCIMOSHUE OP2aHa 3PEHU.
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Ilocne 68edenus npenapama 603MONCHbL OCIONCHEHUS: XOPUOPEMUHANbHAS ampodus 8 30He
68e0eHUsl, ONUCIEPUM 6 30He 66e0eHUs, MAaKVIAPHBIL paspule, o@manbmocunepmensus,
Kamapakma, 3HOOmaneMum, YUMo yKazvleaem HA  HE0OXO0UMOCMb  OUHAMUYECKO2O
HaOI00eHUs 8 0eKpemuposanHsle CPOKU.

3.3. Xupypruueckoe Je4eHue

He noka3zano

3.4.HazHaueHHe JUETHYECKOI0 MUTAHMS IIPH 3200J1€BAHUAX OPraHAa 3peHus

® Pexomenoyemca manueHntam ¢ Oonesnbto IllTaprapara pekoMeHIyeTCs HCKIIOUYUTH
npuem ButamuHa A B coctase bAJlos [81-82].

YpoBens yoeauteabHocTu pekoMenaanuii C (YypoBeHb 10CTOBEPHOCTH 10KA3aTEJILCTB — 5).

4. MeaunuHcKasi peadWInNTaIus, CAHATOPHO-KYPOPTHOe JieYeHue, MeIUIUHCKHIe
NMOKA3aHMUS M NPOTHBONOKA3AHHUS K IPMMEHEHUIO METO0B PeaduIuTAIlUH, B TOM YHCJIe
OCHOBAHHbIE HA UCNOJIb30BAHUH NPUPOAHBIX JieueOHbIX (PAKTOPOB

e Pexomenayercsi Ha3HAUYEHHUE OYKOB CO CIIEIUAILHBIMUA OYKOBBIMH JIMH3AMU JJIS
3aIUTHI OT YIbTPapUOIETOBOM U cUHEN yacTu crekTpa [19].

YpoBeHb yoenurenabHocTn pekomenaanuii C (YypoBeHb 10CTOBEPHOCTH 0KA3aTeNbCTB — 5)

Kommenrapum: npu omcymcmeuu y pedenxa ¢homogoduu, Moxcno HA3HAYAMb OUKOBYIO
KOPPEKYUio ¢ U3HAUAaIbHO NPO3PAYHBIMU, HO NPU IMOM C OJOKUPOBKOU CUHUX CEEMOBbIX Jyyell
(L400) u pomoxpomuvimu nunzamu [85].

YpoBensb yoeaureabHocTH pekoMenaanuii C (YypoBeHb 10CTOBEPHOCTH 10KA3aTEIbCTB — S)

° Pexomenayercst mog0op CpeCTB PEAOMIIMTAIINY C LIETBI0 KOPPEKINH CIIA00BUICHUS
naruentam ¢ HJIC u HU3KuMM 3puTenbHbIMU QYHKIUAME [86].

YpoBeHb yoenureqbHocTH pekomenaanuii C (YypoBeHb J0CTOBEPHOCTH J0KA3aTeNbCTB — 5)

Kommenmapuu. Ilockonvky pasuvle mexHuueckue cpeocmea peadourumayuu  (TCP)
npeoHazHauenvl O PA3TUYHBIX CUMYayutl - obecnedyeHus 803MONCHOCIU BUOeMmb YOdleHHble
KpynHvle npeomemuvl, MeiKue Onu3Kue, 4umams, HUCAMb, MO OOIbHOMY JHCENAMENbHO UMeNmb
neckonvko TCP. [looobpams onmumanbHyr0 KOMOUHAYUIO MOJNCHO, NPUHAE 60 GHUMAHUeE, Ol
kakotl akmuenocmu kakue TCP nooxooam:

o UYmenue: ouku, 6 mom uucie ¢ OONOIHUMENbHbIM VEEIUYeHUEM U BCTPOEHHbIMU
MOHOKYAApamMU (He AGIAMCA MeOUYUHCKUM U30enueM, pyuHble (He A6IAImC
MeOUYUHCKUM U30enuem) uiu CmayuoHapHole Jynovl (He A6IAI0MCs MeOUYUHCKUM
uzoenuem), NEKMPOHHbBIE BUOCOYBEIULUMENl, NOPMAMUBHbIE, CIMAYUOHADHbIE,
HOCuMble), mexHuueckue cpeocmea pPAcnO3HAHUSL MEKCMA C 036YYUBAHUEM, 8
MOM Yuciie HOCuMble

o [lucemo: ouxku, 6 mom yucie ¢ OONOIHUMENLHBIM YEeIUYEHUEM U BCMPOEHHbIMU
MOHOKYIAPAMU, — INEeKMPOHHbIE — BUOEOYGEeNUUUMENU — CIMAYUOHAPHLIE — UTU

27



nopmamueHvle (HOpMamueHvle 0COOEHHO PEKOMEHOYIOMCS WKOIbHUKAM CPeOHUX
U CMapuwiux Kiaccos), a makice Hocumble

o Opuenmayua 6 OKpydcalowem HnpoCMpancmee: onmudeckue cpeocmed
(MOHOKYNAD (He ANAIOMC MeOUYUHCKUM U30eauem) uiu OUHOKIb (He S81A0mCs

MeOUYUHCKUM uzoenuemy)), HoOCUuMble 971eKMPOHHbLE cpeocmea
(6udeoyseruuumenu U CpeOCmMea PpPACHO3HAHUS  OKpyxcalowel cpedvl ¢
038Y4UUBAHUEM,).

® PekoMeHAyeTCsl ~ CaHAaTOPHO-KYpPOPTHOE  JIEYEHHE  B3pOCIOMY  HACENEHHIO ¢
HACJIE/ICTBEHHBIMH PETHHAIBHBIMU JucTpodusimu cetdatku (H 35.5).
B kauectBe OanbHeoTepanuu MOKa3aHO INPUMEHEHHE HOMOOPOMHBIX M BaHH TIa30BBIX
(KUCIIOPOAHBIX, YTIIEKUCIbIX, a30THBIX ), BAHH CyXOBO3AYIIHbIX [87].
Kypoptsl knmumarndeckue u 6anbHeonorndeckue: Eccenryku, IIaruropek, XKene3HoBoJck,
Kpacnonapckuii kpaii (I'eneHxuk)
Yposens yoenureabHoCTH pekoMenaanuii C (YypoBeHb J0CTOBEPHOCTH 10Ka3aTeJIbCTB — 5)

S.JIpodunakTuka u JucNaHcepHoe HAOII0IeHHe, MeTUIINHCKHE TOKA3AHNUS U
NMPOTHBONOKA3AHNS K NPUMEHEHHI0 METO10B NPOPUIAKTUKHI

e PexoMeHAYIOTCSI TMEPUOIUYECCKHE OCMOTPHI OJUH pPa3 B TOJ BPauoM-0(TaibMOJIOTOM
MEPBUYHOM CHEUUATM3UPOBAHHON MEIMKO-CaHUuTapHOM mnomou mnanueHtoB ¢ HJC nmns
KOHTPOJISI COCTOSIHMSL OpraHa 3peHHsl U 3pUTENbHbIX (QYHKIUH € HUCHOJIb30BAaHUEM
muarnoctudeckoit OPI', OKT (mpu Hanuumu TeXHUYECKUX BO3MOXKHOCTEH ) [83,84]

YpoBens yoeauteabHocTH pekoMenaanuii C (ypoBeHb 10CTOBEPHOCTH 10KA3aTEJNbCTB — 4)

° Pexomenayercsi ceMbsM U TAlUMEHTaM MEAMKO-T€HETUYECKOE KOHCYJIbTUPOBAHHUE C
pacu€TaM ICHCTHUYCCKUX PUCKOB IJId OTATOIICHHBIX ceMell u IUTAaHUPOBAHUHN TTOCICAYIOMIUX
O6epemenHocrel [73].

YpoBenb yoeaureabHocTH pekoMeHaauuii C (YypoBeHb 10CTOBEPHOCTH 10KA3aTeIbCTB — 4)

IIpornos

[IporHo3 U1 mManMEeHTOB MIpU  OTCYTCTBHMM  martoreHermdyeckod tepamnun ¢ HJIC
HeOnaronpusaTHeIM. OJHAKO OTMEUYAIOTCS OCOOCHHOCTH MPH OTIEIBHBIX HO30JOIMYECKHX
€IMHUIaX, B YAaCTHOCTHM NAalMEHTHl C OoJie3Hbl0 becra, yacTO MMEIOT BBICOKHME MOKa3aTesH
OCTPOTBI 3p€HUs WIH IOYTH HOPMAIBHOE 3PEHUE B TEUEHHE MHOTUX Jecatuieruii. Hamporus,
6one3np LlTaprapara 4acTo NpUBOAUT K cabOBUAEHUIO ¢ ocTpoToi 3penus 0,1 u Hibke.

Kommenrapum: Hexomopuie ucciedosanus npeononazaiom, 4mo cKOpoCcms Npocpeccuposanis,

603paAcm HAYana U B603MOJCHAS NOMeEps 3PEeHUs C6A3aHvl ¢ munom Hacieooganus IIP.

Aymocomno-0omunanmuviii [IP umeem nyuwuil npocHo3: y 601bWUHCMEA NAYUEHNO08 MAAdule

30 nem ocmpoma 3penus cocmasisem 0,6 unu eviute. X-cyennemnas gopma - Haubolee

msadxcenas oopma ¢ 3aMemHbIM CHUNCEHUEM OCMPOmbl YeHmMpanbHo20 3peHus 0o 0,1 unu menee
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K Nnamomy Oecamuiiemuto JHCUsHu. AymocomMHo-peyeccusHvie U cnopaoudeckue ciydau
npomexncymounvie no cmenenu msxcecmu [84,85].

6. Opranusanus OKa3aHUA MEeANIHUHCKON MOMOIIH

[lepBuuHas cnenualv3upoOBaHHAs MEIUWKO-CaHUTapHAs IIOMOIIb OKa3bIBA€TCS BpauoM-
O(TaTIbMOJIOTOM B MOJUKIMHUYECKOM OTIEJIIEHUU MEIAUIMHCKOW opraHuzauuu. IIpoBenenue
JedyeHus (Ja3epHOro BMEILIATENbCTBA, MPENSATCTBYIOLIETO HOBOOOPA30BAaHMIO  COCYNOB,
MEAMKAMEHTO3HOTO KOHCEPBATUBHOTO WM (U3NOTEPANIEBTUYCCKOTO JICUCHUS) IMPOBOIUTCS
BpauoM-0()TaabMOJIOTOM B aMOyJaTOPHBIX YCIOBHUSX WJIM B YCIOBHUSIX THEBHOTO CTallMOHAapa,

HJIN B YCIIOBUAX KPYITIOCYTOYHOT'O CTalKMOHAapa.

INoka3zanue Uil NJIAHOBOW IOCHUTATU3ANMH B METUIIUHCKYIO OPraHU3ALMIO: Ta3€PHOTO
JICUYCHUS U/WIH METUKaMEHTO3HOTO JICYeHUE W/WIH (PU3HOTEPAIEBTUYECKOTO JICUCHUS TIPH
HEBO3MOKHOCTH IPOBEICHUS JICUCHUS B aMOYJIATOPHBIX YCIOBHSX.

Iloka3anue 115l HEOTI0KHOM IOCNUTAIU3ANUN B MEIULIMHCKYI0 OPTaHU3AIUIO.  Pa3PbIB
WJIM OTClIOoMKa cetuatku Beneacreue HJC.

Iloka3aHue K BbINNCKE MAIMEHTA U3 MeIUIUHCKONH OpraHn3amum:

1) 3aBepilieHnEe JTEYEHUS WU OJTHOTO U3 ATANOB OKA3aHUS CIEIUATN3UPOBAHHOM, B TOM YHUCIIE
BBICOKOTEXHOJOTUYHOM, METUIIMHCKOM TTOMOIITH, B YCJIOBUSAX KPYTJIIOCYTOYHOTO WIIA JTHEBHOTO
CTalMoHapa MPH YCIOBUU OTCYTCTBHSI OCIOKHEHHUM JIeUeHNUs, TPEOYIOIUX METUKaMEHTO3HOM
KOPPEKIHUU W/UIN METUIIMHCKUX BMEIIATENIbCTB B CTAIIMOHAPHBIX YCIOBUSX;

2) OTKa3 MalMeHTa WIA €r0 3aKOHHOTO MPEJCTABUTENS OT CHEUATU3UPOBAHHON, B TOM YHUCIIE
BBICOKOTEXHOJIOTUYHOM, METUIIMHCKON MMOMOIIN B YCJIOBHUSX KPYIJIOCYTOUHOTO WJIM JTHEBHOTO

cTallnoHapa,

3) HCO6XOI[I/IMOCTB MNepeBoJia manueHTa B APYIryro MCAUIIMHCKYIO OpraHnu3aluio.

7.lononHuTeabHasgs uHGopManua (B TOM 4ucjae (akTopbl, BJIMAKIIME HA HCXOJ
3a00J1eBaAaHUSA WJIN COCTOSTHUS)

B nenom, mpu orcyrctBum mnarorenermdecko tepanuu HJIC, mcxon ansa 3peHus —
HeOIaronpHUsITHBIMN.

CDaKmopamu, GIUAIOWUMU HA ucxoo 3060]16861Huﬂ, A6NAIOMCA.

e [lo3anss quarnoctuka HJIC B KmuHUYECKON TpakTHKE Bpada-odTaabMoJIora
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He mnonHoe ¢yHKIIMOHAIBHO-UHCTPYMEHTAIbHOE OOCeI0BaHNEe NAalleHTa C

noao3penneMm Ha HJIC, Bxmtouas ob6sizarensHoe nposenenue OKT, AD, DOU u

APYTruX BBICOKOTCXHOJIOTMYHBIX METOAOB,

OTCYTCTBI/IG MCIUKO-TCHCTUYECCKOTIO KOHCYJIBTHPOBAHUA ITallMUEHTA U CEMBU C

YCTAaHOBJICHUEM KIMHUKO-ITCHCTHYCCKOT'O JUArHo3a;

OtcyTrcTBUE  00S3aTE€IBHOTO  MOJICKYJISIPHO-T€HETUYECKOTO

ManucHTa U HAITPaBJICHUA HAa TCHECTUYCCKYIO TNAIrHOCTUKY

OTCYTCTBI/IG MCKIUCHOUITIIMHAPHOI'O BSaHMO,Z[CfICTBPIH — KOOpAWHAIIUH YCPIJIHI;'I

Bpauei-opTaabMOJIOTOB U Bpauei-TreHeTUKOB Ha PETHOHAIBLHOM U (henepaabHOM

YpOBHSIX, B padbote ¢ nauuentamu ¢ H/C.

KpMTepnn OIICHKH KaYeCcTBa MCHHHHHCKOﬁ INOMOIIH

KOHCYJIbTAllMIO Bpada-reHETHUKA

e Ounenka
Kpurepun xkavecrBa BBIMOJTHCHU S
l. Bremonnen mnpueM (0CcMOTp, KOHCYJIbTAIIMS) T
. er
Bpava-o(TarbpMosora NepBUYHBIMA
2. Brinonnena Buzomerpus Ha/Het
3. BeinonneHa GMOMUKPOCKOMHMS IJ1a3a Ha/Het
4. BrimonHena OWOMHUKPOCKOIHUS TJIA3HOTO JIHA T
a/Her
U/ oTATbMOCKONUS B YCIOBUSX MUApUA3a
5. BrinosiHeHa KOMIBIOTEPHAST TTEPUMETPUS Ha/Het
6. BreimonHeHo HampaBieHHMe H mpueM (OCMOTD, T
erT
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Hpuiao:xkenne Al. CoctaB padoyeii rpynibl o pa3padoTke U NepecMOTPy KIMHHUYECKUX

peKoOMeHIauuil

1.

Karapruna Jlronmuina AHaToJIbeBHA - PYKOBOAUTENb IPYIIIBL, TJIaBHBIM BHELITATHBIN
CIIEIUATIUCT JAeTCKui odrambpmonor MunucrepcTBa 3apaBooxpaneHuss PO, 3amecturens
aupeKkTopa mo  HayuyHoW — pabore  DPI'BY  «HauwoHanmpHBIH  MEAMITUHCKHA
UCCIICIOBATEIbCKUI LEHTp TJa3HbIX Oone3neid mMm ['enpmronbiiay MunzapaBa PO
npodeccop, a.M.H., MockBa; uneH mpesuanymMa OOMIEPOCCHIICKONW OOIIECTBEHHOM
opranmzanun «Accouuanusi Bpaueii-odraabmonoroy, wieH mnpesuauyma OOmiecTBa
odranpmosioroB Poccun, Ti1aBHBINA BHEIITATHBIM CIICIIUATUCT AETCKU odTrambpmonor M3
P®, npencenarens mpoMIbHOW KOMHUCCHHM TO JEeTCKOH odrampmonorun M3 PO,
3aMEeCTUTENb TMpeacenarens npoduibHOM Komuccuu 1o odramsmonoruun M3 PO,
3acily>kKeHHbI Bpau P®, 3acinyxeHHbIN JesTenb HayKu, MOCKBa;

Kyune Cepreit HMBaHOBHY - JOKTOp MEIUUMHCKUX HAyK, YJIEH-KOPPECHOHAECHT
Poccuiickoit axkanemun Hayk (PAH), nupekrop ®enepasbHOro rocyaapcTBEHHOIO
OI0/KETHOTO HAaY4YHOT'O YUYpexXAeHHS «MeauKOo-reHeTHUYeCKUN HAay4YHBIA IIEHTP UMEHU
akanemuka H.I1. boukoBa» (PI'BHY «MI'HIl»), rnaBHBI BHEIITATHBIA CHEIUATUCT 110
MeAMIMHCKON reHetuke MunsapaBa Poccun, npencenarens npoduiabHOM KOMUCCUU TIO
MEIUIIMHCKOW TeHetuke MumnsapaBa Poccuu, mpeacemarens Otuyeckoro Komwutera
MumnsapaBa Poccum, mnpesupeHT Acconuanud MEIUIMHCKUX TeHEeTUKOB Poccuw,
Mockaa.

Kanpimes Butaanii BukTopoBu4 — KaHIuJaT MEIMIUHCKUX HAyK, CTAPIIMI Hay4YHbBIN
COTPYIHUK JIaOOpaTOpUM TE€HETUYECKOW SIUJEMHOJIOTHH, 3aBeayloluil Kadeapoi
opraneMmorenetukn  Mucturyra Bu/lI1O, Bpad-reHeTHK-oPTambMOIOr  BBICIIEH
KBaTM(UKAIMOHHOW  Kareropuu  DenepanbHOrO0 TOCYJAPCTBEHHOTO  OIOKETHOTO
HAy4HOI0 y4pexaeHus «Meauko-reHeTU4eCKUil Hay4Hbli LIEHTp uMeHHU akaaemuka H.IL.
boukoBay (PI'BHY «MI'HIl»), kypaTop 1o HaciaeACTBEHHBIM T1a3HbIM Oosie3HsM PO.
yied OOmepoccuiickod  OOIIECTBEHHOW  OpraHu3aluu  «Accoluanus  Bpadei-
0o(pTaTEMOJIOTOB», WIeH AccolMdalid MEAWIMHCKUX TeHEeTUKOB Poccum, dineH
"Poccuiickoro o0miecTBa MEIUIIMHCKUX TEeHETHUKOB", uieH EBpomneiickoro obmiecTBa
petunozoros (Euretina), Mocksa.

3unuyenko Pena AOyanda3zoBHa - JOKTOp MEIUIMHCKUX HayK, mpodeccop,
3aMeCTUTENh JUPEKTOpPaA MO0 HAYYHO-KIMHUYECKOW paboTe, 3aBeAyIOIHil TadopaTopueit
reHeTuyeckoil smuaemuonorun  dDeneparbHOr0  TOCYJApPCTBEHHOTO — OIOKETHOTO

HAay4YHOTO YUYpexaAeHUsI «MeUKO-TeHETUUECKUI HayYHbIN [IEeHTp uMeHH akaaemuka H.IT.
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boukoBay (PI'BHY «MI'HIl») wien Poccuiickoro obmecTBa MEAUIIMHCKUX T€HETHKOB,
4JIeH ACCOIMAllUM MEIUIIMHCKUX T€HETUKOB, 3aCITYKEHHBIN esTellb Hayku, MockBa.

3oabpHukoBa UHHa BiaamMupoBHa — JOKTOpP MEIUIIMHCKUX HAyK, CTApLUIMN HAY4HbIN
COTPYIIHUK oTaena KiIMHMYecKo ¢usnonorun 3penus uMm. C. B. Kpaskoa
@enepaliIbHOTO  TOCYIAPCTBEHHOTO  OIO/DKETHOro  yupexkaenus «HauuonanbHbII
MEIWIIMHCKUI HMCCIEIOBATENbCKUI IICHTP TJIa3HBIX OoJe3Hed wMeHH [ enmbMrombiia
MunuctepcerBa 31paBooxpaHenust Poccuiickoit @enepauuu (PI'BY «HMUL[ I'b um.
I'enemromnbiiay  MunsnpaBa Poccum), mpodeccop kadenpsl  odTaaIbMOTCHETHKH
Nucturyra Bu/[[IO ®I'BHY "MI'HL", umen OOmepoccuiickoii 00IecTBeHHON

opraHuzan «Acconuamnus Bpayeii-odraabMonorosy, Mocksa

Korosesa JliogmMuia BHKTOpOBHA — JOKTOP MEIUWUMHCKHX HAyK, 3aBEIYHOLIAs
JIETCKUM KOHCYJbTATUBHO-MOJUKINHUYECKUM oTaesieaneM PI'BY «HMUIL[ I'b um.
l'enpmronbia» MunzapaBa Poccum, riaBHBIA BHEIITATHBIM JAETCKHM O TaNIbMOIOT
LlenTtpansHoro ¢enepansHoro okpyra P®, unen OOmepoccuiickoii 00IIecTBEHHOM

OpraHu3aim «Accomnuanus Bpadeii-opraapmMonorosy», Mockaa.

Ilepemer Hatanusi JleoHMI0BHAa — JOKTOp MEAMIMHCKUX Hayk, 3kcnept PAH,
[JIaBHBIA Hay4YHbIH COTpYOHUK DenepalbHOIO TOCYIapCTBEHHOIO  OOKETHOTO
Hay4yHOTrOo YyupexneHus «HaydHo-uccienoBaTeNbCKUii WHCTUTYT TJA3HBIX OOJIE3HEH»
(®I'bHY «HUUI'by), Mockaa;

Ilo3neeBa Hagesxxna AJieKCAaHAPOBHA - JOKTOP MEIUIIMHCKUX HAyK, JOLEHT, AUPEKTOP
Yebokcapckoro ¢unuana, GT'AY "HMUILL "MHTK “Mukpoxupyprus riaza" um. aka.
C. H. ®enoposa" MunszapaBa Poccuu, wien «O6mectBa OdranbmomnoroB Poccuny,

Yebokcapbl

CaiinameBa JabBupa MpekoBHa - JOKTOpP MEIUIIMHCKUX HaykK, Impodeccop Kadeaps
oransmonorun CeBepo-3anajiHOr0 TOCYAAPCTBEHHOTO METUIIMHCKOTO YHUBEPCUTETA
M. MU.U. MeunukoBa MunznpaBa P®, rmaBubiii nerckuil odramsmonmor M3 PO B
Cepepo-3anmagaom DO, wumen OOmEpoccuiickoid  OOIMIECTBEHHOW  OpraHU3alud

«Accouuanus Bpaueii-opransmonoros», Cankr-IlerepOypr;

10. Bpxeckuii Baaaumup BceBoJionoBHY — OKTOp MEAMIIMHCKHX Hayk, mpodeccop,

3aBeayromuii kapeapoit opraasmonorun @I'BOY BO CIIGITIMY, Cankr-IlerepOypr;

11. KonukoBa OJibra AjieKcaHApOBHA, KaHIUIaT MEIUIIMHCKUX HAYK, JOLECHT Kadeapsl

opransmonorun ®I'BOY BO CIIGITIMY, Cankr-IlerepOypr;
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12.

13.

14.

15

.

16.

Jenucoa Exarepuna BajiepbeBHA -KaHIUIAT MEAUIIMHCKUX HAYK, CTAPIINNA HAYYHBIN
COTPYIHMK otnaena marosioruu ria3 y gered @I'BY «HauuoHanbHbIA MEIULMHCKHI
UCCIIEIOBATEIbCKUI EHTP IJIa3HbIX Oone3neld um ['enbmromnbua» MunzapaBa PO unen
O6mmepoccuiickon 00111eCTBEHHOM OpraHu3aluu «Accormanus Bpauen-

odTanbMosI0roB», MockBa.

Psaouna Mapuna BiaaaumMupoBHA - KaHIUAT MEJUIMHCKUX HAYK, CTAPIIMN HAyYHBIN
COTpYIHHUK otaena mnarojgoruu cerdyatku DI'BY  «HauvoHanbHbI MeEIMIIMHCKUN
MCCIIEIOBATENbCKUI IIEHTP IIa3HbIX Oone3Her um IenbMrosbia»y Munsapasa PO unen
OO6mepoccuiickoi 001IeCTBEHHOM OpraHu3aIu «ACCOUAIMS Bpadel-o(TaTbMOI0TOBY,
MockBa

®ecoH Anarouii JIMUTpHeBHY, TOKTOp MEIMLIMHCKUX HayK, H.0 aupekropa OPI'bY
«HarmoHnanbHbIH METMIIMHCKUN HAay4YHBIA MCCIIEOBATEILCKUN HIEHTP peaduiIuTaluu 1
Kypoprosiorun» Munszapasa PO, IIpe3uaeHT HalMoHaabHOM accouManuy dKCIEPTOB I10
CaHAaTOPHO-KypOPTHOMY JieueHHto, MockBa

IOpoBa OJgbra BajleHTHHOBHA, JIOKTOpP MEIWIMHCKUX HaykK, mpodeccop PI'BY
«HarmonanbHbIi METUIIMHCKUN HAay4YHBIA MCCIIEOBATEILCKUN IEHTP peaduiIuTaluu u
Kypoptosiorun» Munsapasa P®, HanmonaneHas acconuanus 3KCIEpTOB [0 CAHATOPHO-
KypOpPTHOMY JIeueHUt0, MockBa

Huxntnn Muxana BiaagumupoBud, JOKTOp MEIULIMHCKUX HaYK, Tpodeccop, I1aBHbIN
BHEHITAaTHBIM crnenuanuct Mun3znpaBa Poccnu 1mo caHaTOpHO-KYpOPTHOMY JICYEHUIO,
JTUPEKTOP CaHATOPHO-KYPOPTHOTO KOMIUIeKca «BynaH» HaydyHO-KIMHUYECKOTO (hunuana
OI'bY  «HauuoHanbHbIl  MEOULIMHCKUN  HAy4HBIM  HCCIIENOBATEIBCKUU  LEHTP
peabmwmuTanii ¥ KypopTojiorun» MunzapaBa P®, HamumonanbHas acconuanus
3KCIEPTOB 0 CAHATOPHO-KYPOPTHOMY JieueHHI0, MOCKBa

KoH(uKT HHTEpecoB 0TCYTCTBYeT
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[puioxkenne A2. Metoo/iorusi pa3padoTku KJIMHHYECKHX PEeKOMEHIalu i

Merto/1pI, UCTIOIB30BAHHbBIC JJIsi COOpa/CeNEKIIUK JT0KA3aTeIbCTB: MOMCK B AJIEKTPOHHBIX 0a3ax
JIAHHBIX; aHAJIN3 COBPEMEHHBIX HAaydHbBIX pa3pabOTOK Mo mpobiieMe riaykoMel B Poccuu u 3a
pyOexoM, 0000IICHHE MTPAKTUIECKOTO OTBITA POCCHICKUX U MHOCTPAHHBIX KOJIJIET.

HaCTOHH_II/Ie PECKOMCHAAIINH B HpeHBapHTeHBHOﬁ BE€pCcuun ObLIH PEUCH3UPOBAHbI HE3AaBUCUMBIMU
OKCIIEPTaMH, KOTOPBIE MPOKOMMCHTHUPOBAIW JOCTYIHOCTh MHTCPIIPETAIMU O0Ka3aTCIbCTB,
JCKalX B OCHOBEC peKOMeHI[aI_[I/Ifl, JJIA IIPAKTHUYCCKUX Bpaqeﬁ 1 IMalfMCHTOB.

KomMmeHnTapuu, MonydeHHble OT 3KCHEPTOB, TIIATEIBHO CUCTEMATHU3HPOBAHBI U OOCYKICHBI
npeiaceaarereM W wieHaMu paboueit rpymmbl. Kaxknaplii myHKT OOCYXIEH U BHECEHBI
COOTBETCTBYIOIINE U3MEHEHUSIM PEKOMEHAAIINH.

B [1aHHBIX KIMHAYECKHX PEKOMEHIAIMAX BCE CBEJACHUS PAHXHUPOBAHBI IO YPOBHIO
JIOCTOBEPHOCTH (J0Ka3aTEIbHOCTH) B 3aBUCHMOCTH OT KOJIMYECTBA M KAYeCTBA UCCIICIOBAHMIA 10
JTAaHHOM TIpoldIIeMe.

IleeBasi ayIHTOPHS JIAHHBIX KJIHMHNYECKHX PEKOMEH/IAIMIA:

1. Bpauun-odransmonoru

2. Bpauu-renetuku

3. Bpauu-neauarpsl

4. Crynentsl MeguiuHckux BY30B, opinHaTOphl U aCIUPAHTHI.

Ta6auua 2. [lkana oneHku ypoBHEH noctoBepHocTH AokaszarenbcTB (YJ]) nnst meronoB
JIMarHOCTUKY (JMarHOCTHYECKUX BMEIIATEILCTB)

YA | PaciugpoBka

1 CucremaTrndeckue O630pBI HCCIEeIOBAaHUM C KOHTPOJIEM pe(bepeHCHBIM MCTOAOM HJIH
CHUCTEMaTHYECKUI O630p PAaHAOMHU3UPOBAHHBIX  KIIMHUYCCKUX HCCIEeIOBaHUM C
IMPUMCHCHUCM MCTAa-dHAJIN3a

2 OtaenbHbIE WCCIEAOBAHUSA C KOHTPOJIEM pEePEpeHCHBIM METOIAOM WU OTAETbHBIC
PaHIOMU3HUPOBAHHBIE KIMHUYECKUE HCCIENOBAaHUS M CHUCTEMaTHYecKue 0030pbI
MCCJIEIOBAHMH JII0OOTO JU3aifHa, 32 UCKITFOYCHUEM PaHIOMU3HPOBAHHBIX KIUHUYECKUX
WCCIIEIOBAHUM, C TPUMEHEHUEM METa-aHaau3a

3 HccnenoBanust 0e3 TOCIEIOBATENIBHOIO KOHTPOJS pedepeHCHBIM METOAOM WU
HCCIICAOBAaHUA C pe(l)epeHCHI)IM METOJAO0M, HE ABIAOIIMMCA HE3aBUCHUMBIM OT
HCCIJIETyEMOT0 METOJla UM HEepaHJAOMHU3UPOBAHHBIE CPABHUTENbHbBIE HCCIEIOBAHUS, B
TOM YHUCJIE KOTOPTHBIC UCCIICAOBAHHUA

4 HeCpaBHI/ITeJ'H)HI)Ie HUCCIICA0BAaHMs, OITMCAHNEC KIIMHUYECKOTO CiIy4das
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5

HNmeercs muime 000CHOBaHNE MEXaHHU3MA [[GP'ICTBHH HJIM MHCHHUC DKCIICPTOB

Tadoauna 3. Illkama omeHKW ypoBHEW HOoCTOBepHOCTH jaokazareiabcTB (Y1) nmns meromoB

pOQUIAKTUKH, JICUECHUS U peadrmuTanuu (MpoGuiakTHIeCKuX, JeUeOHBIX, PEaOUIUTAIIHOHHBIX

BMEULIATEIbCTB)
YIAA | Paciunpposka
1 Cucrematnueckuii 0630p PKU ¢ npuMenennem mera-ananusa

2 Otnenpabie PKU u cucrematmyeckue 0030pbl HMCCIIENOBAaHUMA JIOOOTO JU3aifHa, 3a
uckmouenneM PKU, ¢ npumenenuem mera-aHannsa

3 HepannomuzupoBaHHbIE CPABHUTEIIBHBIE UCCIIEAOBAHUS, B T.4. KOTOPTHBIE UCCICIOBAHUS

4 HecpaBHurenbHble nccaea0BaHus, ONUMCAHUE KIMHUYECKOTO Cily4as WIA CEpUU CIIydaes,
UCCIIETOBAHUS «CITY4ail-KOHTPOIIb

5 Nmeercs nmumb 0OOCHOBaHHME MEXaHHM3Ma JEHCTBUS BMEIIATENIbCTBA (JIOKJIMHUYECKHE

I/ICCJ'ICI[OBaHI/IH) HJIM MHCHHUEC SKCIICPTOB

Tadoauua 4. Illlkana onenku ypoBHeM yoOenutenbHOCTH pekomeHmanmit (YVYP) nns metonos

npoQUIaKkTUKKA,  JAMATHOCTUKH,  JiedeHUs W peabunmutanmu  (IpoUIaKTUYECKHX,

JANarHoCTHYCCKHUX, J'Ie‘-Ie6HLIX, pea6I/IJ'II/ITaI_II/IOHHHX BMeH_IaTeJ'IBCTB)

Yyp

Pacuu¢poska

A

CunpHas pexkoMeHJalMs (Bce paccMarpuBaemble KpuTepuu 3((EeKTUBHOCTH
(Mcxopl) SABISIOTCS BaXXHBIMH, BCE MCCIEJOBAHUS HMMEIOT BBICOKOE WU
YIOBJIETBOPUTEIBHOE  METOJOJIOTUYECKOE  KAueCTBO, MX  BBIBOABI IO
MHTEPECYIOIINM HCX0JIaM SIBJIIFOTCS] COTTIACOBAHHBIMM )

VYcnoBHas pekoMeHalus (He Bce paccMaTpuBaeMble KpUTepuu 3(PQPeKTUBHOCTH
(ucxofpl) SBIAIOTCA BaXXHBIMHM, HE BCE HCCIEAOBAaHHMS HMMEIOT BBICOKOE WIIU
YIOBJIETBOPUTEIBHOE METOJOJOTHUECKOEe KadeCTBO HW/WIM WX BBIBOABI IO
MHTEPECYIOIIMM UCX0J1aM HE SIBJISFOTCS COTTIACOBAHHBIMMU )

Cnabas PEKOMCH A (OTcyTCTBI/Ie JA0Ka3aTCJIbCTB HAAJICKAIICIro KadyeCTBa (BCC
paccMaTpuBaACMBbIC KPUTCPHUU B(IJ(I)CKTI/IBHOCTI/I (I/ICXO,Z[BI) SABJIIAKOTCA HCBAXHBIMU,
BCC€ HUCCJIICAOBAHHUA MMCIOT HU3KOEC METOJO0JOTHMYCCKOC KaYE€CTBO M MX BBIBOJBI ITO
HHTCPCCYIOIUM UCXOAaM HE ABJIAIOTCA COFHaCOBaHHBIMI/I)
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IHopsinok 00HOBJIEHUS KJIMHUYECKUX PEKOMEHIALMI.

MexaHu3Mm OOHOBIIEHHUS KIIMHUYECKUX PEKOMEHAALUN MpeaycMaTpUBAaeT UX CUCTEMATHYECKYIO
aKTyaJIM3alliI0 — HE peXe YeM OJIMH pa3 B TPU roja, a TaKkKe MPH MOSIBICHUU HOBBIX JaHHBIX C
MO3UIUH J0Ka3aTeIbHOM MEIUIIMHBI IO BOMPOCAM IUArHOCTUKH, JICYCHUS, MPO(PHUIAKTUKH U
peabunuTanu KOHKPETHBIX 3a00JIeBaHMI, HATMUYMKU OOOCHOBAHHBIX JOIMOJIHCHUI/3aMEeUaHUi K
panee yrBepxkaEHHbIM KP, HO He yatie 1 pa3za B 6 mecsiieB.
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Ipuio:xkenne A3. CnipaBouHble MAaTEPHAJIbl, BKJIKOYAsl COOTBETCTBUE MOKA3ZAHUI K
NMPUMEHEHHUI0 U TPOTHBONOKA3aHUIi, CIOCO00B NPUMEHEHUS U /103 JIeKAPCTBEHHbIX
NpenapaTroB, HHCTPYKIMH MO0 NPUMEHEHHUIO JIeKAPCTBEHHOI0 Mpenapara

JlaHHbBIC KIMHIYECKUE PEKOMEH AU Pa3pa0dO0TaHbl C YYETOM CIICIYIOIINX JOKYMEHTOB:

1. «llopsaka okazaHUS MEIUIIMHCKON TIOMOIIIM JETSIM MPU 3a00JIeBaHUSX IJ1a3a, €ro
MPUAATOYHOTO anmnapara 1 OpOUTH», YTBEPKIEHHOTO nprukazoM M3 PD Ne 442H ot
25.10.2012 1.

2. MexnayHapoHasi kaaccudukanus 6oae3Hell, TpaBM U COCTOSHUMN, BIMSIONIUX Ha
3nopoBbe, 10-ro nmepecmorpa (MKbB-10) (Bcemupnas opranuzanusi 3paBoOXpaHECHHS)
1994.

3. Howmenkiatypa MeAMIMHCKHUX ycayT (MUHHUCTEPCTBO 3paBOOXPAHEHHSI U COLIMATIBHOTO
pasButus Poccuiickoit @enepanun) 2011.

4. @enepanbHblil 3aKk0H «O0 0OCHOBaxX OXpaHbI 370POBbs rpakaaH B Poccuiickoit
®enepanun» oT 21.11.2011 1. No 323 @3.

5. Ilpuka3 MunucrepcTBa 3apaBooxpaneHus Poccuiickoit ®eneparuu ot 28 ceHtsaops 2020
r. N 10291 «O0 yTBepxkAeHUH ITepeuHel MEIUIIMHCKUX TIOKa3aHUI U IPOTUBONOKa3aHUI
JUTSL CAHATOPHO-KYPOPTHOTO JICUEHUS
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IIpniaoxenne b. AnropuT™m BeeHus] MAMEHTA

[Tanuenr c
MOJA03PEHUEM
Ha HJIC

v

Jlnarnoctuka

v

Het

Jlmarunos
MOATBEPKIACH?

Menuko-
TEHETHYECKOe
KOHCYJIbTHPOBaHHE
C MOJIEKYJISIPHOU
BepuduKanuen
JMarHos3a

IIponomkenue
JMarHOCTHYECKOrO
ITOVICKa B paMKax
IlpyrI/IX BO3MOXHBIX
3a00JIeBaHUH

Het HucnancepHoe
—» | gaOmronenue

Ecth mokazanust miist

reH03aMEeCTHTEIILHOMN

Tepanuu?

T'eno3amecturenpHas
TCpanus
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Hpuiaoxkenne B. Undopmanus 1is nanueHTa

HJC xapakTepu3yroTcs MporpecCHpyOIIMM CHIDKCHUEM 3peHus. B MitageHyeckom Bo3pacTe
MIPU OTCYTCTBUU (PUKCAITUU B30pa U 3pPAYKOBBIX PEaKIIMi, HATUIMH HUCTarMa, a TakyKe mpu
OTSITOIIIEHHOM CEMEHHOM aHaMHe3€ He0OX0IMMO 0OpaTUTHCS K OPTATBEMOIIOTY ISl HCKITFOUEHUS
BpPOXKIACHHOTO amaBpo3a Jlebepa. B Ooiiee cTapiiem Bo3pacTe MOsBICHUE Kalo0 Ha CHUKCHHE
3peHusl, yXYIIICHUE 3pEHUs B CYMEpPKaxX U TEMHOTE, HAPYIICHUH I[BETOONIYIICHUS, HAPYIIICHUN
NOJIeH 3peHHsI, UCKaKEHHUE MTPEIMETOB, KHUCKpP», HE00X0AUMO 00cae0Banne 0(hTaIbMOJIora ¢
nenbto uckmoderus HIAC. Jlna Bepudukanun quaraoza HJIC u yrouyHeHUs! TAKTUKY BEICHUS
HEO0OXOAMMO MPOUTH MOJIEKYJISIPHO-TEHETHIECKOE 00CIICI0BAHHE.

[Tocne reHO3aMeCTUTENBHON Tepauy HEOOX0IMMO CTPOTO COOIIOIATh CPOKHU JHHAMUYECKOTO
HaOJIIO/ICHNS U BBITIOJHSATh HA3HAYEHHOE JICYCHUE.
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Hpuioxkenne I'l1-I'N. IlIkana oueHKH, BONPOCHUKHU U IPyrue OlleHOYHbI€ HHCTPYMEHThI
COCTOSIHMSI MAIUEHTA, IPUBeAeHHbIe B KIMHNYECKUX PEKOMEHIausixX
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