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Cnucok cokpameHui
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IIP-nurMeHTHBIA PETUHHUT
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IPI' — 31ekTpOpeTHHOrpaMmMa

J0I'- 31ekTpooKyJIorpaMmma
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KMO — KucTOBHIHBIH MaKyJISAPHBINA OTEK
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AJl ayTOCOMHO-IOMUHAHTHBIH

AP- ayToCOMHO-penecCHBHBIH

X-cII. - X-cuenJeHHbI THII HacJ1eJ0BaHus

MKO3 — makcnMaJIbHO KOPPUTHPOBAHHAA OCTPOTA 3peHUs!



TepMHHBI U onIpeIeSIeHUst

HacaencrBennnie quctpodun ceruyarku (HIC) — 310 o6mmpHas rpynmna GeHOTHNMHYECKU U
TEHEeTUYECKHU T'eTePOTreHHBIX 3a00JeBaHUIl CeTYaTKH, MMEIONIMX IPOrpEeCcCHpYIOIIee TEUCHHE,
NPUBOJAIINE K HAPYIICHHUIO 3pUTENBHBIX (DYHKIUI, BIUIOTH IO CJIEMOTHI.

Hurmentubiii  perunur (IIP) — KiIuHWYECKM W TEHETHMYECKM TeTEpOreHHas TIpymmna
HACJIEJICTBEHHBIX 3a00JIeBaHUN CETYATKH, XapaKkTepu3yromuxcs nuddy3Hoil mporpeccupyromieit
JereHepalyel  MperMYIIeCTBEHHO  IMaJOYKOBBIX  (DOTOPEHEeNnTOpoB C  IMOCIEIYyoIen
JereHepanuen KoJI00YKOBBIX (POTOPEHENTOPOB U MUTMEHTHOTO snuTenus cerdatku (I19C).
FOBeHM/IbHASI MAKYJIAPHAs IMCTPOQUsi— TPyIIa HACIEACTBEHHBIX 3a00JIeBaHUI LIEHTPAIbHOM
30HBI CETYATKH, MaHupecTupytomas B 1-2 nexaje sKu3HH.

boaesns IMraprapara (BILI) — Haubosiee pacnpocTpaHeHHass (opMa FOBESHUIBHBIX
MaKyJISPHBIX AUCTPOPHUIA, Yalle BCETO C ayTOCOMHO-PEIIECCUBHBIM THIIOM HACIJI€JIOBAHMSL.
BecrpodunonaTusi- rereporeHHas rpymnma HEHTPAIbHBIX JUCTPO(HIA CETUYATKH, BBI3BIBacMast
M3MEHEHHUSMH B T€HAX, OTHOCSIIUXCA K Tpynne 0ecTpoguHOB, Hanboiee paclpoCTpaHEHHBIM U3

KOTOpBIX siBisieTcss BESTL.

bose3nb becra (bbB) - ButemnmudopmHas MakynspHas AUCTpodusi, OTHOCAMIAsCT - K
OecTpoUHONATUSAM C ayTOCOMHO-JIOMHUHAHTHBIM TUIIOM HACJEJIOBaHUs, B JIETCKOM BO3pacTe ¢
MOSIBJICHUEM JKEJITOr0 WM OPaHXEBOTO BHUTEUTM(DOPMHOIO oyara B MaKyJISIpHOW OO0IacTH.
3a0osieBaHre HMMEET CTaJWWHOE TEYEeHHEe, IPOTEKalollee B TEUEHHE HECKOJIbKUX JeT C
MPOTPECCUPYIONINM  HApYIIEHHEM 3pUTENbHBIX (GYHKIUH. OTIMYUTENBHBIM — MPU3HAKOM
3a00JIeBaHUS SIBISIETCS 3aMETHO OTKJIOHSAIOIIAsACS OT HOPMBI 31eKkTpookynorpamma (D0I) Ha
BCEX CTaJUsAX 3a00JI€BAHMUS.

Bpoxnennblii amaBpo3 Jledepa (BAJI)— reneTryecku rereporeHHasi rpyra HacjaeICTBEHHbBIX
3a00JIeBaHUN CeTYaTKU, MaHU(ECTUPYIOIINE C POXKACHUS (YacTO) WIM B pPaHHEM JIETCKOM
BO3pacte (peaKo), ¢ MEePBUYHBIM BOBICYCHHEM IAJIOYKOBOIO ammapaTa CeTYaTKH, KOTOphIe
MPUBOAAT K 3HAUUTEIBHOM TMOTEepe 3peHus B paHHEeM Bo3pacte. OTIMYUTEIbHBIMU MTPU3HAKAMU
MaTOJIOTUH SIBIIAIOTCS COUETAHWE HHCTarMa (Yamie - TUIaBAaloIIEro), BsUIOM WM TOYTH
OTCYTCTBYIOIIEH 3pauyKOBON PEAKIMH, CBETOOOS3HH, OKYIO-TUTHTAIBHOTO (TIIa3-MajbIIEBOTO)
cumnroma. BAJI, yuuThiBas 3THONATOre€HE3, SBISETCS OOHOM M3 YACThIX MPUYUH
WHBAJIMIM3alMK 1eTed panHero Bo3pacrta ¢ HIC.

KoaboukoBas aucrpopus (KJ) n koadouxoBo-nanoukoBass aucrpopus (KIII) — sto
reHeruuecku rereporeHHas rpynna HJIC, xapakrepusyromascs wuckmouutenbHo (KI) wmm

nepsuuHo (KI1J]) maronorunueckum n3MeHEHHEM KOJIOOUKOBBIX (DOTOPEIENTOPOB CETYATKH.
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Kparkas undopmanus mo 3a00;1eBaHNI0 UJIH COCTOSTHUIO (rpynie 3a00/ieBaHUIl WIN
COCTOSIHM)

1.1 Onpenenenue 3a00J4eBaAHNUS UM COCTOSIHMS (TPVIIILI 3200/J1€BAHMI MJIN COCTOSTHHIA)

1.1 Onpeaeaenne 3a00J1€BaHUsl WM _COCTOSIHUS (Tpynnbl__3a00JIeBAHUI _WJIN

COCTOSIHMIA)

HacnencrBennsie nuctpoduu ceTyarkd — 3TO OOWIMpHAs Tpymna (PEeHOTUNHYECKH U

TEHETUYECKU T'€TEPOreHHBIX 3a00JIEBaHUI CETYaTKU, MMEIOIIMX MPOTrPECCUPYIOIIEE TEUYEHHUE,
NPUBOAIINE K HAPYIICHUIO 3PUTEIBHBIX (YHKIWH, BIUIOTH 10 cienotsl. s nekotopeix HJAC
CBOMCTBEHHO MEUICHHOE IPOrPECCUPOBAHHUE C MO3JHUM HAYaJIOM, TOIJA Kak I APYruX -
OBICTpOE MpOorpeccupoBaHue U paHHee Havalo (MjaJeH4ecTBO/paHHuM neTckuit Bo3pact). HIC
MO>KHO Pa3JeIUTh Ha U30JIMPOBAHHBIE U CUHIPOMHBIE C BOBJICYEHUEM JIPYTUX CUCTEM OpPraHOB.
Jannast rpynma 3a0ojieBaHUN MOXXET HMETh JI00OM THI HAclEJOBAHUS: ayTOCOMHO-
nomuHaHTHBIN (A/]), ayrocomHo-penieccuBHbil (AP) n X-creriennsiii (X-CI1.), TUT€HHBIN.

1.2 DTHOJIOTHS ¥ IATOreHe3 3200/1eBAHNS WJIH COCTOSIHUA (TPYNNbI 3200/1¢BAHUI HJIH

COCTOSTHMI)

Bonee 260 renoB acconuupoBaHbl C Pa3TMYHBIMU 3a00JIEBAHUSIMU CETYATKU, U3 KOTOPHIX

noxasssitoee uncio — ¢ HJAC [1]. Hna HAC xapaktepHa reHetuuyeckas reTepOreHHOCTh U
KIMHUYecKHi momumopdusm. Takum oOpa3oMm, MyTalMd B OJHOM T'€HE MOTYT BbI3bIBAThH
pasnnunble popmbl HJIC, u B Toke Bpemst cXOAHbIe (PEHOTHUINYECKHE TPOSIBICHUSI MOTYT OBITh
pe3yapTaTOM MyTaluu pa3HbiX TeHoB. [laTtorenernueckne mexanm3smbl HJIC upe3BbvaitHO
MHOT000pPa3HbI U 3aBUCAT OT MOPAKEHHOIO I'eHa (T€HOB) U TUIIA MyTallUH.

CormacHo MexayHaponHoro kiaccupukaropy Oonesneir 10 mepecmorpa (MBK-10)
NPAaKTUYECKON NesTeIbHOCTH Bpadei-o(pTanbMOJIOroB BhIEIIOT cieaytomue ocHoBHble H/IC
[2-4]:

[Turmentusiit petunut (I11P)

bonesnp HlTaprapara (BLL)

Buremnudopmusie makynoauctpoduu (6ectpodunonatuu, B T.4. 601e3Hb becta (bb))

Bpoxnennsriii amaBpo3 Jlebepa(BAJI)

a & w0 N e

Kon6oukoas muctpodus (KJ) u konboukoBo-nanoukosas nuctpodus (KITJI)

Itunogorua u naroreues [P



OtuonornyeckuM  ¢dakropom [IP, oTHOcAmMXcs K H30JIMPOBAaHHBIM  HACIEACTBEHHBIM
3a00J7IeBaHUSAM, SBISIOTCS HAJIWYHME IAaTOJOTHYECKUX HYKJICOTHIHBIX MOCIEeNI0BATEIbHOCTEH
(mytanuii) B oqaoM u3 6osiee ueM 100 renoB [5]. I'ensl, Be3biBaromume [1P, MokHO pa3aenuTs Ha
BIIUSIOLINE HA Kackaa (POTOTpaHCAYKLNHU, PETUHOUIHBIN LIUKII, CTPYKTYPY (OTOPELEnTOPOB WU
IpYryl0 OHOJIOrMYecKyl0 (QYHKIHIO (DOTOPEHENTOPOB M IMUTMEHTHOTO SIUTENHS CEeTYaTKU
(IT2C) [6]. TarueHTHI ¢ OTHUM U TEM K€ TeHHBIM J1e()eKTOM MOT'YT UMETh PAa3IUYHYIO CTEIIEHb
TSDKECTH 3a00JIeBaHUsl B ONPENEICHHOM Bo3pacTte. HecMOTpsi Ha TOCTHKEHHS B MOJIEKYJISIPHO-
FeHETUYECKOI TMarHOCTHKE cuuTaeTcs, 4YTo okojio 30% oTHOcATCSA K 3a00JIeBaHUSIM HESICHON
stuonioruu [7, 8]. [IMrMEHTHBIH PETHMHHT MOXET HMMETh ayTOCOMHO-PEIECCHUBHBINA (4YacTo),
ayTOCOMHO-JIOMHUHAHTHBIN (pexe), X-CleIeHHbIN (PEIKO) TUIIbI HACIEIOBAHUSI.

Ituosiorus u narorene3 BIII

BIII - renernuyecku reTeporeHHoe 3aboiieBaHHE, B OOJBIIMHCTBE CIy4yaeB BBI3BIBAEMOE
mytauusamu B rene ABCA4. 3aboneBaHne MOXXET UMETh ayTOCOMHO-PEIIECCHBHOE (4acTo) U
ayTOCOMHO-JIOMHUHaHTHOE HacienoBaHue (peako). benok ABCA4, kogupyemblii 0lHOMMEHHBIM
TE€HOM, OTHOCUTCS K OOJIbLIIOMY ceMeHCTBY TpaHcMeMOpaHHbIX AT®d-cBs3bpIBaOIINX KAaCCETHBIX
MEPEHOCUYUKOB U MPEACTaBIsET cOO0W peTHHOCHENU(PUIECKH MeMOpaHHBIH OENOK, KOTOPBIH
JKCIIpECCUpPYETCs B JAMCKaX HAPYKHBIX CErMEHTOB TMAJlOYKOBBIX W KOJIOOYKOBBIX
dotopenienitopoB. ITOT Oenok ucnonbdyeT sHepruto ATD mus neperHoca N-peTuHuMI-
docharummnitanonamuHa(A2E), ydacTByOmero B pPEHHUPKYISIHUA PETHHAJS, WIPAIOIICTO
BaXHYIO poiib B 3puTenbHoM nukie. Hakornenne A2E B [19C BbI3bIBaeT MOBPEKIECHUE CAMOTO
[13C u BTOpHUHYIO anbTepanuto u rubens ¢poroperentopos [9]. [larorenHsle U3MEHEHUs B TeHE
PROM1, sBnstorcs sTHONOTHYEeCKHM (aktopom Oone3nu Illraprapara ¢ ayToCOMHO-
JOMUHAHTHBIM THIIOM Hacie[oBaHus. B HacTosiee BpeMst myTtanuu B reHe ELOVL4 cBsi3HBI C
Ne0I0TOM ayTOCOMHO-IOMMHAHTHOM IITaprapAT-nmofgooHoi auctpodun ceryaTkd. OnucaHo
6onee 900 paszmuunbix mytanuii B rene ABCA4, BkIIOUarolmx MHCCEHC, HOHCEHC, MYyTalluu
caiita crlalicuHra, riiy0DOKue MHTPOHHBbIE MYTAllUH, JEJCIHUH CO CABUIOM PaMKHU CUMTHIBAHUS,
JUISl KOTOPBIX TOKa3aHa CBA3h C JereHepanusamu ceryatku [10].

ITHOJIOTHS U aTOreHe3 decrpopuHonaTui

Myrtaiun B reHe BEST1  cBs3ambl ¢ yBenIMYEHHMEM  YHCIAa  YHAcJEIOBaHHBIX
oTaTbMOJIOTUYECKUX  3a00JieBaHUM, KOTOphlE B COBOKYIHOCTH TMOJYYWJIM Ha3BaHUE
«bectpodunomarum» [11]. M3BectHO 60mee 200 myTtaruii BEST1, koTopbie BEI3BIBAIOT HE MEHEE
5 HAC, Bkmovas BUTeTUGOpMHYIO MakylsipHyto auctpoputo becra (BVMD), ayrocomHo-
peueccuBHylo Oectpodunonaruio (ARB), ButemmdopMHy0 MakyIspHYIO AUCTPOPHIO C

no3gauM  HadaioM (AVMD) u  ayTOCOMHO-JOMHHAHTHYIO BHUTPEOPETHHOXOPHOUIOTIATHIO

(ADVIRC).



JtHosorus u narorese3 BAJI
Bpo:xnennsbiii amaBpo3 Jledepa (BAJI)— reHeTHYeCKH reTepOreHHas TPpyIina HacleICTBCHHBIX
3a00JIeBaHUN CeTYaTKH, MaHU(ECTUPYIOUIMX C POXKIACHHUS (4acTO) WJIM B pPaHHEM JIETCKOM
BO3pacte (peaKo), ¢ MEPBUYHBIM BOBJICUCHHEM MAJIOUYKOBOIO armapaTra CeT4aTKH, KOTOpPbIE
OPUBOAAT K 3HAYUTENBHOW MOTEpe 3peHHsl B paHHEM Bo3pacte. 3a00JeBaHHE HMEET 4Yarle
ayTOCOMHO-PELIECCUBHOE  HACJIEJOBaHME, OJHAKO MMEIOTCSI BAapUaHTBl C  ayTOCOMHO-
JOMHHAHTHBIM TUIIOM HACJIEI0BaHUSI.
OTnUYUTENbHBIMU  TIPU3HAKAMU [aTOJIOTUU  SABIAIOTCS COYETaHME HHcTarmMa (dame -
IUTABAIONIETO), BSUIOM WM TIOYTH OTCYTCTBYIOIIEH 3payKOBOM peakUuH, CBETOOOS3HH,
OKYJIOZUTUTAJIBHOTO (IJ1a3-najiblieBoro) cumnroma. BAJI, yuutsiBas 3THOnaTOreHes, ABISETCS
OJIHO M3 YaCThIX MPUYMH UHBATUAU3AIMY JIeTeil paHHero Bo3pacta ¢ H/C.
YcranoBieHo 24 KIMHHMKO-TeHeTHUYeckue ¢opmbl. Makopusie rensl (GUCY2D, RPEG65,
SPATA7, AIPL1, LCA5, RPGRIP1, CRX, CRB1, NMNAT1, CEP290, IMPDH1, RD3, RDH12,
LRAT, TULP1, KCNJ13), cBsi3aHHbIC ¢ JaHHOM IPYIIOH 3a00IeBaHUi, UTPAIOT BAKHYIO POJIb B
HECKOJIbKUX MYyTAX Pa3BUTHSA U (DU3HOJOTHHM ceTyaTKu. B Hacrosiimiee BpeMsi U3BECTHO, YTO
usmenenust B reax CEP290 (15%), GUCY2D (12%), CRB1 (10%) u RPEG5 (8%) siBisitoTcst
HauOonee uacteiMu npuuuHamu BAJI [12,13]. Myranuum B TapreTHbIX TI'€Hax HapyllatoT
¢dororpancaykuuto (GUCY2D, AIPL1) pa3sutue u ctpykrypy ¢oropeunentopo (CRB1, CRX),
perunonaabii muka (RDH12, LRAT, RPEG65), tpancmoprt uepe3 pecHHUYKH (OTOPEIENTOPOB
(TULPI, RPGRIPI, CEP290). Ooun u3 TnaTOreHETHYECKUX MexaHu3MoB BAJl cBs3aH ¢
HapyIlIeHWeM Iporecca GOTOTPaHCAYKIIMU U3-3a HAPYLIECHUS 3pUTEIBHOrO LIUKIIA.
3puTEeNbHBI LUK HpEACTaBiseT coOoi cepuio (epMeHTATUBHBIX peakuuid mexay [19C u
HEHPOCEHCOPHOU CeTYaTKOM C 11eTbI0 MeTa0oIu3Ma MUIEeBOTO BUTaMuHa A B 11-1uc-peTHHAaNb
¢ oOpazoBanueMm Qoronurmenta. be3 11-muc-pernnans kackajl (HOTOTPAHCAYKIMH HE MOXKET
OBITh MHULMAIM3UPOBAH; TAKUM 00Pa30M, 3pUTEIbHbIE HEUPOHAIBHBIE CUTHAJIBI HE NEPEAloTCs
B 3pUTENIbHYI0 Kopy. (DYHKIMOHaJIbHas MyTalMs JO00Or0 W3 TeHOB, KOAUPYIOIIUX OeNKw,
KOTOpbIE KaTaIM3UPYIOT JHOOYI0 cepHio (PepMEHTAaTHBHBIX peakiuil mo BbIpaboTke 11-mmc
CeTYaTKH, MOXET OJIOKUPOBATh 3PUTEIbHBIN IMKJI U NMpUBOAUTH K cumnromam BAJL. Cszb
MEXJy BpPOXKJIEHHBIM HapylIeHHeM MeTa0oju3Ma BUTaMUHAa A B ceTyaTKe U JlereHepaiueit
doTopenenTopoB OcTaercsd JAUCKYTAaOENbHOM W B HACTOSIIEe BpeMs SBISETCS aKTUBHOM
00J1aCThI0 OMOMETUIIMHCKUX UCCIIEIOBAHUM.

Jrnonorus u narorenes KJI U KIII. K/{ u KIIJI — reneTudyecku rereporeHHas rpymnmna
HACJIECTBEHHBIX  3a00JeBaHUIl ceTYaTKu C  ayTOCOMHO-IOMHHAHTHBIM, ayTOCOMHO-

PEUCCCUBHBIM WJIN CUCIIJICHHBIM C X'XPOMOCOMOI\/'I THUIIOM HaCJICIOBaHU. HpI/I KOJIOOYKOBBIX
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JUCTPO(UAX BOBJIEKAETCS B MATOJOTUYECKUI MPOLIECC TONBKO KOJIOOUYKOBAasi CUCTEMA CETYATKH,
Opd  KOJIOOYKOBO-TIAJIOYKOBBIX - BTOPUYHO TMOpakaeTcsi M NaloukoBas cucrema [14].
BonpmmucTBo renoB K/ u KII/ komupyroT cTpyKTypHBIE OenKu (OTOPElenTOpOB Ui OCNKH,
ydacTByrouie B (GOTOTpaHCAyKUMU. M3BecTHO 6 TeHOB, OO0YC/IaBIMBAIOIIUX pa3BUTHE
npeumymectseHHo KJ[ (CACNA2D4, CNGB3, PDE6C, PDE6H, OPN1LW, OPN1IMW) u Gomnee
30 renos - KIT/I. He menee 10 renoB (manbosnee wacto GUCY2D, CRX) obycnaBnuBaor A/
Hacienosanue, He MeHee 2 (RPGR, CACNALF) - X-cuemnenHoe peueccuBHoe. [Ipu 3ToM psif
reHoB (GUCAIA, ABCA4, CNGA3, RPGR) acconuupyrotcs ¢ pazsutueM kak K/, tak u KIT.

1.3 DnuaemMuoJiorus 3a00JeBaHus WM COCTOSTHUS (IPYyIIbI 3200 1eBaHUI HJIH COCTOSTHUN)

Hecmotpst Ha To, uto H/IC oTHOCATCA K peakum (opdaHHBIM), 3a00JCBaHUSMHU, OHU
ABJIAIOTCS COLMAIbHO 3HAUYMMBIMM II0 TPUYMHE BBIPAKECHHBIX HApPYLIEHUH 3peHus u

HWHBAJIMAHOCTHU Y JIIOAEH IETCKOTO U pr,[[OCHOCO6HOl"O BO3pacTa.

IIP Bctpewaercsa ¢ yactoroit 1:3000 -1:5000 [15] m sBhseTcss OCHOBHOM NPUYMHOMN
HapyIIEHUs 3PEHUS U CJIETIOTHI, OT KOTOPO# cTpaaaroT Oosiee 1,5 MUIIIMOHA TAIMEHTOB BO BCEM

MHpE.

boaesny Ilraprapara (BII) Bctpewaercs ¢ wactorod  1:8000-1:10000.
BIII cocraBnser oxomo 7% Bcex pnerenepanuii ceryaTku [16]. BIII nHambGonee wyactas

HacyencTBeHHas AP makynspHast TuCTpodus ISTCKOTo BO3pacTa.

becrpodunonaruu (BuTesIM(pPOPMHBIE IUCTPOPHMH) — pacIpoOCTpaHEHHOCTh bb
coctasisieT - 1-5000- 1:6700 [17]. PacipocTpaHeHHOCTh BUTEITM(POPMHOM MaKyI01ucTpoduu ¢

HavajoM BO B3pociom Bo3pacte — 1:7400 -1 : 8200 [17].

Bpoxnennsnlii amaBpo3 Jlebepa - pacnpoctpaneHHocTh BapeupyeT oT 1:30000 no
1:81000. D10 3aboneBanue sABIsETCS HanOoJiee YacTOM MPUYMHON HACJIEICTBEHHOW CIENOTHI B
JIETCTBE U cocTaBisieT Oosee 5% Bcex AucTpoduii ceryatku aerckoro Bo3pacta. BAJI sBusercs
OpUYMHOM cienoTel Oonee ueM y 20% gereif, MOCENIAIONUX INKOJbI JUIS CIENBIX U

CI1a0OBUIAIINX.

KonbOoukoBele u  KOJIOOYKOBO-MANOYKOBBIE  JaucTpoduu.  PacmpocTpaHeHHOCTb

onieHuBaerca kak 1 Ha 1:40000[14].

1.4 Oco0eHHOCTH KOAMPOBAHHSA 3200J1€BAHMSA WJIH  COCTOSAHHA (rpynnbl

3a00J1eBaHUIi WJIH COCTOSHHN) 1m0 MeRIVHAPOAHOH CTATHCTHYECKOH KJaaccudbukanuu

00Jie3HeH U MPo0JieM, CBA3AHHBIX CO 310POBLEM

H35.5 — HacsieacTrBeHHbIe peTHHAJIBHBIE TUCTPOGUHN



1.5 Kiaaccuduxkanus 3a00JeBaHus] WJIH COCTOSHUSA (Irpynnbl 32001e¢BAHNI HJIH COCTOSTHHI)

Hcxons u3 stvonarorenesa, kinHudeckod kaptunsl HIAC v nuTepaTypHBIX NaHHBIX B
HACTOSIIIMHA  MOMEHT  II€JeCOO0pa3HO  CHUCTEMAaTH3UpPOBATh  PACCMATPHUBAEMYIO  TPYIIILY
3a0o0eBaHui cieayromuM oopa3om (agantupoBano o Berger,7):

1) muctpoduu ¢ mpeobnamanueM HapymieHHsS (QYHKIUH MaJIOYKOBBIX (DOTOPEIEHTOPOB
Hajx KoibOoukoBeiMU. K muctpodusim ¢ mpeoOnamaHueM HapymleHUs (YHKIHWU MAJTOYKOBBIX
¢doToperenTopoB OTHOCAT HambOJNee YacTO BCTPEYAIOIIUECS — MHUTMEHTHBIM PETHHHUT U
NAJIOYKOBO-KOJIOOUKOBYI0  JUCTpOduio. IIUrMeHTHBIM  peTMHUT  SBISETCS  MPUYUMHON
c1ab0BHICHHSI WITHA CIICTIOTHI Y 1,5 MiTH manueHToB. K 3Tol rpyIine OTHOCAT TakyKe BPOKICHHBIN
amaBpo3 JleGepa (BAJI), nuctpoduro ceryarkum ¢ panHuM HauaioM (EOSRD), tsoxemyro
mucTpoduio ceryaTku ¢ HadanoM B panHeM jaerctBe (SECORD) ¢ BpokIeHHBIM WIH paHHUM
HapyIICHUEM 3pUTENbHBIX (DYHKIUH.

2) nuctpoduu ¢ mpeodbiagaHueM HapylieHHs QYHKIMH KOJIOOUYKOBBIX (DOTOPEENnTOPOB
HaJl TAJIOYKOBBIMHU (BKJIIOYAsl HACJIEJCTBEHHBIC MakyJsipHble auctpoduu). K gerenepammsm c
npeobiiaganreM HapymeHus: QYHKIUN KOJIOOYKOBBIX (POTOPEIETITOPOB OTHOCST KOJIOOYKOBBIE U
K0JI00YKOBO-TIAJIOUKOBBIE AUCTPO(HM; K ITOH K€ TpyIe OTHOCAT MaKyJspHbIEe JAereHepaluu
(6onesnp LlTaprapara, 6one3np becra u ap.).

Juctpoduu  ceTdyaTku  OBIBAIOT HECHUHJAPOMHBIMH, WM  HW30JHPOBAHHBIMHU, U
CHHJIPOMHBIMH C BOBJICYCHUEM JPYTHX CUCTEM OpraHoB (cHHIpoM Atepa, cunapom Jloypenca-

bapne-bumis u ap.).

1.6 Kiimaudeckass KapTHHA 3200J1eBAHUSA WJIH COCTOSAHUA (Tpynnbl 3a00JJeBaHUI HJIH

COCTOSIHMI)

Kaunnveckue nposiBienusi I[P — Hapymenuss 3peHus oObIYHO TpPOSBISAIOTCS B BHUJE

HUKTAJIONHUU U TPOTPECCUPYIOLIEH MOTepH MOJIs 3peHHs], KOTOphle 00YCIIOBJIEHBI NMOPaXKEHUEM
NAJIOYKOBOW cHUCTeMBbl ceTyaTKd. KiuHudeckas KapTHHa TpEACTaBlIEHA KIACCHYECKON
«TpHUAION»: MUTMEHTHBIE U3MEHEHUS CETYaTKU (3TO MOKET OBbITh T'MIIONUIMEHTalus U / WIH
TUMEPIUTMEHTAlsl B BHUJE CKOIJICHMH INUIMEHTa IO TUIY «KOCTHBIX TeJel»), CyXeHHe
apTepuosl, U «BOockoBHIHas» OnenHocTs J[3H. XapakTepHble MUrMEHTHbIE U3MEHEHUS MMEIOT
MECTO Ha cpeAHed mnepudepuH TIa3HOrO JHA, KOTOPOE MPEICTABIEHO MMPEUMYILECTBEHHO
NajoYKaMy, W3MEHEHHUs TIJIa3HOro JHa CHUMMeTpuuHbl [2,4,6]. Y HEKOTOphIX MalMeHTOB
BCTpevatoTcsi ocnoxkHeHuss [IP BkirowaroT 3amHIO CyOKamncymspHyro KaTapakty (45%),
KUCTOBUAHBIH MakymsipHbiii orek (KMO) (10 - 50%), ¢opmupoBaHue >SHUpEeTHHATHLHOU

MakynsgpHoi MmeMOpanbl (OPM) [6,18].



Heo6xomumo ydecth, uto [IP MOXKeT SIBASATHCA YacThiO CHHIPOMHOTO 3a00JICBaHUS, B
TOM 4YHCle cuHApoMa Amepa, cuHapoMa bapae-bumid, HEMpOHAIBLHOrO LEPOUIOTO
munodpyciuuHo3a  (6one3snr  barrena), Oomesnm  Pedcyma  (mommHeBpHTONOI0O0HASA
reMepationuyeckas — repejoarakcus),  a-Oera-nmunonporemHeMuss  (OonesHr  bacceHa-

KopHniiseiira), cemeiinbiii 1oBeHWIbHBIM HedpoHOodTH3uc (cuuapom Cenuopa-JIokeHa) u psaa

JIpYIruX.

Bospacm mauwana u cxopocmb npocpeccupogaHus. HApYUICHHE 3pUTEIbHBIX (DYHKIHIA
nposiBieTcs JeeKTaMu Ha cpeqHel nepudepun Mot 3peHHs B MOJIOJOM Bo3pacte. OmgHako

ne6tot [1P yacTo mpuxoauTcst Ha MOPOCTKOBBIA BO3PACT.

Knununueckue nposiiaenusi BIII. BIII xapakrepusyercs 1ByCTOPOHHEH MOTEPEH LIEHTPATBHOTO
3peHUs C HaJu4ueM aOCONIOTHBIX/OTHOCUTEIBHBIX MOTUMOP(PHBIX CKOTOM. YXY/IIEHHUE 3pEHUS
owicTpo miporpeccupyer. OcTpoTa 3peHust MoxkeT BapbupoBats oT 1,0 g0 0,005, npu >TOM suIIb
y O4YEeHb HEMHOTHMX [IAllUEHTOB 3pEHHUE YyXyJIUIaeTcss [0 [JBWXKEHUS pPyKd Yy JIHIA.
[lepudepuyeckoe 3peHue OOBIUHO HE CTpAJaAeT, HAapylIaeTcs LBeToollymeHne. CHUMITOMBI
BIIEpPBBIC MOABISAIOTCA Ha 1-2 nmekane »usHu. Kak npaBuio, npu HOpManbHON (PYHKIIMOHAIBHON
AKTUBHOCTH TepU(eprudecKoil ceTdyaTku OOHApYKHBAIOTCS arpouueckue oyaru B Makyle.
OCOOCHHOCTBIO TJIA3HOTO JIHA SBJISAIOTCSA JKENTOBAThIE TISITHA, KOTOPhIE MOTYT OBITh
pacroyiokeHbl BOKPYT (poBea, OrpaHUYMBAsACH MAaKYISIPHOH 00J7acThiOo, MM 3aHUMAaTh BEChH
3aHUI TOJIOC B MpeJesiax COCYAMUCTHIX apKaj WIM PacHpOCTPaHATHCA BILIOTH 0 DKBATOPA.
Pa3smepr! naren BapbupyroT o 100 1o 200 MM, TpaHUIBI UMEIOT Pa3HYIO CTENEHb YETKOCTH.
[Tpu mporpeccupoBaHuu 3a00eBaHUs NMSATHA MOTYT CIMBAaThCS M UCYE3aTh, OCTABIISAS yYacCTKU
atpoduu I13C u cnost xopuokanwsipoB. IIporHo3 ans 3peHHst 3aBUCUT OT BO3pacTa Hadasa
3a00JeBaHMs, NMPU STOM MALMEHTHl CO 3HAYMTENbHO CHUKEHHBIM 3pEHHEM B 0Oojiee paHHEM

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

Kenronaruucroe riaazHoe AHo — peakas popma H/IC, nosiBasiercs y B3pOCHIbIX MPH OTCYTCTBUU
M3MEHEHUH MaKyJspHOH o001acTh, MOXKET MpOoTeKaTh OECCHUMIITOMHO M OBITh CIIy4ailiHOMN
HAXOJKOM, BBIABIEHHOM mTpu odTambmoigorudeckoM ocMorpe. OcTpoTa 3peHHsS U

[[BETOOLIYIIIEHNE HAPYLIAIOTCS TOJIBKO MPU M3MEHEHUSX B MaKyJIsapHO# obnactu [2,4,19].
Kinnnuyeckue nposijienusi bb

bone3ns becra nmeeT 6 kauHUYecKux craaui [2, 4,20]:
Cramuss 1 (IlpeBuremnmudopmHas): HOpManbHOE 3pEHHE, HOPMAIbHBIE WM  TOJBKO

He3HaunuTenbHble n3MeHenusa [19C ¢ anomansaon DOI.
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II cranus (BuTemndopMHO-KENTOYHAS): KIACCUUYECKUM oyar <«IU4YHbINA xeaTok». 30% umeroT
SKTOMHYECKUE TopakeHuss. HopManbHOe 3peHue uiu HeOOobIas oTepst 3peHUsL.
Cranus 111 (IlceBnorunonuon): nepepacnpenenenue Iunodycunna. 3peHue Takoe ke, kak Ha 11
CTa/IUU.
Cramus IV (ButemmudopmHas Oo0e3Hb): pa3pylleHHE MaTepuaia mnpupaet ¢GOKyCcy BHUT
«SIMYHUIBI-00NTYHbU». 3PEHHE MOXKET OBITh AHAJIOTHYHBIM WM HECKOJIBKO CHIDKCHHBIM I10
cpaBHeHuto ¢ [ Illcragusamu.
V cragus (arpoduyeckas): ueHtpanbHas arpodpus I[IDC wum ceryaTku. 3peHHE MOXKET
BapbupoBats oT 0,6 10 0,1.
Cranus VI (XHB): 310 ocnoxuenue Bcrpevaetcs: npumepHo y 20% mnanueHToB. 3peHue 4acto
cHmxkaercs 1o 0,1 wim HuKe.
Jo 30% namnueHToB MOTYT UMETh MHO>KECTBEHHBIC OYaru - Tak Ha3bIBaeMas MYJIbTH(OKaIbHAs
bb. Ilpu »ToM ouaru Jokanu3yrTcs B ¢oBea U dKCTpadoBeasbHO, KOTOPhIE OOBIYHO HUMEIOT
MEHBIIME pa3Mepbl W TEHACHLMIO pacnojiaratbes Bblle B Makyne [21]. Bb - wame
JIBYCTOPOHHUH IPOLIECC, OIHAKO BCTPEUAETCs] U MOHOKYJIsipHOE nopaxkeHue. Haunnas co craauu
niceBgorunonuona, bb moxer ocnoxusaThes pazsutueM XHB (5 - 91%), B penkux ciydasx
Habo1aeTcsl POPMUPOBAHUE MAKYIISIPHOTO Pa3phiBa.

[Ipu Bapuante 3abojeBaHus C HadaaoM BO B3pocioMm Bo3pacte (AVMD) wamie
HAOJIIOJIAIOTCS MHOKECTBEHHBIE MEJKHE Ouark, paclojOKEHHblE Kak B Makyle TaK U

OKCTPaMaKyJIsIpHO.

Kaunnnyeckue nposiiienus BAJL.

BAJI - rpynma reHeTM4ecKHM T'eTepOreHHOM HACIEJCTBEHHOM MAaTOJIOTMH CETYaTKH, B
OCHOBHOM  XapaKTEPHU3YIOIIAsACS BBIPAKEHHBIM  CHIDKCHHEM  3PUTENBHBIX  (QYHKIMHA ¢
MJIaJIEHYECTBA, OJJHAKO UMEETCSl BapuadeIbHOCTh B 3aBUCUMOCTH OT reHeThyeckoil opmsl [13,
22]. BAJI xapakrepu3yeTcsi, Kak MHHUMYM, TpeMsl MpPU3HAKAMM: TSDKEIBIM U PaHHUM
HapyIICHUEM 3pUTENbHBIX (PYHKIIHMA, BSUIBIMA MU OTCYTCTBYIOIIUMU 3PAYKOBBIMU PEAKIUSAMHI U
pe3ko cyOHopManbHOM WM Hepeructpupyemoit OPI. Ero MokHO 3amogo3puTh B paHHEM
JETCKOM WJIM MJIaJICHYECKOM BO3pacTe y JeTed ¢ HHCTarMoM, IJIOXO PEarupyrolMMH Ha CBET
3paukamMu U HepeructpupyeMoit DPI', uHoraa ¢ HanMuueM «ria30-naiablEeBOr0» CUMIITOMA; TPU
3TOM O(TATEMOCKOIMYECKNE U3MEHEHUSI MOTYT OTCYTCTBOBATh U MPOSIBIATHCS MO3/IHEE B BHJIE
NATOJIOTUYECKOW MUTMEHTAllMd, «MpPaMOpPHOTO» TJIA3HOTO JIHA, aTpoPHUUecKUX OdYaros,
BockoBuaHOW Onemnoctu JI3H. /lmarHo3 mpum 5TOM 3a00JI€BaHWUUW SIBISAECTCS KIMHUYECKUM U

TpeOyeT MOJEKYJISIPHO-TeHETHYECKON BepudUKanuu reHerndeckoil ¢opmsl. IloaTBepikaeHue
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KIIMHUKO-TEHETHYeCKON (QopMmbl 3a0oeBaHusl 0a3upyercs Ha JAaHHBIX KapTUHBI TJIA3HOTO JIHA;
OPT’, OKT u MoneKyIsIpHO-T€HETUUECKON AUATHOCTUKE.

M3MeHeHHs CeTYaTKU HE SBISAIOTCS MATOTHOMOHUYHBIM TPU3HAKOM, CHEIHU(PHUECKUM IS
onpezaenenHoro noaruna. s BAJI taxke xapakTepHbl CBETOOOSI3Hb, HUKTAIOMUS, CHIKEHUE
3puTenbHbIX QyHKIHUH (00b19HO OT 0,1 710 MOTHOM CAETOTHI).

B penxux ciaydasx MOKET BCTpeuaThCsl KEPATOKOHYC [23].

Kimmnanyeckue npossienus KIT u KII

[lepBpIMH CHMIITOMAMHM JaHHBIX 3a00JIEBaHUN SIBISIFOTCS CHIDKEHHE OCTPOTHI 3pEHUs,
CBETO0O0S3Hb, HAPYIIICHNUE BETOOITYIIeHUs, Bo3MokeH HucTarM. KJ[ u KII]] wame neGrotupyroT
B JICTCTBE, OJHAKO, Kak W npu mnporpeccupyromux KJI, Bo3pact manupectanuu, CKOpOCTh
IPOTPECCUPOBAHMS U TSHKECTh IIMPOKO BAPBUPYIOT JaKe MPH OJHOM TE€HOTUIE 3a00JeBaHMA,
YTO XapakTepu3yeT KIMHUYECKUil momumopdusM. Hukramonusi mHosSBIsSETCS TO3KE B XOJe
3a00JIeBaHUs IIPHU BOBJICUCHUHU B MIPOIECC MAJTOYKOBOI CHCTEMBI.

Kapruna rmassoro ana Ha panned cragun K] m KIIJl HOpMmanbHas wnu oTmedaercs
JIeTKasi JIEKOJIOpalusi BHUCOYHOM TIOJIOBMHBI Aucka 3putenbHoro HepBa (A3H). I[lpum
porpeccupoBaHuu 3a0oneBaHus HaOmoAaTes "Murpanus” u arpodusi TUTMEHTa B MaKyJe C
KapTUHOHU "OuTOM OpoH3bI", Teorpaduyeckoil arpoduu win "ObIYbero riasa", cy:KeHue apTepuit
u no6nexnenue [I3H. [Ipu nopaxkenuu najgovex - u3MeHeHus Ha nepudepun, cxonusie ¢ [1P.
OctpoTta 3peHHMs BapbUpyeT, MpPH TSHKEJIOM TEUEHUM 3a00JieBaHUS B CPEJAHEM BO3pacTe
BO3MOXXHO HacTyrieHue ciabosunaenus (T.e. MKO3 nHike 0,05), uTo BO3HUKAeT paHblle, YeM
ipu I1P.

KJI u KIIJI pexe, uem [1P, MoryT OBITH 4acThbIO CHHIApPOMA.

2. lnarHocTHKa 3a00J1eBaHNs WM COCTOSIHHMSA (TPyNibI 3a00/1eBaHN 1N COCTOSIHHUI),
MeIHIMHCKHE MOKA3aHUS U NPOTHBONOKA3AHUSA K IPUMEHECHHIO METOA0B JHATHOCTHKH.

Kommenmapuu: /{uacnos H/[C evicmaenaiom Ha OCHOBaHUU J4CAN00, AHAMHECMUYECKUX
OGHHBIX, Pe3YIbmamos KIUHUYECKO20 —OpmanbMonocuieckoeo 00Ccie008anus, Komopoe
sKaOYaAem HAOoOp CMAHOAPMHBIX U  BbICOKOUHDOPMAMUBHBIX OONOJHUMENbHBIX MemOo008
UCCNEO08AHUSL U Pe3YIbMAmo8 MOJEKVIAPHO-2EHEMUYeCKOU OUACHOCMUKY  (CeK8EHUPOBAHUE
nocneonezo  nokonenus  (NGS), npamoe  cexsenuposanue no  Csuneepy). Iloanoe
ogpmanvmonozuyeckoe ob6cnedosanue GkaOYaem 6 cebs  GU3OMEMpPUIo,  MOHOMEMpUro,
OUOMUKPOCKONUIO, OQMANbMOCKONUIO, A MAKXHCe NPOBOOUMCA ONMUYECKAs KO2EePeHMHAs
momoepagusa (OKT) makynaproii obnacmu u nepumempusi. Bvinoansemces gpomopecucmpayus
2NA3H020 OHA. Y HEKOmopviX NayueHmos8 OCMOMp 2l1a3H020 OHA HeBO3MOCEH (8 C8s3U C
HeNnpo3PauYHOCMbI0 ONMUYECKUX Cped U3-3d UBMEHEeHUll XPYCMAIUKa) Uil OSpaHuyeH u3-3d
svipasicennoco Hucmazma. ObszamenvHoe 1eKMpoPuU3UOIOUYECKOe UCCTIe008aHUe BKIIOYAeN
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IeKmpopemuHocpagpuro (MaxkcumanvHas (obwas, Konboukoso-nanoukosas  IPI).
Ipuusmenenusax 6 MmakyiapHou obnacmu — Makyuapuylo  (noxaivuyio) OPIT uiu
myavmugoranvuyro (m¢pIPI'), eciu 6ozmoxncrno, nammepu-IPI .

2.1 ’Kaao0bLl 1 aHAMHE3

° Pexomenayerest cOop xamo6 y Bcex mnamueHtoB ¢ HJIC ¢ 1enbio  BBISBICHUS
CUMIOTOMOB, KOTOPBIE TIO3BOJISIT IOCTABUThH PABUIIBHBIN JUarHos [2].

VpoBeHb yoeautenbHocTH pekoMeraammii C (ypoBeHb JOCTOBEPHOCTH J0KA3aTEIbCTB — D).
Kommenmapuu:

V nayuenmos c IIP nepsonauanvhsie x#canobbl KI04AI0OM MPYOHOCMU ¢ adanmayuel K
memHOme U HOYHYIO CAenomy (HUKMAionuro), dHaniobvl Ha evinadeHue nos 3peuus. Kax
npasuio, Ko2oa nayueHm oOocmueaem CcpeoHe20 803pacmad, Oe2eHepayusi YeHmpaibHblX
KOOOYeK npusooum K CHudceHuo ocmpomsi 3penus. O0Hotl u3 scanob nayuenmos c I1IP mozym
ovimbv  pomoncuu  [24].Ilayuenmor ¢ IIP maxoice mocym ucnvimvléams c8emoO0sA3Hb U
HapyuweHue yeemoousyueHus: — OUCXPOMAamoncuio.

Kax npu ecex maxynapuvix oucmpogusx, npu BII u BB nayuenmuvl npeowvssisiom
oHcanobvl HA Heuemkoe 3peHue ¢ MeMHbIMU VUaACMKAMU (YEHMPATbHLIMU CKOMOMAMU),
HapyuieHue ysemoowyuenus. Ilepugepuueckoe 3penue 06biuHO He HapYULAEMCAL.

Ilpu BB na II-1lIl cmadusx makoice ommedaromcs Memamop@honcuu UCKaAMXCeHus: 8
yenmpansrnom nose 3penus [2].

BAJI moeym 3anodospums epau unu pooumenu y pedenka dauje epyoH020 803pacma C
HapyuweHuem 3paiuKkosvlX peakyuil, HUCmazmom, Omcymcmeuem npeomMemHo20 3petus, ¢ OKyI0-
OUSUMATILHBIM CUMNIMOMOM (cumnmom Dpanueckemmu)[2].

Ipu K u KII so3nurxarom scanobel na c6emo60os3Hb U CHUNCEHUE 3PEHUSL.

° PexoMenayercsi coOupath aHaMHE3 y BCEX MAIMEHTOB C IEIBIO0 BBISBICHUS (PAKTOB,
KOTOpbIE MOTYT TIOBIUATH Ha BBIOOP TAKTUKU BeleHUS. Bo BceX BO3MOXKHBIX CIydasx
Heo0XoauMo coOpaTh HAaCcIeICTBEHHBIN aHaMHe3 [2].

YposeHb yoenutesbHocTH pexomMenaanuii C (ypoBeHb J0CTOBEPHOCTH 10KA3aTEIbCTB — 5).
KommenTapun:

Cnedyem eviacnume Hanuuue cayiyaes HJIC cpedu 6aU3KuUx poocmeeHHuKos, Haiudue
CONYmMCmeYIowux 2nasHblX U CUCMEMHLIX 3a001e6aHuli ¢ Yeavlo OUACHOCMUKU U OYEHKU

npocHosa 3abonesanusl.
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BIIl, xax npasuno, o3uuxaem 6 Oemcmee U MAKHCE OMHOCUMCA K H0BEHUTbHbIM
Makyaapuvim oucmpoguam. Hacneocmeennvill anamues, Kaxk npaguno, coomeemcmeyem AP
MUny Hacieo08anusl; peoko 803moxcer AJ] mun.

bb, kak npasuno, o3nuxkaem @ oemcmee U maxice OMHOCUMCA K PAHHUM H0BEHUIbHbIM
makynapuvim - oucmpoguam.  Hacneocmeennvlti  anammne3 coomeemcmeyem A/l muny
HACNe008aHUS.

1Ipu BAJI anammnes xapakxmepusyemcsi 3HA4UMenbHol nomepeu 3peHus 8 MiadeH4ecmae.

Hacneocmeennvlii anamues, kaxk npasuno, coomgemcmeyem AP muny nacneoosanus.

K/T u KIT/T Mooicem so3nuxams 6 0emcmee, IoHOUECKOM Uil 83POCIOM 803pdacme.
Hacneocmeennwiii anammnes moscem coomeemcemeogamov A/, AP, X-cyennennomy munamu
HAC1e008aHUsL.

2.2 ®u3ukKajIbHoe 00CaAeT0BAHUE

dusukaabHOE 06CJ'ICI[OBaHI/IC HeI/IH(i)OpMaTI/IBHO.

° He pexomenayercsi (Qu3MkambHOE OOCICOBAaHHE C TIEIBI0 JAHATHOCTUKH U
nuHamuudeckoro Habmonenus npu HJC [2].

YpoBeHb yoenuTeabHoCTH pexkoMenaanuii C (YypoBeHb 10CTOBEPHOCTH J0KA3aTEIbCTB — 5)
° PexoMeHnayeTcsi HampaBiIsTh K CMEXKHBIM CIEHHAIACTaM (HEBPOJIOT, SHIOKPUHOJIOT,
TEHETUK W JApPYTrHue) Il KOHCYJNbTAIIMH TAIMEHTOB C IEJbI0 HCKIIOYEHHUS CHHIPOMHBIX
3aboneBanui [25].

YpoBeHb yoenuTeabHoCTH pexkoMeHaanuii C (ypoBeHb 10CTOBEPHOCTH J0KA3aTEIbCTB — 5)
Kommenmapuu: evi60p npochuns cneyuanucma onpeoensiemcs: 8 3a8UCUMOCMU OM HATUYUS )
nayuenma CUMNMOMOS CUHOPOMHO20  3a001esanus, Hanpumep, K Cypoono2am 0
noomeepocoerus cunopoma Awepa. Pexomenoyemcs Hanpasisams 6cex NAyueHmvl K 6paiy-
2eHemuKy

2.3 JIaGopaTopHbIe THATHOCTHYECKHE HCCAST0BAHUSA

o PexoMeHnayeTcsi MOJIEKYJISIpHO-TEHETHYECKAss TMarHocTUka BceM nanuentam ¢ HIAC ns
YCTaHOBJICHHSI KOPPEKTHOTO JuarHosa [26,27].

YpoBeHb y0eauTeJbHOCTH peKOMeHAanuil A (YPOBEeHb JOCTOBEPHOCTH J0KA3aTelbCTB —
2).

Kommentapuu: Bwiderenue JHK u3 nevixoyumos nepugepuieckol Kpoeu NaAyueHmos,
cobpannou 6 npobupky ¢ /TA (3munenouamunmempaykcycHou KUCI0motl), nposooumcs no
00HOMY U3 CMAHOAPMHBIX NPpomokon06 ouucmru J{HK.

° PexoMeHnayeTcsi TpOBEICHHE aHaIW3a TIOWCKAa TATOTCHHBIX MYyTallMid B TeHaX,
ces3anHbiX ¢ HJIC meTomom cexkBennpoBanusi HoBoro mokojeHus (NGS) Bcem manueHTam [26].

YpoBeHb yoeauTeJbHOCTH pekoMeHaauuii B (ypoBeHb JOCTOBEPHOCTH 10KA3aTEIBbCTB).
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KommenTapuu: Memoo ne npeounasnauen O onpeoeieHusi Yuc-, Mpauc-nojiodceHus nap
2emepo3USOMHbIX Mymayul, a makdxice 0N OYEHKU YPOGHS MEeMmUIUPOBAHUS, BbIAGIEHUs
XPOMOCOMHbBIX nepecmpoex, NOIUNIOUOUU, BbIAGNEHUS MYMAYULl 8 COCMOAHUU MO3AUYUZMA.

B cayuae obuapysicenus namonoeuuweckux nociedosamenbHoCmell HYKIeomuodo8 HeoOX0o0uUMo
8bINOIHUMY 2 IMan OUASHOCTMUKU.

B cnyuae omcymcmeusi oOHApysceHUss NAmMoa0SU4ecKuUx nociedo8amenibHocmell HyKieomuoos
U3-3a 02PaHU4eHUs Memood, KOmopwlii He N0360/Aem 6blA6IAMb UHCEPYUU U Oeneyuu OIUHOU
bonee 10 nap ocrosanuii, Mymayuu 6 UHMPOHHLIX 001ACMAX (3a UCKIIOYEHUEM KAHOHUYECKUX
caiimog chnialicuHea), eapuayuu OJIUHbLL NOBMOPOS8 (8 MOM HUCle IKCNAHCUU MPUNIEemos),
sapuayuy OIUHHbL 20MONOIUMEPOE (bonee 4 HYKIeomuoos), a makxdce Mymayuu 6 2eHax, y
KOMOPbIX 8 2eHOMe cywecmgyem Onu3Kuti no nociedo8ameibHOCMU napaioe (ncesoozen),
B03MOJCHO NO NOKA3AHUAM NPOBeOeHUe MYTbMUNIEeKCHOU AMNIUGUKAYUY TUSA30-CEA3HBIX NPOO
(MLPA- ananus).

PexoMenayercsi 2-0ii 3Tan MOJICKYJISIPHO-TEHETUYECKON AUATHOCTHKH - B CIIydae OOHapYKEeHUs
NAaTOJIOTUYECKUX HYKJICOTUAHBIX IOCIEA0BATEILHOCTEH B TapreTHoM reHe meroaoM NGS npu
AP-tune nacnenoBaHus 3a00JieBaHUS U JJIS BaJUAALUU BBIIBICHHBIX MU3MEHEHUN HE3aBUCHMO
OT THUIIa HACJIEJOBaHMs TMPOBOJIUTCS NpsMOe CceKBeHupoBaHue 10 CeHrepy BBISIBICHHBIX
n3MeHeHui [26].

YpoBeHb yoenuTEeILHOCTH peKoMeH1anuii B (ypoBeHb 10CTOBEPHOCTH 10KA3aTEJIbCTB — 2)

KommenTapuu: [lposooumcs noomeepoicoeHue namo2eHHOCmMu  énepevie  HAlOeHHbIX
BHYMPUSEHHBIX Mymayull 8 3aunmepecosantuvix cenax npu HJ[C ¢ nomowwio ananuzupyrowux
npeocKa3amenbHblX NpocPamMm, 00KA3ameabcmea omcymcmeus OGHHO20 USMEHeHUsl 8 8blOopKe
300p0BbIX  JI00EU  U/UMU Yy 300POBLIX YNEHO8 CeMblU, U, 8 Cayuae HeobXo0uMocmiu,

¢yHKL]uOHa]le020 AaHaAau3a.

2.4 UHCTpYMEHTAJIbHbIE JTHATHOCTHYECKHE UCCIET0OBAHUS

° Pexomenayercs Buzomerpus BceM nanuventam ¢ HJIC npu auarsoctuke 3abosieBaHUs,
JUHAMUYECKOM HaOJIOJICHUH M KOHTPOJE 3a JICYEHHUEM C LENbI0 OINPENENCHUsl TIKECTU
3pPHUTENBHBIX paccTpoiicTs [2,4,28-32].

YpoBeHb yoenuTelbHOCTH pekoMenaanuii C (YypoBeHb J10CTOBEPHOCTH 10KA3aTEIbLCTB — 5)

KommenTapum:
Ilpu IIP maxcumanvHo koppueuposannas ocmpoma 3penus (MKO3) uacmo coxpansemcs
8bICOKOU 00 KOHeyHou cmaouu 6onesnu, cuudcenue MKO3 goznuxaem npu eoseieueHuu 6

npoyecc Ko160uex yeHmpaipbHo2o omoena cemuamru [28].
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BIII uawe 6ceco nposeisemca 08YCMOPOHHUM — CUMMEMPUUHBIM — NPOSPECCUPYIOUUM
cnudicenuem MKO3 oo 0,2 - 0,005 [29].

Ilpu bbb He3nauumenvhoe CHUdNCEHUE OCMpOmMbvl 3peHus euvlasnsemcs Ha 2-3 cmaouu
3abonesanus, npoepeccupyem. Ocmpoma 3peHus MOdcem CHUNCAMbCA 68 PA3HOU CmeneHu Ha
pazHwvix enasax [30].

Ilpu BAJI y uacmu Oemeii BblAGNAEMC CHUNCEHUE OCMPOmMbl 3PEHUs, KOMOPOe MOACHO
uzmMepums no mabauyam, y Opyeux — CHUNCEHUe 3PeHUs He MOodcem Oblmb UMePEeHO
KOJUYEeC8EeHHO N0 MadIuyam us-3a 603pacma pebdeHKa Uiy HU3Ko20 3peHus U COOmeemcmeayem
cuemy nanvyes y auyd, OBUNCEHUIO PYKU Y Iuyd, NpasuibHol ceemonpoekyuu [31].

Ipu K1 U KIII chusicenue ocmpomul 3peHust AGNIAEMCs CAMbIM PAHHUM cumMnmomom[32].

o Pexomenayercst pepakroMeTpus BceM MalMEHTaM WM OINpeaeneHue pedpakiuu C
NOMOIIbI0 Habopa MpoOHBIX JTUH3 BceM manuentam ¢ HJIC mpu amarHoctuke 3abojeBaHUS,
JTUHAMUYECKOM HAOJIOJCHUM M KOHTpPOJIE 3a JIeYeHHeM ¢ Ienbio omnpeneiaeHuss MKO3
MaKCUMaJIbHO KOPPUTHPOBAHHOW OCTPOTHI 3pEHUS C IECJIbI0  OMNpENeiICHUs HaTu4us
COIYTCTBYIOIIMX aHOMAIHH pedpaKIi U BOZMOXHOCTH UX Koppekiuu [33,34].

YpoBeHb yoenutesbHocTH pekoMenaanuii C (ypoBeHb J0CTOBEPHOCTH I0KA3aTeJIbCTB - 5)

° Pexomenayercss odTanbMOTOHOMETpUsS (B TOM 4MCIE IOJ MECTHOM aHecTe3ueu c
MCIIOJIb30BAaHUEM pacTBOpa MECTHOro aHecteTvka) BceMm mnarueHntam ¢ HJIC mpu nuarnoctuke
3a00JeBaHNs, JUHAMUYECKOM HAONIOJEHUM M KOHTPOJIE 3a JICUEHHEM C LEJIbIO BBISBICHUS
HapyIeHuit opraiemoronyca [2-4,30-34].

YpoBeHnb yoenureqabHocTH pekoMenaanuii C (ypoBeHb 10CTOBEPHOCTH J0KA3aTEIbCTB — 5)
o PexoMeHnayercss OMOMUKPOCKOIUS MEPETHETO OT/IENa I1a3a U CTEKJIOBUHOIO Tejla BCeM
nanuentam ¢ H/IC npu nuarHoctuke 3a0os1eBaHus, AMHAMUYECKOM HAOMIOIEHUH U KOHTPOJIE 32
nedyenuem [33-35].

YpoBeHb yoenureabHocTH pekoMenaanuii C (ypoBeHb J10CTOBEPHOCTH J0KA3aTEIbCTB — 5)
KommenTapuu: ouomuxpockonus 2naza Heobdxoouma Oisi OYeHKU COCMOSHUS CMPYKMYp C
Yenvio OYeHKU NPO3PAYHOCMU ONMUYECKUX CPeO, OOHAPYICEeHUs NOMYMHeHUs XpYycmaniuxka (8
moMm uucne 3a0HeKancyasaprou kamapaxkmol npu [IP) unu KepamoxkoHyca npu OnpeoeneHHbix
KIUHUKOo-2enemudeckux gopmax BAJI [23] u Opyeoti namonocuu [35-37]. YHacmoma
603HUKHOBeHUs Kkamapakmul npu IIP cocmasnsem 46,4%, npu smom 93,6% u3 Hux

APUXOOUMCAHA 3A0HI0I0 cYyOKancynapHyto kamapaxkmy [35].
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o Pexomenayercss OGMOMMKPOCKOMNMS TJIA3HOTO AHA WM OQTAIBMOCKONHS B YCIOBHUSX
MEAMKAMEHTO3HOTO MujApHa3za (C MCHOJIb30BAHUEM AHTUXOJIMHEPTHUECKUX CPEACTB U
CUMIIATOMHUMETHUKOB, BKIoUYas (hUKCHpOBaHHBICE KOoMOWHamwu, Bcem mamueHtam ¢ HIIC Bcem
nanueHTaM MpU JAUAarHOCTUKE 3a00JeBaHUs, JUHAMMYECKOM HaONIOJIGHHM M KOHTpOJIe 3a
JICYCHUEM JIJISl OLICHKU M3MEHEHHUI Ha TJIa3HOM JIHE M UX aquHamuku [2,4,6,17-20,36,38].
YpoBeHb yoenuTelbHOCTH pekoMenanuii C (YypoBeHb 10CTOBEPHOCTH 10KA3aTeJIbLCTB — 5)
Kommentapumn: Onmumanshvlm MemoOOoM BblaslleHus USMEHEeHU CMpPYKmMypbl Cemuyamku U
J[3H senaemca ogpmanvmockonus (0bpammuas ogpmanbMocKonus Ha weneou 1amne ¢ TUH3AMU
60, 78 unu 90 Onmp, npamas opmanbMoCKonus Ha wjeiesoll iamne uepe3 YeHmpaibHyo Yacms
aunzel Tonvomana unu Ban Botinuneena).Y oemetl pannezo ospacma 0asi 0manbMocKonuu
UCNONb3YeMCsl NeOUaAMPUYecKds pPemuHalbHAas Kamepa u/uinu obpamuas ogmanbmMocKkonus,
NpeonoumumenbHo ¢ HAN0OHbIM OUHOKYIAPHBIM ohmanbmockonom. J{o ¢hapmakonocuiecko2o
PpacuupeHus 3padKka HyjicHo oyeHums 21yOuHy nepeoHeti Kamepbi.

o Pexomenayercst OuommkpodoTorpadusi TIa3HOrO JHA C HCIOJIb30BaHUEM (YHIYC-
KaMepbl WIM pPETUHAIbHOW MenuaTpuueckoil kamepel (IpU HAJIWYUM  TEXHUYECKOM
BO3MOXKHOCTH) narienTaM ¢ HJIC B ycnoBUsIX MeAMKAMEHTO3HOTO MHJIpHa3a MPH JUArHOCTHKE
3a0o0JieBaHusl, JMHAMUYECKOM HAOIIOICHUH U KOHTPOJIE 32 JICUCHHEM.

YpoBeHb yoenuteabHocTn pekomenaanuii C (ypoBeHb 10CTOBEPHOCTH J0KA3aTEIbCTB — 5)
Kommenrtapuu: HMsmenenus, evisgnsemvie npu IIP npu ogmanvmockonuu: nuemenmHlie
USMEHeHUs. CemyamKu (SunepnuemMeHmayus 6 8uoe CKONJIeHUll «KOCMHbIX meneyy» U nueMeHma
wunu eunonuemenmayus,  Ooenuemenmayus u ampogusa I13C), cysxcenue apmepuon u
«8ockosuonasy oaeonocmv J[3H. Xapaxmepuvie nuemenmmuvle u3MeHeHUs JOKAIUZ0BAHbI HA
cpedHell nepugepuu 21azHo20 OHa, 20e 8blCOKAs NIOMHOCMb nanoyek. Kaxk npasuno, usmenenus
2Na3H020 OHA 4acmo cumMmempuuusl Ha oboux enazax. bBecnuemenmuwiii I[IP (nanouxoso-
Konboukosas — oucmpogus)  xapakmepuszyemcs — Oenuemenmayueli/nepepacnpeoeieHuem
nuemenma w/unu ampoghuei PI1D, cysxcenuem apmepuon u «80ckosuoHouy oneonocmoiro /[3H ¢
omcymcmeuem nuemeHmusix oeno3umos [2]. Makynapuas 3ona u gposea mo2ym umems pazHyro
cmenenb AHOMANULL CBEMOBbIX peleKco8, YKA3bIBAWUX HA ampouio uiu KUCMOBUOHbBI
maxynapuviti omek (KMO). KMO npu III" écmpeuaemcs y 10-50 % nayuenmos [38]. KMO
xapaxkmepuszyemcs cenaxcusanuem ¢QogeeaibHo2o peghrekca u CcredyrouUMU  CUMRMOMAMU.!
CHUDICEHUEM  OCMpOmbl  3peHUs,  YEHMPAIbHOU  CKOMOMOU,  Memamop@oncusimu.
Onupemunanvras memopana (IPM) npu I1P svisisnsemces 6 22% cnyuaes [36].

BIII:U3menenus maxynol.V ecex 601bHbIX € d#canobamu HA CHUMNCEHUE YEHMPALbHO20 3PEHUs.
BbIABNAIOMCA CUMMEMPUYHbBLE USMEHEHUSI MAKYIbl C 803MONCHBIM PA3HLIM CPOKOM Oedloma. om

pacuuperus MakyiapHo2o peghiexca ¢ HedCHOU NUSMEHMHOU SPAHYIAPHOCBIO 00 8bIPANCEHHOT
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ampouu makynapuou obracmu. Ha HauanvHou cmaduu u3meHeHus 6 Makyie Mocym
omcymcmeoeams U 0SPAHUYUBAMbCA — nepepacnpeodenenuem — nuemenma.  Ilpu
npocpeccuposanuy  OUCMPO@DUUECKUX —USMEHEeHUll BO3HUKaem 2pyoas  OUCnueMeHmayus:
CKONJIeHUe 21b100K NU2MeHma 8 0OHUX 30HaX U ouazosvle degpexmol (ampopus) [1IC — 6 Opyeux,
umo Moodicem 8vleNiademsb KAk Kpaniamocms MAKYIAPHOU o00nacmu — CUMNMOM «Oblube2o
enasay. B pazeumuix cmadusx 3abonesanus 6 MaxyiapHou obracmu ogmanbMOCKONU4ecKu
MOMCHO HAOMO0amMb 0COObI  XAPAKMep OMpadCeHus ceema, Cco30arwull enedamieHue
«KOBAHOU OPOH3bLY. B mepmunanvrot cmaduu 3a601e6anus 0QpmanibMoCKONUpyemcs ampogus
I1I2C, xopuokanuniaproco Cciosi Xopuouoeu U HeUPpOCEeHCOPHOU CemuyamKu 6 MAaKyIapHOU
obnacmu. Bucoynas 0exonropayus 3pumenbHo20 Hepéd, 4acmo ONUCbl8aemdas oQhmanbMoi02amu
APU YACMUYHBIX ampopuax 3pUmenbHo20 Hepsa, XxapakmepHa 01a oucmpoguu [Llmapeapoma u
aensiemes: emopuunou. Kanubp cocyoos, kak npasuno, coxpansemcs 6 Hopme, npu 0OUUPHBIX
30Hax nepughepunecKkol XOpUOPeMUHATbHOU ampouu BO3MOINCHO CYIHCEHUE PEemUHATbHbIX

€oCy008.

Kenmvie namna. Ocobennocmouio enaznoeo oma npu BILI sasnaiomces ocenmosamovie  Namua
aunogycyuna, Komopvle MO2ym Oblmb  PACHONIONCEHbL B0KpYye ¢hoeed, 02PaAHUYUBAACD
MAxKyIspHot 061acmvio, Ul 3AHUMAMb 8eCb 3A0HULL NOJIIOC 8 NPEOelax COCYOUCMbIX APKAO, U
PACNPOCMPAHAMbCS 6N10Mb 00 3Keamopd. Pazmepuvl nsmern eapvupyrom, epaHuybl umerom
paszHyro cmenenv ywemkocmu. Ilpu npoepeccuposanuu 3a001e6aHusi NAMHA PACHPOCMPAHAIOMCSL
00 IKBAMOPA 2N1A3H020 AOIOKA, UX YUCIO YBEIUYUBAETCS, OHU MOZYM CIUBAMbCA U UCUE3aMmb,
ocmaensis ywacmku ampoguu [19C u xopuokanuniapos. [lamua eozuuxarom 6 pezyibmame
Hakonnenus auno@ycyuna Ha yposue [19C, umerom pasnuunyro popmy u pasmepol, yaue 6ce2o
8CMpeyaomces NAMHA 8blMAHYMOU hopMbI.

MpumeyaHue: MaKynapHaa ducmpogusa moxem He ConpPoeoX0amocsa NAMHAMU
Kenmonamuucmoe 2naznoe OHo - penomunuueckoe nposenenue oOonesnu I[llmapeapoma
xapakmepuzyemcs NO30HUM — HAYAIOM U MEONeHHbIM npozpeccuposanuem. Tunuunvim
nposieieHueM 3a001e8aHUsL ABISIOMC MHONICECMBEHHbLE Jicelimble NSMHA, GblssIseMble Npu
ocmompe 2naznoco OHa. Ilsmua, xak u npu knaccuweckou kapmuwue bBII, eo3nuxarom 6
pesyavmame Hakonienus aunogycyuna na yposre I19C, umerom paziuynyio opmy u pasmepboi,
yauge 6ce2o0 BCMPeEYamces NAMHA 8bIMAHYMOL hopMbl; conpuxacauuecs opye ¢ 0pyeom noo
PA3HbIMU  yenamu, Gopmupyrowue X-00pasnyio, y-00pasHyio uiu Gopmy, HANOMUHAIOWYIO
«pviouii xeocmy. Ilamua ougpgysno pacnpedensromcs om ¢hogea 00 cpedHeli nepughepuu
cemuyamxku. I 1aznoe OHo npuobpemaem xapaKxmepHwlil COMOBUOHbLL Y30D.

Bb umeem 6 ougppepenyupyemuvix ogpmanrbMocKkonuyecku cmaouii.
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Onams pumckue yugpor Cmaous I (Previtelliform): nopmanvnoe 3penue, HopmaibHvie uiu
mMobKo He3HauumenvHovle usmenenus [19C (kpoweunas yenmpanohas comosedas CMpyKmypa
yenmpe) ¢ anomanvrou 01"

II  cmaous  (sumennupopmuo-dicermounas):  Kiaccudeckuti — UMeIudOpMHulll  oyae,
HANOMUHAIOWULL  (SIUYHBILL JHCEMOKY, TOKATUZ08AHHbII 6 (osea. DPokyc modcem Ovimb Ooee
OpPaHIHCeB020 YB8ema UU HECKOJIbKO NPOMUHUPYEm, C MEeMHOU KatMoll)

Cmaous Il (ncesdocunonuon):. Ha onasznom OHe  8UdeH oyaz NpOMUHeHYuu 8 ¢hopme
BEPMUKAILHO2O 08ANA UNU KPYed C HeDONbUWUM JHCeMOBAMbIM (QOKYCOM 6 HUJICHEeU Yacmi.
Ilepepacnpedenenue nuny@ycyuna ¢ «oce0anuem» e20 6 HUJICHell NOJ0GUHe, YUMo Npuoaem
0QhmanbMocKonu4eckol KapmuHe KUCMul 8U0, NOXONHCUL HA 2UNONUOH.

Cmaousa 1V (sumennughopmuule usmenenus): paspyuieHue mamepuaia npuoaem yeHmpaibHOMy
@okycy 6u0 «AUYHUYBI-OONMYHBUY.

V ecmaous (ampoghuueckas): Llenmpanvuoiii ouae ampoguu [19C u cemuamxu.

Cmaousa VI (XHB): ecmpeuaemcs npumepro y 20% nayuenmos.

Xoms BB o06viuno npossisemcsi 00UHOUHbIM (POKYycom Ha enaznom owe, 0o 30% nayuenmos
MO2Ym umems MHOJNCECHBEHHbIe NOPANCEHUsl, IMO HA3bIBAIOM MYIbMUDOKATLHOU 00N1e3HbIO
becma. B smux ciyuasx kax maneHvKue, max u Ooavbuiue ouacu JOKAIUZVIOMC 8 (osea u
acmpagoseanvHo, xoms IKCmMpagoseanvhvie NOPANCEHUs O0ObIYHO MeHbule U  UMerm
MEeHOeHYUIO PACNONA2ambCsl 8blule 8 MaKyJe.

Yawe 6ceeo oicenmoynas oucmpogpus - 3mo  O08YCHOPOHHUL Npoyecc, Xoms Obleaom
00HOCMOpOHHUe usMeHeHusl. Knunuueckue usmeHenus, 8vlasisiiowuecs: npu 0QmanbMOCKonuu,
3HAYUMENbHO 60.J1ee BbIPANCEHbl N0 CPABHEHUIO C OMHOCUMENbHO BbLCOKOU OCMPOMOUL 3PEHUS.
Ocnosxcnenua bb

Ilo30nue cmaouu ocnoocnenuti BB exniouarom: cybpemunanvuuiii ¢uopos, ampoguio PIID,
eeoepaguueckyro  ampoguro,  XOPUOUOATbHYIO — HEeO0BACKYIAPU3AYUID,  CYOPEMUHAIbHOE
KPOBOU3NUAHUE, MAKYIAPHLIIL OMEK, MAKYIAPHbIL PA3Pbls.

Juphepenyuanvusiit ouaznos

Hugpgepenyuanvusiti  ouaenos BB exnouaem  oseoMaKyIaApHYIO  GUMELTUGDOPMHYIO
oucmpoghuro  y  83pocavix (U3 uUCIA NAMMeEpPH-OUCmpoduil), B03PACMHYIO MAKVIAPHYIO
Oecenepayuro  (BMJI, nBMJ]),  Oomunammuvie  Opy3vl,  YEHMPAILHYIO  CEPO3HVIO
XOpUOPEMUHONAMUIO,  MOKCONLA3MO3HbIL  XOPUOPEMUHUN  DEMUHOXOPUOUOUM, — CONAPHYIO
PEeMUHONamuio, MakyJIAPHuLUL paspulé Ulu opyeue RPUdUHbL YeHMpanbHol ampoguu, makue Kax)
U MUONUYECKAs 0e2eHepayus 0e2eHepamuHas MUONUL.

BAJI Ilpu oebrome 3abone6anus cemuamka evlensoum uopmanvhou. llpu npoepeccuposanuu

namoJsiocu4eckoco npouyecca pasjiudHvble AaHOMAIUuu mocynm pa3eumsvCsi U3O0JAUPOBAHHO UIU 6
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couemanuu Opye c¢ Opyeom. K Hum ommuocamcsa: XopuopemuHanivHas OeceHepayusi u
nepughoseanvnas ampous, «KOCMHble Menbyay, NueMeHmayus, cyopemuHalbHbvle NAMHA,
«MpamopHoey 21a3Hoe OHO, NUCMeHmHble HYMMYIsApHble usmenenus na yposue I119C, breonocmo
OUCKA 3pUMETbHO20 HEPEA.

KT u KIIJT

Ha pannux cmaousx ogpmanvmockonuueckue usMeHeHus Ha 21a3HoM OHe MOo2ym Oblmb KpatiHe
He3HAUUmenbHbiMU Ul omcymcmeosams. Hopmanvnas ¢hosea  unu Hedcmvie  usmeHeHus:
2a3H020 OHA U ONeOHOCMb OUCKA 3PUMENbHO20 HEP8a MO2ym Oblmb eOUHCMBEHHbIMU
npusHakamu Ha paunell cmaouu. Ilpu npoepeccuposanuu — Hab0daemcs nepepacnpeoenenue
nuemenma u kpanyamocme I19C, xapmuna no muny «oviuuil 2nas», ampogusa I12C u
xopuoxkanunnapos. Ilpu npoepeccupoganuu Mo2ym noOAGUMbCS NUSMEHMHbIE OMIONCEHUS,
HanoOMuHarwue KOCmMHvle meibyd, 4acmo 8 MaKyIsapHou ooiacmu. XapakmepHo ucmoH4enue

cocy006 cemuamxi, 60CKo8UOHas Onedonocms /{3H.

° Pexomenayercst uccienoBaHue LBETOBOro 3peHust BceM mnauueHtam c¢ HJIC mpu
JTUArHOCTHKE 3a00JIeBaHMs, TMHAMUYECKOM HAOIIOICHUH JIJIs OLeHKHU I1BeTooTymienus [39,40].
YpoBeHb yoenuTeabHoCTH pekoMeHaanuii C (ypoBeHb J10CTOBEPHOCTH J0KA3aTEIbCTB — 5)
Kommenmapuu: uccieoosanue 48emosozo 3peHUsi 4pe3bluatiHo B8aAMNCHO OJisl OUACHOCIUKU
HJIC. Jlns oyenxu y8emosoco 3penust UCHOIb3VIOMCA, 2AA8HbIM 00pA30M, NOIUXPOMAMUYECKUe
mabauybl 01 UCCIed08anus yeemoowyujenus (mabauyvl Pabkuna), makoce moodicem Ovimb
ucnonvzoean ommeHounvlli mecm @apuceopma-Mancenna). Hccredosanue ysemoowsyueHus
ocywecmeumo aulb oemsam cmapuie 6 nem. Ilpu 6osneuenuu Konb60uK0B8oU cucmembl Cem4amiu
6 npoyecc nosodce 8 xoode 3abonesanus npu IIP 6o3nuxaem HapyuieHue y8emoowsyujeHus.
L{eemosoe 3penue y nayuenmos ¢ BIII 06b1uHo HapyuieHo Ha NO30HUX cmaodusx 3a601e6anus, Ha
HA4aibHbIX MOJNCHO OOHAPYICUMb e2KYI0 KPACHO-3eleHyio oucxpomamoncuro. bonee moeo,
Ko20a 3mu NnayueHmsl npoxoosm ommeHouHvll mecm DapHceopma-Mancenna, MoHCHO
ommemums OMKIOHEHUsi ocu 6 cuHel uyacmu cnexmpa.lleemosoe 3penue y nayuenmos ¢ bb
00b1yHO Hapywiaemcs co 2-3 cmaouu 3abonesanus. Ilpu BAJI umeem mecmo @vipasicenHoe
HapyweHnue ysemoowywenus. Ilpu K/ u KII[ moocHo o06Hapysicums KpacHo-3e1eHyio

OMCXPOMLZWIOHCM}O.

3 Pexomennyercsi mnepumerpus mnammeHTaMm BceM namumeHtam ¢ HJAC ¢ menbro
orpezieneHns] (PYHKIMOHAIBHBIX U3MEHEHHI 3pUTEIBHOTO aHAJIM3aTopa U UX MOHHTOPHHIA JIJISI
KOHTPOJISI POTPECCHpPOBaHMs 3a00JCBaHUS C JOCTATOYHBIMH JUIi STOTO 3PHUTEILHBIMH
byuxusmu [39,41-42].
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YpoBenb yoeauteabHOCTH pekoMeHaauuii C (YpoBeHb 10CTOBEPHOCTH 10KA3aTEAbCTB — 5.
KomMmeHTapum: ucciedoganue nepughepuieckoco 3penus 8adcHo Oasf OUACHOCMUKU U OYeHKU
cmaouu u ounamuxu meyenus HJ[C. Cnedyem obpamume enumanue, Ha mo, 4Ymo nepumempus
ocywecmeuma uub 0emsam cmapuie2o 8o3pacma (6 cpeouwem nocie 10 nem), ¢ docmamounvim
VPOBHEM UHMENLIeKMYanbHo2o pazeumus. IIpu 3mom 3HayeHue umeem UCCIe008aHue MNOJs
3peHUsi KaKk ¢ NOMOWbIO OBUNCYWUXCA (KUHeMmUYecKas nepumempusi), max u HenoOGUINCHLIX
CMUMY08 (cmamuyeckas nepumempust,).

IIpu IIP xunemuueckasn nepumempus no I onvomarny o6b1uHO NOKA3bIBAEM KOIbYEBVIO CKOMOMY
6 cpedneu nepugepuu noas 3perus. OObIYHO OHU HAYUHAIOMCA KAK SPYANA U30JUPOBAHHBIX
ckomom okono 20 epadycog om ¢puxcayuu u nOCMeneHHo CIUBAOMcs, 00paszysa 4acmuyHoe, 3a
KOMOpbuIM — clledyem NoaHOe Koabyo. Buewmnuii kpail xoavya omHocumenvHo 6Obicmpo
pacuiupsiemcsi K nepughepuu, 6 mo 6pems KAK SHYMPEHHUU Kpaul MeONeHHO CYICAemcs 8
Hanpasienuu Quxcayuu. Ilayuenmovl uacmo umerom Xxopouiee YEHMPAIbHOE 3PEHUe Om
HeOONbUL020 YEHMPATbHO20 OCMPOBKA («MYHHENIbHOe 3penuey, unu «mpyouamoey) 0o 50 uiu 60
nem Tecmuposanue nois 3penus NONe3HO 0/l MOHUMOPUHEA NPOSPECCUpO8anus 3a001e6anus u
OOKYMEHMUPOBAHUsL FOPUOUUECKO20 cmamyca ciabosudenus u cienomoi[41].

Ilpu mecmuposanuu noas 3penuss y nayuenmos c¢ BII pesyromamul uacmo 6visarom
HOPMAbHBIMU HA PAHHUX cmaousix 3abonesanus. Co apemenem omHOCUmMENbHblE YeHMPATbHbIe
CKOMOMbL Npocpeccupyrom 00 abCONOMHBIX YEeHMPATbHbIX cKomoM. TunuuHvle nayuenmol ¢
BIII o6viuno coxpansarom nepugepuyeckue nons 3penus[42].0ounaxo 6 masxicenvix ciyyasx npu
WUPOKO  PACNPOCMPAHEHHOU  ampouu  Cemyamky  MOJNCEM — BO3HUKHYMb  CYJCEHUe UX
nepughepuveckux epanuy. Jpyeum 0coOEHHO BANCHHIM (PAKMOM ABIAEMCA  U3MEHeHUe
npeonoumumenbHo20 10Kyca uxkcayuu Ha cemuamke. B nauane ecmecmseennozo mevenusi b
Y  OonvuwuHcmea  nayueHmos — coxpausiemcs — ogeanvHas — Quxcayus, HO HO  Mepe
npocpeccuposanusi 3a001e8aHUsl PA3BUBAIOMCST  ADCONIOMHbIE YEHMPATbHble CKOMOMbL, U
npeonoumumenvHas QuKkcayus cemuamrky CMAHOBUMCA IKCYSHMPUUHOU, UMO 00BEeKMUBHO
peaucmpupyemcsi npu Mukponepumempuu. B 6onvwuncmee ciyuaeeé nosas mouka uxcayuu
pacnonazaemcs Hao0 ¢ogea, eoe Iyuule ce20 KOHMPACMHASL YY8CMBUMENbHOCIb K CIMUMYLAM C
HU3KOU NPOCMPAHCMBEHHOU U 8bICOKOLL 8PEMEHHOU Yacmomul. DMo makice co2nacyemcs ¢ mem
Gaxkmom, umo 6epxHss NOIOBUHA cemMmuamKu umeem 6ofee 8blCOKVIO NIOMHOCIb 2AHEIUOZHBIX
KAEMOK.

Ilpu mecmuposanuu nons 3penus y nayuenmos ¢ bb, ono uacmo Ovieaem HopmanvHviM Ha
panHux cmaousx 3abonesanus. Co pemenem MO2ym 603HUKAMb OMHOCUMENbHbIE YEHMPATbHbLE
CKOMOMbL, KOMOpble NPocpeccupyiom 00 abcomomuslx yeHmpaubHolx ckomom. Coxpansaiomcs

HOpMabHble nepughepuyeckue nous 3perus [39].
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Hna BAJI xapaxmepno 6vlpadicenHoe HapyuieHue C8emoyys8cmeumenrbHOCmy cemuamru,
sbinadeHue nojel 3peHus N10ms 00 KOHYeHmpuiecko2o cyxcenus [39].
Ilpu K/ u KII/] nossensemcs yeHmpanibHas CKOMOMA, NPUBOOAWAs K HAPYUIEHUIO YMeHUsl,

3amem credyom goxanvhsie Oeghekmol nepughepuyeckoeo 3perus [39].

° Pexomenayercst snexTpodu3noIornieckoe uccienoBanue BceM manuentam ¢ HJIC wnm
C TIOJTIO3PCHHUEM Ha €r0 HaJIM4He JUIS OnpeaeieHus (yHKIIMOHATHHOTO COCTOSHUS 3PUTEIIEHOTO
aHAJIM3aTOpa, BKIIIOYAIOINIEE SJICKTPOPETHHOTPa(UI0, 3pUTEIBbHBIE BBI3BAHHBIC IOTCHIIAAIBI
(3BII) Ha cBeTOBBIE U CTPYKTYPUPOBAHHBIE CTHUMYIIbI, 3JEKTPOOKYJIOTpaduio NMpU HAIUYUU
TEXHUYECKUX BO3MOKHOCTEH [59].

YpoBeHnb yoenurensHocTu pekoMenanuii C (ypoBeHb 10CTOBEPHOCTH J0KA3aTEIbCTB — 5)

KommenTapuu: srzexmpopemunocpamma (OPI) u ee komnonewmul ciyxcam 00bEKMUBHLIM
nokaszamenem (YHKYUOHAIbHO20 COCMOsAHUs cemyamku )y e3pocavix u demeti ¢ HIAC . K OPI’
OMHOCAMOOUWYIO (CUHOHUMBL — MAKCUMATILHASA, NATIOYK080-KONboukosas OPI’), ckomonuueckyro,
gomonuuecxyio IPI, pummuuecxyro P, OPI" na cmpykmypupogantvle cmumyivl (nammepH-
OPI, m@OPIl). OPI' u 3BIl nposodsm 63pocivimM u Oemsam Npu  OmMCYmcmeuu
NPOMUBONOKA3AHUL (POMOCEHCUMUBHOL INUNENCUlL) KAK 80 8peMs 600pcmeosanus, maxk u 6
COCMOSIHUU ~ MEOUKAMEHMO3H020 CHA Ul HAPKO3A. Onexmpookynocpagus — memoo
peaucmpayuy nocmoanHo2o nomenyuana 2naza. Ocobenno saxcuvimu aeiamcs 0anuvie DU
npU OMCYMCmeuu 803MONCHOCIU OYEHKU OCMPOMblL 3PEHUsl U COCMOSHUS 3A0He20 Ce2MeHmd
2na3a u3-3a 803pacma pebeHKa, K020a Heb3s GU3YAIUUPOBAMb CIMPYKMYPblL 3a0He20 NOICA.

Ha pannux cmaousx IIP nabaroodaemcs cHudiceHue amnaumyo a- u b-eonn OPI, m.e.
peaucmpupyemcs  cyonopmanvnas OPI, namewmunocms modcem Obimb  y8eIUYeHHOU U
HOpMANbHOU. Y nayuenmos ¢ mepmunaioHoimu cmaousmu IPI ne pecucmpupyemcsi[43-45].

Ipu BHI Cuusicaemcsa amnaumyoa a- u b-eonn maxynsapuou (noxanvrou) IPI" u pemunanvuas
nromuocme Pl u amnaumyoa N1 u Pl komnonenmog m@hOPI" 6 yenmpanonom eexcazone u
napayeHmpanibHulX KOJIbYax. Cuuoicaemes amnaumyoa xomnonenma P50 nammepn-OPI.
Obwas (makcumanvuas OPI) 'y nayuenmoe c BIII 00viuno 6biAGnA€m COXPAHAIOWUUCA
HOPMANbHBIN UTU CYOHOPMANbHDIL ]IeKMPOPEeMmUHOepapuieckull CKOmMonudecKutl (naiouKosulii)
u  gomonuyeckuii  (KOIOOYKOBLIL)  OmMEemMvl,  pecUcCmpupyrwuecs no  CmaHoapmam
MedHCOYHapoOHo2o obwecmea Kiunudeckou 2nekmpogusuonocuu 3peunus ISCEV. Oowuaxo
nayuenmsl ¢ 6o01ee pacnpocmpanesHblM 3a001e8aHUeM MO2YM UMEMb 3aMEmHO AHOMAJbHbIe
ckomonuueckue u pomonuueckue IPI" [46,47].

BB DOI: uszmenena, umeem «niockutiy 6uo, c¢ kodgguyuenmom Apoena (Ka=(A max:A
mur)x100 %, 20e A mak- MAKCUMANbHASL AMAAUMYOd NOCMOSHHO20 NOMEHYUALd 60 BpeMs
ceemogou adanmayuu, MKB/epad, A mun- MuHuUManbHAS AMAPAUMYOA 60 BpeMS MEMHOBOU
aoanmayuu) 1,5 unu menee. IPI": 6 nopme [20].

s BAJI xapaxmepna mepecucmpupyemasn / yeacwas IOPI, unu cunvno ymeHbuieHHAss no
amnaumyoe ckomonuveckas u omonuveckas snekmpopemunoepamma (OPI). Hopmanvnas
IOPI" ucknouaem ouaenoz BAJI. 3pumenvhvie svizsannvle nomenyuaivl sapuabenvhst [48].
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Ilpu KJI pecucmpupyiomcsi UCKIIOUUMENbHO CHUJCeHUe Homonudeckux Komnonenmog IOPI’
(pomonuueckasn u evicokouacmomuas pummuyeckas IPI" na 30 I'y). Ilarouxosvie omeemoi
(ckomonuueckas) Pl cnuscaemcae menvwen cmenenu npu KITJI. pu K/ u KIIJ] chnusicaemcs
amnaumyoa a- u b-eonn maxynsapuou (nokanvrou) P u pemunanvuas niommocms Pl u
amnaumyoa NI u Pl xomnonenmos m@pIOPI" 6 yenmpanoHom cexcazoneu napayeHmpaibHbix
koavyax. Cuudicaemces amnaumyoa komnonenma P50 nammepu-OPI[49].

o Pexomenayercst ONTUYECKOE HCCIENOBAaHME CETYATKH C MOMOUIbIO KOMIIBIOTEPHOTO
aHanu3aropa (omrmueckas korepeHTHas Tomorpadus, OKT) Bcem mamumentam ¢ HIAC wmm ¢
MOJO3PEHUEM Ha €ro HajJu4yhe B YCJIOBHUSX MEIMKAMEHTO3HOIO MUJpHA3allpu HAIUYUU
TEXHHYECKUX BO3MOXKHOCTEH IMPHU JAMATHOCTUKE 3a00JICBaHMS, TUHAMUYECKOM HAOIIOACHUH U
KOHTpOJIE 3a jJeucHueM [50-64].

YpoBeHb yoequTeILHOCTH peKoMeH1auii B (YpoBeHb 10CTOBEPHOCTH I0KA3aTEIbCTB -3)

Kommenmapuu:

Hna IIP xapaxmepno ucmouuenue HApPyHCHO20, 6 MeHbUlell CMeneHu, 6HYMPEeHHe20 C0s
cemuamxu [50,51]. Ha nepughepuu crxama eviasnsiemcs oOeghekm mpexclolHOU HAPYICHOU
CMPYKmMypbl cemyamru Ha nepugepuu ¢ nomepeti 31IUNCOUOA (TUHUU COUTIeHEHUS HAPYIHCHBIX U
BHYMPEHHUX ceemenmos pomopeyenmopos) [52-54]. [lomeps unu npepvigucmocms AAUNCoOUOd
xapakxmepuszyem nepexoo om 300posoi K nopadcennot cemuamke. OKT npumensemcs ons
8bIAGNCHUS KUCTNO3HBIX MAKVIAPHLIX usmeHeHull [55-58], snupemunanvuou membpausl u
CUHOPOMA BUMPEOMAKYIAPHOU MPAKYUU, HAOI00aeMblX y Hekomopwlx nayuenmos c IIP co
CHUMICeHHbIM Yenmpanvheim 3penuem [59]. Ilpu KMO, accoyuupoeanuvim ¢ nuemMenmHuiM
pemunumom, Ha OKT ewisaendaiomcsa MHO20UUCIEHHbIE NOAUMOPGHbIE KUCMO3HbIE NOJOCMU HA
YpoeHe srympenne2o s10eprno2o cios [55-58].

OKT npu BII nossonsem na paunei cmaouu 6vlasume Haxonienue aunogycyuna ¢ PIID u
oesopzanuzayuio omopeyenmopro2o cios. B yenmpe eviasniemcs oeghekm mpexciounou
CMPYKMYPbl HAPYHCHOU CEMUaAmKy ¢ nomepeu MIUNcouoa (TUHUU COUNEHEHUS HAPYICHBIX U
BHYMPEHHUX ce2MeHmo8 homopeyenmopos). B couemanuu c¢ dannvimu aymoghnroopecyernyuu
OKT nozeonsem ymounume msdxcecmv 3abonesanus. C nomowwio OKT evisaeriaemcs
ucmonyenue cemuamku 6 ¢hogeonsipnou sone, nomeps I[19C u ¢omopeyenmopos, ycunrenue
cuenana om xopuouoeu [60].

Ilpu BB ¢ nomowwio OKT oyenusaemcs noxanuzayusi Sumeriugpopmmozo ¢Gokyca 6
CYOpEemUHATbLHOM —NPOCMPAHCIGe,  GU3YANUUPYEMCA  YMOIUJeHUe HAPYICHBIX —Ce2MEeHMOos
konbouex. OKT modoxcem ucnonv3osamucs 0 oyeHKu dHcuokocmu, accoyuuposannou ¢ XHB.
Ha sumennugopmnoi cmaouu BB na OKT ewiasnisemcsa uanuvue cyoghoeeonsapHozo
KYnonoobpasnozo eumennugopmuozo oyaea mexncoy I12C u membpanoi bpyxa - omcnotika

NUSMEHMHO20 Snumeiusd, 3dnOJIHEHHAA 20OMO2EeHHbIM 2ul’l€pp€¢ﬂ€k'mu6HblM codepofcwvzbl/vz. Ha
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cmaouu  ncesOOSUNONUOHA  BUMELTUGOPMHBIL  Mamepuanl oceodem 6 HUJNCHUX omoenax
CYOpemuHaIbHO20 NPOCMPAHCIEA, a 8 BEPXHUX OmOeNax 0opa3yemcs ONMuYecKy nycmas 30Hd,
YemKo BU3VATUUPYEMCs 20PU3OHMANbHAS epaHuya pasoena 08yx cped. Bepmukanvnoe OKT-
CKAHUPOBAHUE NOKA3bIBAem NPO3PAUHYIO HCUOKOCHb CEEPXY U YeMKYIO SPAHUYY OMIIONCEHHO20
euneppe@rekmuenoco  xceimouHoco  mamepuana. Y  nayuenmog ¢ BB ewiasuaiom
npoepeccupyiowyro oesopeanuszayuro u ucmouuenue cyomaxyisapuozo I19C  na OCT no
CPABHEHUIO C HOPMATbHLIM KOHmponem, 8. m.y. Ha 1V cmaouu 3abonesanus. Ha ampoguueckoti
cmaouu 3aboaesanuss Ha OKT moowcem Habaooamvcsi UCMOHYEHUE Ccemuyamiu, HoO0OHOoe
eeozpagpuueckou ampoguu npu  803PACMHOU  MAKYIAPHOU  Oe2eHepayuu: B8blaeIamcs
XapakmepHvle CMPYKMypHble USMEHEHUs 6 GUuoe OMCYMCMBUS HAPYHCHO20 5S0EPHO20 CIlOs,

HAPYHCHOU NOSPAHUYHOU MEMOPAHDL, HAPYIHCHLIX U BHYMPEHHUX Ce2MEHMO08 (homopeyenmopos u
119C [61].

Ilpu BAJI na OKT - yacmo ecmpeuaemcs ampogus cemuamxu [62].

K/l na OKT B ¢hosea svisgnsemcs oeghekm mpexciounol CmpyKmypvl HAPYICHOU Cemyamru ¢

nomepeti sanuncouoa. llpu KIIJ] oeghexm nunuu couneHenusi pacnpocmpausemcs 3a npeoevl

goeea eniomev 00 nonHo2o omcymcmeus 2Aauncouda. Buiasnsemesn oezopzanuzayus cemuamxu

Ha 6cem npomsidicenuu cpesa [63-64].

o PexoMeHyeTcsl ONTUYECKOE HCCIEIOBAHUE CETYATKH C IOMOIIBI0 KOMITBIOTEPHOTO

aHaimzaropa B pexume anruorpaguu (OKT-A mpu Hanmuuuu TEXHUYECKHUX BO3MOYKHOCTEMN)

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

YpoBeHb yoenuTeabHOCTH pexoMeHaanuii C (YypoBeHb 10CTOBEPHOCTH 10KA3aTEIbCTB — 5)

Kommenmapuu: neodbxomumocts u yactora OKT-A ompenensercst BpauoM-o(pTaabMOIOroM B

3aBHCUMOCTH OT OCOOCHHOCTEH TeUeHHS 3a00JICBaHHUS.

e PexomMenayercs uccienoBaHHME TJIA3HOTO JHA Ha ayTO(DIIOOPECICHIMWIO TPH HATHYUU
TeXHHYecKol Bo3MokHocTH marueHTam ¢ HJIC ¢ momo3penuem Ha mopaxkenue [19C mpu
JMArHOCTHKE, TUHAMHYECKOM HaOIIOJCHUH U KOHTPOJIE 32 JICYCHHEMC 1IeJIbI0 BBISIBICHUS U

MoHHUTOpHHTra n3MeHeHui [19C.

YpoBeHb yoenuTeabHocTH pexoMenaanuii C (YypoBeHb J10CTOBEPHOCTH J0KA3aTEIbCTB — 5)

Kommenmapuu: Heo0X0AUMOCTh M YAaCTOTa ayTO(IIOOPECEIICHIINN OTPEACIISETCS BpauyoM-
0(TaTBLMOJIOTOM B 3aBUCUMOCTH OT OCOOCHHOCTEN TeUeHUs 3a00JIeBaHUS.

Ilpu IIP suszyanuzupyromcs ywacmiu eunoaymoguyopecyeHyuu Ha nepugpepuu cemuamiu
ecneocmeue  Oecenepayuu  gpomopeyenmopose u II9C. [lapaghoseanrvno  gviagnsemcs
eunepaymoghiyopecyenmuoe Koavbyo, uzeecmuoe Kak xoavyo Pobcona — Xonoepa, xomopoe
aengemces  epanuyei. mexcoy @OYHKYUOHANbHO HOPMAIbHOU Cemuyamkou U U3MEHEeHHOU
cemuyamkou. CyoceHue ouamempa KOabYa MONCEM CAYHCUMb O0ObEKMUBHbIM Kpumepuem
npoepeccuposanus sabonesanus. [66-67].
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Kucmoeuonuwiti maxynsapuoiii omex npu IP susyanuzupyemcs 6 uoe Myiomugh)oKaibHoU cunep-
unu u3o@yopecyeHyuu 8 yeHmpe MaKyssl, o hopme HanomuHarouwieli «aenecmyu» [68].

Ilpu BIHI namonozuyeckas aymoguroopecyenyus A6IAemcs pPAHHUM NPUSHAKOM hopmbl,
cesazanHol ¢ eenom ABCA4 u xopowo xoppenupyem ¢ msdicecmvio JIOKANbHbIX UZMEHEHUL.
Ycunenue aymodghnioopecyenyuu npu 6cex Opyeux HOPMAIbHLIX napamempax npeononazaem,
umo omaodcenue aunogycyuna 6 IIDC moocem Ovimb nepeéviM PAHHUM NPUSHAKOM NPU
3abonesanuu, ceazanHom ¢ ABCA4. JKenmosamwvie nsamua cpasy nocie 603HUKHOBEHUS.
eunepaymodghnroopecyupyiom, 8 oanbHeliulem ux guroopecyeHyus ymenbuiaemces u npu ampoguu
1I2C onu cmanosamcsa ecunoaymognioopecyupyrowumu. HMmeromes oanubie, 4mo usmMeHeHus
ONUHHOBONIHOB0U (UHppakpachou) AD, 006YCr08eHHOU NpeumMyujeCmeesHo @aroopecyenyue
menanuna, sviasisiromes npu BIII panvue, uem xopomkogonnosou aymodgharoopecyenyuu. Ha
MEPMUHATLHOU CMAOUU BU3YATUIUPYECA YEHMPATbHASL 30HA Ampouu, KOMopas MOdicem
ObIMb OKPYIHCEHA NOTUMOPPHBIMU HCETMBIMU NEPUPOBEONAPHBIMU NAMHAMU.

BB Aymodhnroopecyenyusi scenmouno2o mamepuana o00bIYHO XAPAKMeEPU3yemcs 20MO2eHHbIM
yeuneHuem ¢paroopecyenyuu  (6UmMerIUu@GoOpMHbIll  Mamepuan eunepaymodghuroopecyupyem) u
umeem Kpyenyio uiu 08aibHyl0 ¢opmy Ha dceamounol cmaouu. Ha cmaouu nceedocunonuona
YVCUNeHHAsk aymoghiyopecyenyus 6UOHA 6 HUMNCHEU NOJIoBUHe KUCHbl, 20e OMKIAObIBAemC s
BUMENTUDOPMHBIIL  MaAmepual. Ha cmaouu oeepadayuu ocenmounozo cooeparcumozo
aymoguroopecyenyus CmaHo8UmMcst NAMHUCMOU ¢ yyacmkamu eunoaymoguyopecyenyuu. Ha
cmaduu Odezpadayuu — «boamyHbuy» u paspvliea xkucmsl BB eusyanuzupyemcs nsmuucmas
aymodghyopecyeryusi. Ha  ampoguueckoit  cmaouu Habaoaemcs CHUDJICEHHDLL
aymogaroopecyenmuviii  cuenan.  Ilepugepuueckoe Koavyo / maneHvKue nepughepuyeckue
goxycol eunep-aymogyopecyenyuu mo2ym 0vims ommeyensvl Ha cmaduu paspuvléa kucmol [19].
Ha no30nux cmaousx o00biuHO HAOAIOOAEMCcs YeHMPANbHAs 2unoaymog@ropecyeHyus u
nepughepuueckan cunepaymoguroopecyenyus. [20]

BAJI Aymodghnroopeyenyus 3asucum om noomuna.

° Pexomenayercst dmroopectientHas anruorpadus riaza (PAI) B ycnoBusx Muapuasa
nanpentam ¢ HJIC B AMarHOCTHYECKH CIOXKHBIX Clydasx (MpU HAIUYAKA TEXHUYECKHX
BO3MOJKHOCTEHN) C MPHU TUATHOCTUKE, TUHAMUYECKOM HAOJIOJIEHUH M KOHTPOJIE 3a JICYCHHEM C
nenpto  auddepeHnnanbHON  IMarHOCTUKM, yTouHeHuss Hamumuus XHB wu  BbIsiBIeHUs
JIONTOJTHUTEIIbHBIX KPUTEPUEB €€ aKTUBHOCTH, IPUHSATUS PEIICHHUS O TAKTUKE BBEICHUS.

YpoBeHb yoenureabHocTH pekoMenaanuii C (ypoBeHb 10CTOBEPHOCTH J0KA3aTEIbCTB — 5)

KommenTapuu: nHeooxoaumocts u yactotra AT onpenensiercss BpauoM-0()TaaTbMOIOTOM B
3aBUCHUMOCTHU OT OCOOCHHOCTEH TedeHwusl 3a00IeBaHMs.

3. JleueHue, BKJIIOYASA MeIUKAMEHTO3HYI0 1 HEMeUKAMEHTO3HYI0 Tepalnuu,
AUETOTepanunio, 00e3001uBaHNe, MeIMIUHCKHE NIOKA3aHUs U NPOTHBONOKA3AHUSA K
NPHUMEHEHHI0 MEeTO10B JICYeHHUs!

ITHONATOreHeTHYecKas MEAUKAMEHTO3HAasI TEPaIUs.

Jna H/[C smuonamozenemuuecKum memoo0om 1e4eHUs A611emcs 2eHHAA mepanus.
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B Hacmosiwee 6pems omcymcmeyiom — 3apecucmpuposanHble 2eHHble Npenapamel  Ha
meppumopuu P®.  Eouncmeennvim npenapamom, 3ape2ucmpupo8aHHbiM 6 e8PONEUCKUX
cmpanax u CIIA ons newenus amasposa Jlebepa 2 muna u nuemenmnoco pemunuma 20 muna,

00YC06IeHHbIX Ouaiienvhbimu mymayuamu 6 cene RPEGS sensemcs Voretigene neparvovec
[72,73].

Menumnunckoe Ha0I0IeHHEe
¢ HAC (BAJI) c ucnons3oBanuem auarnocruueckort DPI', OKT ne pexe 1 pa3a B 6 mecsies.

° Pexomenayercst ceMbsM U TallMEHTaM MEIUKO-TEHETUYECKOE KOHCYIbTUPOBAHUE C
pacueTaMu T'€HETUYECKHUX PUCKOB JUIS OTSATOUICHHBIX CeMeW U IJIaHHUPOBAHUM MOCIEIYIOIINX
OepeMEeHHOCTEH.

IIporHo3 pnJjsi NalUEHTOB TMPH OTCYTCTBHM maToreHernuyeckoil Ttepamum ¢ HJC
He0JIaronpUsITHBIN.

JleueHne reHoTepaneBTHYECKUMH MPeNapaTamMu J0J’KHO POBOAUTHCHA € MCNO0Jb30BAHUEM
BUTPEOPETHHAJIBHBIX  XHPYPruYecKMX  METOJA0B  JieUeHHs ¢ MocJeAyIIuM
CyOpeTHMHAJBLHBIM BBeJeHHEM Ipenapara B CIHelUAJbHO 000PYI0BAHHON ONepanuoOHHOI
moJa oo1Iel aHecre3smen.

3.1 KoncepBaTuBHOE JIeUEeHHE

CrnennanbHoe KoHcepBaTuBHOe Jeyenne nanuentam ¢ HJC orcyrerByer.

KommenTapum: HeoOxooumo ycmpanenue hpakmopos pucka npoepeccupo8anusi 3a001e6aHuUsL:
coonooenue  Ouemvl, 002amMol  AHMUOKCUOAHMAMU (8  YACMHOCMU,  JHOMEUHOM U
3€aAKCaAHMUHOM),  NOJUHEHACHIWEHHbIMU — JICUPDHBIMU — KUCIOMAMUY, ,  UCHOJb306AHUE
CONHYE3AUWUMHBIX O4YK08. IS CHUNCEHUSL PUCKA NPOZPecCUpo8anusl 3a001e8anHust 803MONCHO
HA3HAYeHUe BUMAMUHHO-MUHEPATILHBIX KOMNIEKCO8, COOEPAHCAUUX TIOMEUH U 3eakxcanmun [76-
78], a makacenorunenacviyyeHnvlx ocuprvlx kucarom [79,80]. Ilpu BII pexomenoyemcs
UCKIOYeHUue eumamuna A, m.k 6 uccied08anuu 8 NONepeyHoM cpeze V NAYUueHmos ¢ HUKUM
nompeobaeHuem eumamuna A coobwanoce 0 3HAUUMENTbHOM VIYYUeHUU 3PpUmenbHOU QYHKYUU

[81-82]

o PexoMenayercsi Ha3HaYeHHEe  BHUTAMHHHO-MHHEPAJbHBIX  KOMILJIEKCOB,
coZIepXalliX JOTEUH M 3€aKCAaHTHUH, a TAK)K€ MOJIMHEHACBIIIEHHBIX KUPHBIX KHUCIOT C LENbIO
CHIKEHUs ckopocTtH nporpeccupoBanus HJIC u ctabunusanuu 3puTeabHbIx Gyakmii [76-80].
YpoBeHb yoeauTeIbHOCTH peKoMeH1anuii b (YypoBeHb 10CTOBEPHOCTH 10KA3aTEJILCTB — 2).

o Pexomenayercsi koppekuusi aHomajauii pedpaxkumu Bcem naruentam ¢ HJIAC u
HAIMYUEM TPEIMETHOTO 3PEHUS C LETIbI0 YIYUYIICHHS 3pUTENbHBIX (DYHKIIUH.

YpoBeHb yOeAUTEJIbHOCTH PeKOMeHAalui (YPOBEHb 10CTOBEPHOCTH 10KA3aTEJIbCTB).

L4 PeKOMeHIIyeTCSI Ha3HAYC€HHE OYKOB CO CIClIMAJIBbHBIMHU (l)l/l.]Il)TpaMb JJIA 3al1IUThI
OT yNbTPaQHOJIETOBON U CHHEN YacTH CIEKTpA.
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Kommenrapum: npu omcymcmsuu y pebenxa homogoduu, MONICHO HAZHAYAMb OYKOBVIO
KOPPEKYUio € U3HAUAIbHO NPO3PAYHBIMU, HO NPU IDMOM C OJIOKUPOBKOU CUHUX CBEMOBLIX JIyUell
(L400) u pomoxpomuvimu TUHIAMU.

YpoBeHb yoenuteabHocTH pekoMenaanuii C (ypoBeHb 10CTOBEPHOCTH 10KA3aTEIbCTB — 5)

3.2 Xupypruueckoe jJedeHue

ePexomenayeTcst COOTBETCTBYIOIEE XMpPYypPruyeckoe jedenue nanuenram ¢ HIC u
BBIP@XEHHBIM IOMYTHEHHEM XpycTaiinka, OPM, KMO, -MO TpakunoHHOro reuesa,
MaKyJISIPHBIM Pa3pbIBOM, OTCIIOMKON CETYATKH C LEIIbI0 YIYUIIEHHs WIH COXPaHEHUS
3PUTEIbHBIX (QYHKIIHH.

Yposenb yoenurensnocTn pekomenanuii C (YypoBeHb J0CTOBEPHOCTH 0KA3aTeNbCTB — 5).
Kommenmapuu: cneoyem maxcumanibHO COKpamumov 6pems Onepayuu 6 CeA3U C PUCKOM

qbomomoxculmocmu ceema onepayuoHHoc0 MUKpockonda.

4. MeauuuHcKasi peaﬁn.ﬂuTauuﬂ, MEAUIMUHCKUE NMTOKA3aHUA U IPOTUBONIOKA3aHUSA K
NMPUMEHEHUIO METO10B peaﬁn.ﬂnTaunH

° Pexomenayercst 1moa0op CpEICTB  ONTHYECKONM M DIEKTPOHHOM  KOPPEKIUHU
cnaboBuaenus [83]. Ilockonbky pa3Hble TexHuyeckue cpeacrBa peadbunurtanuu (TCP)
IpeHa3HAYEeHbl JUISl Pa3IMYHbIX CUTyaluil - oOecnedyeHus BO3MOXHOCTU BMJIETh YyJaJ€HHbIE
KpPYIIHbIE TPEAMETHI, MEJKHUE OJIM3KUE, YUTaThb, MUCaTh, TO OOJBHOMY MKEJIAaTeIbHO HMETh
Heckosibko TCP. IlogoOparh onTuManbHy0 KOMOMHAIMIO MOXKHO, IPUHSB BO BHHUMAaHUE, JUIS
Kkakoil aktuBHOCTH Kakue TCP moaxomst:

o UYreHue: 04YKH, B TOM YHCJIE C JOMOJHUTEIbHBIM YBEIMUYEHUEM U BCTPOCHHBIMU
MOHOKYJISIpaMH,  py4YHbl€  WJIM  CTallMOHApHbIE  JIyIbl,  3JEKTPOHHBIE
BUJICOYBEIMYUUTENN  (py4HblE, TIOPTAaTUBHbBIE, CTAllMOHAPHBIE, HOCHUMBIE),
TEXHUUYECKHUE CpPEJCTBA PACHO3HAHUS TEKCTa C O3BYUYMBAHHUEM, B TOM YHCIE

HOCHMBIC
o Ilucemo: OYKH, B TOM YUCJIC C JOIMOJIHUTCIIBHBIM YBCIIMYCHUCM U BCTPOCHHBIMU
MOHOKYJISIpaMHu, SJICKTPOHHBICBUACOYBCIINIUTCIIN CTalMOHAPHBIC N

MOpPTaTUBHBIE (MOPTATUBHBIE OCOOEHHO PEKOMEHAYIOTCS IITKOJIbHUKAM CPEIHUX U
CTapIlIMX KJIACCOB), @ TAKKE HOCUMBbIE
o OpwueHTanus B OKPYKaOIIEM MPOCTPAHCTBE: ONTHYECKHE CPelCcTBAa (MOHOKYIISP
Wi OWHOKIIB ), HOCHMBIE AJIEKTPOHHBIE CPECTBA (BUACOYBEIUYUTENN U CPEICTBA
pacro3HaHUs OKPYXKAIOIIeH Cpe/ibl C 03BYUHBAHHEM )
YpoBeHb yoenuTelbHOCTH pekoMenaanuii C (YypoBeHb J0CTOBEPHOCTH 10KA3aTEIbCTB — 5)

° Pexkomenayercst HanpaBUTh MAIMEHTa K TU(IOMEarory Asl pa3BUTHS 3PUTEIHLHOTO
BOCIIPUSTHUSA
YpoBeHb yoenuTelbHOCTH pekoMenaanuii C (YypoBeHb 10CTOBEPHOCTH 0KA3aTeJILCTB — 5).

MeaunuHckas peaduJIMTALUS U CAHATOPHO-KYPOPTHOE JledeHne, MeIMIMHCKHe
NMOKA3aHMS M MPOTHBOINOKA3aHNS K IPMMEHEHUIO MEeTOA0B MeIMIIMHCKOI peaduianranmnu,
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B TOM 4HcJie, OCHOBAHHBIX HA IPMMEHEHUH MPUPOAHBIX H JiedeOHbIX (PaKTOPOB

CaHaTOPHO-KYPOPTHOE JICUCHHE MOKAa3aHO B3POCIOMY HACEJICHHUIO C HACJIEICTBEHHBIMU
petuHaNbHbIMU AucTpodusmu cetuatku (H 35.5).

B kadectBe OanpHEOTEpanuu MOKa3aHO MPUMEHEHHE HOJOOPOMHBIX M YIJICKHCIIBIX BaHH.
[851(VA -4, YYP -C).

KypopTtsl kmumarndeckue u OanpHeonorndeckue: Eccentyku, [Isaturopek, XKene3HOBOICK,
Kpacuonapckuii kpait (I'enenmxuk) (YA - 5, VYP - C).

S.0IpodunakTuka u JUcNaHcepHOe HAOIIOIeHH e, MeIUIIMHCKHE TIOKA3AHUSA U
NMPOTHBONOKA3AHHSI K MPUMEHEHHI0 MeTO10B MPOPUIAKTUKHI

[epBuunas npopunakrTuka. [lockoapky HJIC sBASIOTCS TeHETHMYECKUMHU 3a00JICBAHHUSIMH,
HEOOXOUMO MEIUKO-TEHETHUYECKOE KOHCYJIBTHUPOBAHHE, IPOBOAMMOE BPauOM-TEHETHKOM,
BO3MO’KHO IIPUMEHEHUE IPOTOKOJIOB IIPEHATAIBbHON TUATHOCTUKH.

IIpoBenenue JedeHus IPOBOAUTCS BPauOM-0(PTaIbMOIOTOM B aMOYJIaTOPHBIX YCIOBUSX HITH B
YCJIOBHSIX THEBHOI'O CTAllMOHApA, WK B YCIOBHUAX KPYIVIOCYTOYHOIO CTAallMOHApA.

[Tpu Hanuuuu y 6ospHOrO nogo3penus Ha Hannuue HJIC unu noareepxkaenHoro aquarnosa HIC
YYaCTKOBBIE BpauyU-TIeUATPBl, Bpaud oOOMIEH MpakTHKH (CeMEeiHble Bpauu) HAMPABISIOT
[AlMEHTOB Ha KOHCYJIBTAIMIO K Bpauy-o(TajabMOJIOry U Bpady-TeHeTHKY. Bpau-odrampmornor
OLICHMBACT  COCTOSHME  IJla3a, [POBOAUT  0OCIeJOBaHUE,  BKIIOYAIONIEE  METObI
UHCTPYMEHTAJbHBIX ~ UCCIENOBAaHMM IS  YTOYHEHHUS  KIMHMYecKoro juarHosza. llpum
HEOO0XO/MMOCTH TMPOBEJEHHs] JTUArHOCTUYECKUX IMPOLEAYp C NMPUMEHEHHEM AHECTEe3UH JeTH
HANpaBIAIOTCA B JETCKOe O(TanbMOIIOTHYECKOe OTAETIeHHe. Bpay-TeHeTHK MpPOBOAMT
KOMIUIEKCHBI TPHEM CeMbH C MpPOOAHIOM B COOTBETCTBHHM C IIPOTOKOJIOM OOCIEeIOBaHHMA,
OIpeAessieT CIEKTP HE0OOXOIMMBIX MOJIEKYJIIPHO-TEHETUUECKUX 00CIIeI0BaHU, 110 pe3ysbTataM
KOTOPBIX MPOBOAMUT IMOBTOPHOE MEIUKO-TEHETHYECKOE KOHCYJIbTUPOBAHUE C YCTAHOBIIEHUEM
KIIMHUKO-T€HETUYECKOT 0 AUAarHo3a.

IIporuos

[IporHo3 myis MalMEHTOB MpH  OTCYTCTBMM  naToreHernueckoil Tepamun ¢ HJIC
HeOmaronpusaTHbI. OJHAKO OTMEYaroTCsd OCOOEHHOCTH TMpPH OTAEIBHBIX HO30J0TMYECKHUX
€MHMIIAX, B YAaCTHOCTH MNAIUEHTHl ¢ Oosie3Hbl0 becta, yacTo KMMEIOT BBICOKHE IOKa3aTelu
OCTPOTBI 3p€HUs WIH IOYTH HOPMAJIbHOE 3PEHUE B TEUEHHE MHOTUX JecAaTuietuid. Hamporus,
6one3sp LlTaprapara 4acTo NpUBOAUT K caboBUIEHHIO ¢ ocTpoToi 3peHus 0,1 u Hipke.

KommenTapuu: Hexomopuie ucciedosanusi npeononazaiom, 4mo cKopocms Npocpeccupo8aHus,
603pacm HA4ana U B03MONCHASI NOMeps. 3PeHUss CBA3aHbl ¢ munom Haciedoganus IIP.
Aymocomno-oomunanmuviii [IP umeem nyuwuil npocHo3: y 601bWUHCMEA NAYUEHINO08 MAAOule
30 nem ocmpoma 3spenus cocmasnsiem 0,6 unu eviuie. X-cyennennas ¢gopma - Haubonee
msdicenasn opma ¢ 3aMemHbiM CHUNCEHUEM OCMPOMbl YeHmpanbho2o 3peHus 00 0,1 unu menee
K namomy Oecamuniemuro JHcuUsHu. AymocomHo-peyeccusnvle U cnopaouyecKue Ccayuau
npomedxicymounvie no cmenenu msxcecmu [84,85].

6.0DF3HI/I33HI/IH OKA3aHMS MeIUIMHCKONH MOMOIIHU
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[lepBuuHas coenualu3upoOBaHHAs MEIWKO-CaHUTapHAas IIOMOIIb OKAa3bIBAE€TCS BpauoM-
O TATLMOJIOTOM B TMOJHKJIMHUYECKOM OTICICHUH MEIUIMHCKOW opraHusamuu. [IpoBeneHue
JeyeHHst (Ja3epHOrO  BMEIIATENBCTBA, MPEMSITCTBYIOIIEIO HOBOOOPA30BAaHMIO  COCYIOB,
MEAMKAMEHTO3HOTO KOHCEPBAaTUBHOTO WM (U3MOTEPANIEBTUUECKOTO JIEUEHHUS) MPOBOIUTCS
BpauoM-0(TaibMOJIOTOM B aMOYJIAaTOPHBIX YCJIOBHUSX WM B YCIOBHSX JTHEBHOTO CTallliOHapa

WIN B YCIIOBUSIX KPYIJIOCYTOYHOT'O CTAal[OHApa.

Ioka3anue i IVIAHOBOM rOCIUTATU3ALMU B MEIMIMHCKYI0 OPraHU3ANMIO: Ja3epHOTO
JICYCHUS U/ MEIMKaMEHTO3HOTO JICUCHUE W/ WM (PU3HOTEPANIEBTUYECKOTO JICUCHHSI IPU
HEBO3MOKHOCTH IIPOBEICHUS JICUCHHUS B aMOYJIaTOPHBIX YCIOBUSX.

Ioka3zanue 115 HEOTI0KHOM IOCNUTAIU3ANUN B MEIULIMHCKYI0 OPTaHU3ALMIO.  Pa3PbIB
WJIK OTCHOMKa ceTuaTtku Beaeactsue HIC.

Iloka3zanue K BbINNCKE NALMEHTA U3 MeIUIUHCKONH OPraHN3aum:

1) 3aBepilieHrEe JTEYSHUS UM OJJTHOTO U3 ATANIOB OKA3aHUS CIEIUATN3UPOBAHHOM, B TOM YHUCIIE
BBICOKOTEXHOJIOTHYHOM, MEAUIIMHCKON MTOMOIIH, B YCIOBUSAX KPYTJIOCYTOYHOTO UM THEBHOTO
CTalloHapa P YCIOBUU OTCYTCTBHSI OCIOXKHEHHM JIeUeHUs, TPEOYIOIUX METUKaMEHTO3HOM
KOPPEKIIUU W/WITH METUIIMHCKUX BMEIIATEIILCTB B CTAIIMOHAPHBIX YCIIOBUSAX;

2) OTKa3 MalMeHTa WIA €ro 3aKOHHOTO MPEICTABUTENS OT CIEHUATU3UPOBAHHON, B TOM YHUCIIE
BBICOKOTEXHOJIOTHYHOM, MEAUIIMHCKOW MOMOIIM B YCIOBHUSX KPYIJIIOCYTOYHOT'O WJIM JHEBHOTO

cTagyoHapa,

3) HEOOXOUMOCTh IIEPEBO/IA MALMEHTA B APYT'YI0 METUIIMHCKYIO OPTaHU3AIIHIO.

7. JdononHuTeabHass vHpopManud (B TOM ynciie (paKTOPbl, BJAUSIONIAE HA HCXOJ
3a00/1eBaHUsl WU COCTOSIHHS)

B nenom, npu orcyrctBum narorenernueckord tepanuum HJIC, ucxon s 3peHust —
HEeOJIarONpUsTHBIH.
Daxkmopamu, IUAOWUMU HA UCXOO 3a00]1e6AHUS, ABNAIOMC.
e [lo3guss auarHoctuka HAC B kmuHU4eckol mpakTHKe Bpada-odTaapmMoora
e He mnonHoe (GYHKIIMOHATBFHO-UHCTPYMEHTAILHOE OOCJEeI0OBaHUE MAIlMeHTa C
noxo3pennem Ha HJIC, Brmtouast ob6sizarensHoe mposenenne OKT, AD, DOU u

APYrux BBICOKOTCXHOJOTMYHBIX METOA0B,

o OTCYTCTBI/IC MCIUKO-TCHCTUYCCKOTO KOHCYJIBTHPOBAHUA IMAallUCHTA U CEMbU C

YCTAQHOBJICHUEM KIIMHUKO-TCHECTUYCCKOI'O JJUarHo3a,
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OtcyrcTBUE  0053aTENBHOTO  MOJIEKYJISIPHO-TEHETHUECKOTO  00CIIeJOBaHMUS
MAIMEHTA U HAIIPABIICHUS HA TEHETUYECKYIO JTUArHOCTHKY)

OTcyTCTBHE MEXKIUCUUIUIMHAPHOTO B3aMMOJEHCTBUS — KOOPJMHALUMU YCUIUN
Bpauei-opTaaTbMOJIOTOB U Bpauei-TeHETUKOB Ha PETHOHATIBLHOM U (henepaabHOM

ypOBHsIX, B pabote ¢ nanuentamu ¢ H/[C.

KpMTepnn OIICHKH KadYeCcTBa MeIII/IHI/IHCKOﬁ nmoMomu

Ne
Kputepuu kauectBa OneHKa BBINOJIHEHUS
1. Brimonnena
Ja/Her
BH30METPHS
2. BrimoaneHo
HCCIIeJOBaHUE Ja/Het
IIBETOBOT'O 3PCHHS
3. Brimonnena
OMOMHUKPOCKOITHS Ha/Het
riasa
4, Brimmonaena
OMOMUKPOCKOTIHS
[JIA3HOTO JIHA W/WJHU Ha/Her
opTaTBMOCKOTIUSI B
YCIIOBUSX MHJIpHa3a
5. Brimmonaena
Ja/Her
ANEKTPOpPETUHOTpapus
6. Brmonnena OKT Ja/Hert
7. Brimonnena
Ja/Het
MePUMETPHS
8. BrimonHnena
KOHCYJIbTaIlMsl Bpaya- Ha/Her
reHeTHKa
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Brimonnena
MOJIEKYJIIPHO-
reHeTHYeCcKas

UarHOCTHUKA

Ja/Het
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IIpunoxenne Al. CocraB padoueii rpynnsl o paspadoTke u NepecMoOTpy

KJIMHUYECKUX PeKOMEeHIaluu

1. Karapruna Jlronmuia AHATOJIbeBHA - PYKOBOJUTEND IPYIIbI, [JaBHBIM BHEIITATHBIN

CHELHAINCT IeTCKUI odranpmonor MuHUCTEpCTBa 3paBooxpaHenus PO, 3amecturens

aupekTopa 1o  HayuyHou — pabore  @DI'BY  «HauuonanbHbBII  MEIMIIMHCKUN

MCCJICIOBATEIbCKUN IIEHTP TJa3HbIX Oose3Heid um [enpmronsia» MunzapaBa PO
npodeccop, I.M.H., MockBa; uwieH mnpesuaunyma OOIIEpOCCUICKONW OOIIECTBEHHON
opranmuzanuu «Accouuanusi Bpaueii-odraabmonoroy, wieH npesuauyma OOmiecTBa
odTansmosioroB Poccru, raBHBIN BHEIITATHBIA CHEIUATUCT IETCKUI odTaabMosor M3

P®, npencenarens npoMIIbHOW KOMHUCCHHM TO JETCKOH odrambmonorun M3 PO,

3aMeCTHTENb Tpeaceaarens npoduiabHOll Komuccuu 1o odramsmonorun M3 PO,

3aciry’keHHbIN Bpad P®D, 3acinyxeHHbIN nesTens HayKu, MOCKBa;

2. KyueB Cepreii HNBaHOBMY - JOKTOp MEIUIMHCKUAX HAYK, YJICH-KOPPECTIOHAEHT

Poccuiickoii akagemun Hayk (PAH), aupexrop @enepanbHOro rocyaapcTBEHHOTO
OIOKETHOTO HAy4YHOTo Yy4pexxaeHus «MeauKko-TeHeTUYeCKUil Hay4YHBbI LIEHTP UMEHU
akanemuka H.I1. boukoBa» (PI'bHY «MI'HII»), ri1aBHbIi BHEIITATHBINA CHEIUATUCT 110
MeAMIMHCKON reHeTnke Munsapasa Poccun, npeacenatens npouibHON KOMHCCUU T10

MeAMLIMHCKOW reHeTnke MunsapaBa Poccun, mpencemarens Otuueckoro Komurera

MumnzapaBa Poccum, mnpesumeHT Acconuanud MEIUIMHCKUX TeHEeTUKOB Poccuw,

Mocxkaa.

3. KaabimeB Butaaunii BUKTOpoBMY — KaHIUIAT MEIUIIUHCKUX HAyK, CTAPIINN HAYYHBIN

COTPYAHUK J1abOpaTOpUM TI'EHETUYECKOH HSNUIEMUOJIOTUH, 3aBeaylolui Kadeapoi
oprtanmemorenetukun  Mucturyra Bu/I[1O, Bpad-reHeTHK-0PTaTIbMOIOT  BBICHICH
KBaIM(PUKAIMOHHON  Kateropuu DenepasbHOro TrocylapCTBEHHOrO  OFOKETHOTO
HAy4YHOT'0 y4pexaeHus «MeIuKo-reHeTHYeCKUI HayuHblil IeHTp UMeHH akagemuka H.IT.
boukoBa» (PI'BHY «MI'HILl»), KypaTop Mo HacieACTBEHHBIM IJa3HbIM Ooje3HsM PO.

yied  OOmepoccuiickod  OOIIECTBEHHOW  OpraHu3anuu  «Accoluanus  Bpaudei-

Oq)TaJ'IBMOJ'IOFOB», YJICH Accounaunn MECIUIIMHCKUX T'€HCTHUKOB POCCI/II/I, YJICH

"Poccuiickoro oOmiecTBa MEIUIIMHCKUX TeHeTukoB", wieH EBpomneiickoro oOriecTBa

petunonoros (Euretina), Mockaa.

4. 3unvyenko Pena AOyabda3oBHa - [OKTOp MEIUIMHCKUX Hayk, mpodeccop,
3aMEeCTHUTENb JAUPEKTOpa M0 HAYYHO-KIMHUYECKOW paboTe, 3aBeqyrouuil 1abopaTtopueit
reHeTH4ecKkoil  snuaemuonorun  denepaqbHOrO0  rOCYyJapCTBEHHOTO  OFOJKETHOTO
HAy4HOIO y4pexacHus «Meauko-reHeTU4eCKUil Hay4Hbli LIEHTp UMeHHU akaaemuka H.IL.

boukoBay (PI'BHY «MI'HIly) unen Poccuiickoro obmecTBa MEAUIIMHCKUX T€HETHKOB,

YJICH ACCOIII/I&III/II/I MCIHUIMHCKHUX I'CHETHUKOB, 3aCJ'IY)K€HHI)II\/'I ACATCIIb HAYKHU, Mockaa.

5. 3oabHukoBa MHHa BiaaamMupoBHa — JOKTOp MEAUIIMHCKUX HAyK, CTApIIMN HayIHBIN

COTPYIHUK ornena kiuHU4Yecko ¢usmonoruu 3penuss uMm. C. B. Kpaskosa

@denepallbHOTO  TOCYIAPCTBEHHOTO  OIOJKETHOTO  yupekaeHus  «HanuoHanbHbII
MEAWIIMHCKUI HCCIeI0BAaTENbCKUI IIEHTP THa3HbIX OoNle3He UMeHH [ enbMrobiay
MunucrepctBa 3apaBooxpanenusi Poccuiickoir ®@enepanuu (OI'bY «HMUL[ I'b um.
lenpmronsiay  MunsapaBa Poccun), mnpodeccop kadempsl  odTanbMOTreHETHKH
Nucturyra Bu/[[IO OI'BHY "MI'HL", umen OOmepoccuiickoil 0oOIEeCTBEHHON

OpraHu3aImu «Accoruanus Bpadei-opTaabpMoIoroBy, Mocksa
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6.

10.

11.

12.

13.

14.

Korosepa JliogmMuia BHKTOpOBHA — [OKTOp MEAMIIMHCKHMX HAyK, 3aBeIyIOIIast
JIETCKMM KOHCYJIbTATUBHO-TIOJUKIMHUYECKUM oTaeinenuemM PI'BY «HMUIL I'b um.
lenpmronsiiay Mun3apaBa Poccuu, riaBHBIM BHEIITATHBIM JETCKHA O TAIBMOJIOT
LlentpanpHoro denepanpHoro okpyra P®, wumen OOmepoccuiickoii 0O0IIeCTBEHHON

OpraHu3annuunu «ACCOHI/IaHI/IfI Bpaqeﬁ'O(i)TaﬂbMOHOFOB)>, Mockaa.

Ilepemer Hartaaus JleoHmaoBHa — JOKTOp MEIUIMHCKUX Hayk, skcnepT PAH,
[JIaBHBIA Hay4yHbIH coTpyaHuK DepepanbHOro TOCYIapCTBEHHOTO  OIOHKETHOTO
Hay4yHOro yupexaeHus «HaydHo-uccinenoBaTeNbCKU HMHCTUTYT TJIA3HBIX OOJIE3HEM
(®I'bBHY «HUUI'by»), Mockaa;

IHo3neeBa Hanexna AjiekcaHAPOBHA - JTOKTOP MEIUIIMHCKUX HAYK, JOLICHT, IUPEKTOP
Yebokcapckoro ¢pmmana, PTAY "HMUL] "MHTK “Mukpoxupyprus riaza" um. aka.
C. H. ®enopoBa" MunzapaBa Poccuun, wien «O6mectBa OdTanbpmonoroB Poccuny,
Yebokcapbl

Caiinamena JabBupa HpekoBHa - JOKTOp MEAMIIMHCKUX HayK, mpodeccop kadeapbl
odranemonorun CeBepo-3amnagHoro TOCyJapCTBEHHOIO MEIUIIMHCKOTO YHHBEPCUTETa
M. .M. MeunukoBa Mwun3apaBa P®, rmaBHbii nerckuii oprambmonior M3 PO B
CeBepo-3amamnom @O, unen OOmeEpoccUiickoil  OOIICCTBEHHONH  OpraHW3aIuu
«Accoumanus Bpaueii-opransmoinoros», Cankr-IlerepOypr;

Bbp:xeckuii Baagumup BceBosiogoBMY — OKTOp MEAMIIMHCKUX HaykK, mpodeccop,
3aBenyrommuii kagenpoii opransmonorun I'bOY BO CIIGITIMY, Cankr-IletepOypr;

KonunkoBa OJibra AjieKcaHApoOBHA, KaHIUIaT MEIUIIMHCKAX HAYyK, JOIEHT Kadeapol

odpranemonornu ®I'bBOY BO CIIOITIMY, Canxr-Ilerepoypr;

Jenncosa Exarepuna BanepbeBHa -KaHIUIaT MEAUIMHCKUX HAYK, CTAPIINN HAYYHBINA
COTPYIHMK otTnaena mnarosioruu ria3 y gered PI'bY «HauuoHanbHbBI MEIUIMHCKHUI
MCCIIEIOBATENLCKUN LIEHTP TJIa3HbIX OomnesHeit um ['enpmronbiay Munzapasa PO unen
O6mepoccuiickoi 00111eCTBEHHOM OpraHU3aINH «Acconuanus Bpayeii-

odTanbMos10roB», MockBa.

Psaouna Mapuna BiragumupoBHa - KaHIUAAT MEAUIIMHCKUX HAYK, CTapIINi HayYHBIN
COTpyIHHUK otnaena mnarojgoruu cerdyatku DI'BY  «HauwonanbHbIl MeIMIIMHCKUN
MCCIIeIOBATENLCKUI IIEHTpP THa3HbIX Oone3Hel uMm ['enbMmronbiia» Munszapasa PO unen
OO61epoccuiickoil 00IIeCTBEHHON OpraHu3aluu «Accoluans Bpadeii-o(hTaabsMOI0TOBY,
MockBa

®ecoH AHatosuil [IMUTpHEeBUY, JOKTOP MEIUIMHCKUX HAayK, H.0 aupektopa ®PI'bY

«HannoHanbHbI MEIUIIMHCKUA HAYYHBIH UCCIIEIOBATEILCKUN LIEHTP peaduIuTaluu 1
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15.

16.

KypopTosiorun» Munsznpasa PO, [Ipe3uaeHT HalmoHaIbHOM accolMalyy SKCIEPTOB IO
CaHATOPHO-KYpPOPTHOMY JIeueHHI0, MOCKBa

IOpoBa Ouabra BajgeHTMHOBHA, JOKTOp MEAMLUMHCKHX HayK, mnpodeccop PI'BY
«HammoHanbHpIH METUIIMHCKUN HAaYYHBIA MCCIIEIOBATEILCKUM IEHTP peaduIuTaluu 1
Kypoprosorun» Munzapasa PO, HaunonaneHast acconuanus 3KCHEPTOB [0 CAHATOPHO-
KypOpPTHOMY JiIeueHut0, MockBa

Huxutun Muxana BraguMupoBu4, TOKTOp METUITMHCKUX HAYK, Ipodeccop, rTaBHbIH
BHEIUTATHBIM crnennaniuct MunzapaBa Poccun mo caHaTOPHO-KYPOPTHOMY JIEUEHHIO,
JTUPEKTOP CaHATOPHO-KYPOPTHOI'O KOMIUIeKkca «BynaHy» HaydyHO-KIMHUYECKOTo (unuana
OI'bY «HauuoHanbHbIi  MEOUUMHCKUN  HAy4YHbIA  HCCIEIOBATEILCKUN  LIEHTP
peabunmutan U Kypoprosorum» Mmun3apaBa P®, HanwuonaneHas acconuanus
JKCIEPTOB 10 CAHATOPHO-KYPOPTHOMY JieueHH0, MockBa

KoH}uKT MHTEpECOB OTCYTCTBYET
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Ipuioxenne A2. MeToaoJiorusi pa3padoTku KJIMHHYECKHX PEeKOMEHIalu i

MeToabl, HCNIOJIb30BAHHBIE IS COOpa/ce/IeKIIUU A0KA3aTeJIbCTB: MOUCK B JIEKTPOHHBIX
0a3ax JaHHBIX; AHAJU3 COBPEMEHHBIX HAYYHBLIX Pa3padoToKk Mo mpodjeMe IJIAYKOMbI B
Poccuu u 3a pyGe:xom, 00001IeHHe MPAKTHYECKOT0 ONBITA POCCMHCKHUX M MHOCTPAHHBIX
KOJLIEr.

Hacrosimime pexkoMeHIanuu B TMPeABAPUTENbHONl BepcHMH ObUIM PeleH3HMPOBAHBI
HEe3aBUCHMBbIMH JIKCIEepPTaMM, KOTOpbIE NMPOKOMMEHTHPOBAJIHN AOCTYNHOCTh
HHTEPNPETANNH J10KA3aTEJIbCTB, JeKAIUX B OCHOBE PEKOMEHIALMM, /sl NMPAKTHYECKUX
Bpaveil U NAIUEHTOB.

KomMeHTapumn, mnojy4eHHble OT JKCIEPTOB, THIATEJbHO CHCTEeMAaTH3HPOBAHbI M
o0cy:kIeHbl mpejacegaTejeM W 4ieHaMu padoueil rpynmnbl. Kaxapiii nmyHKT o0cCyxkaeH M
BHECEHbI COOTBETCTBYIOIIME H3MEHEHUSIM PeKOMEHIAMH.

B naHHBIX KIMHHYECKHX PeKOMEeHJAlMAX BCe CBeAeHHsI PAHXKHUPOBAHBI MO YPOBHIO
JAOCTOBEPHOCTH (A0Ka3aTeJIbHOCTH) B 3aBHCHMOCTH OT KOJHYeCTBA M KayecTBa
HCCJIeIOBAHNH M0 JaHHOI npodJieme.

IleaeBasi ayIuTOPHS JAHHBIX KJIHMHNYECKHUX PEKOMEHIAIMI:

1. Bpauu-opraasmonoru

2. Bpauu-reneruxku

3. Bpaun-nexuarpbi

4. CtyneHThl MeTUIMHCKUX BY30B, opIMHATOPHI M aCIMPAHTHI.

Taoauna 1. lllkana ouenku ypoBHeii 1ocToBepHocTH AoKa3aTeabcTB (Y1) njas meroaos
AHATHOCTHKH (IHATHOCTHYECKHX BMEIIATEIbCTB)

YIAJA | Pacmiugposka

1 Cucrematuvyeckne 0030pbl MCCICAOBAHUI ¢ KOHTPOJeM pedepeHCHBIM MeTOA0M
WIN CUCTEeMATHYeCKHi 0030p PaHIOMU3UPOBAHHBIX KJIMHUYECKUX UCCIe0BAHU ¢
NpUMeHeHHeM MeTa-aHaIu3a

2 OtaenbHbIe MCCIeI0BAHUS ¢ KOHTPOJIeM pedepeHCHBIM MeTOI0M MJIH OTAelbHbIe
PaHAOMU3NPOBAHHbIEe KJIMHHYECKHE HCCJIEJOBAHHS M cHCTeMaTHyecKHe 0030pbl
HCcCIeJOBAHMI  J1I000r0 Au3aiiHa, 32 HCKJINYEHHEM PaHIOMH3HPOBAHHBIX
KJIMHUYECKHX HCCIeJOBAHMI, C IPUMEHEHHEeM MeTa-aHaJIu3a

3 HccaenoBanus 6e3 mociie10BaTeibHOr0 KOHTPOJIS pedepeHCHBIM METOAOM MJIH
HccIel0OBaHUA ¢ pedepeHCHbIM MeTOAOM, He SIBJSIIOIIUMCH He3aBHCUMBIM OT
HcceyeMoro MeTojaa WIH HEepaHAOMHU3UPOBAHHbIE CpaBHUTe/IbHbIE
HCCJICJOBAHNS, B TOM YHCJIe KOTOPTHBIE HCCJIeJ0BAHUS

4 HecpaBHl/lTe.Hl)Hble HCCICT0OBAHUSA, OIMUCAHUEC KIIMHHYECKOI0o cJiydast
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Hmeercs auibL 000CHOBAHME MEXaHHU3MA JeHCTBUA UM MHEHHE IKCIIEePTOB

Taoauna 2. llIkana oneHkH ypoBHel 10CTOBEPHOCTH Aoka3zareabceTB (Y1) nis Mmeronos
NPOPWJIAKTUKH, JedeHHMss M peaduiauramuv  (MPOPUIAKTHYECKHUX, JedeOHbIX,

peaduIMTAIIMOHHBIX BMEIIATEIbCTB)

Y/ | PacumdpoBka

1 Cucremarunueckuii 0030p PKU ¢ npuMenenneM MeTa-aHajm3a

2 Otnenbubie PKU u cucremaruyeckue 0030pbl Mcc/ieI0BaHUi JI000r0 au3aiiHa, 3a
uckiawidenuem PKU, ¢ npumeHeHnem MeTra-aHajamn3a

3 HepannoMuznpoBanHble CpaBHUTeIbHbIe HCCJIEI0BAHUA, B T.4. KOIOpPTHbIE
uccJie10BaHusA

4 HecpaBHuTtebHbIEe HCCIEA0BAHHUS, ONMUCAHHME KJIMHHYECKOIO CJIy4Yas WU Cepuu
cay4aeB, HCCJIEJOBAHUS «CJIY4aii-KOHTPOIb)

5 HNmeercsi  aumb  o0OCHOBaHHMEe  MeXaHM3Ma  JIeliCTBHSI  BMeLIATeJbCTBA

(IOKJIMHUYECKHUE M CCIeI0BAHMS) WM MHEHHUE IKCIIEPTOB

Tadoauua 3. lllkana oueHku ypoBHeii yoenuTeabHOCTH pekoMenaanuii (YYP) nas meronos
npopUJIAKTUKH, JAUATHOCTHKHU, JiedeHUs] H peaduauramuu  (MPopUIAKTHYECKHX,

AMATHOCTUYECKHUX, JIeUeOHbIX, PeadMJINTAIMOHHBIX BMEIATEIbCTB)

Yyp

Pacmu¢posBka

A

CuibHasi pekoMeH1auu (Bce paccMaTpuBaeMble KpuTepuu 3¢ peKTHBHOCTH
(ucxoabl) ABJISAIOTCA BAaKHBIMH, BCe HCCJIEJOBAHUS HMEIOT BbICOKOE WJIM
YAOBJICTBOPHUTEJILHOE METOJ0J0THYeCKOe Ka4eCcTBO, MX BBIBOABI IO
HHTEPeCYIOIIHMM HCX01aM SIBJISIOTCS COTJIACOBAHHBIMH)

YciaoBHas  pexkomeHaanusi (He Bce  paccMaTpuBaeMble  KpUTEpPUH
3¢ppekTUBHOCTH (MCXOABI) SBJAITCH BaKHBIMH, He BCe HCCJIeI0BAHHUSA
HMEKT BbICOKOEC HJIM YAOBJIETBOPUTEJIbHOE METOA0JOIMYECKOe Ka4ecTBO
W/WJIM HMX BbIBOABI MO0 HHTEPECYIOUIMM HMCX0AaM He SBJSIOTCHA
COIJIACOBAHHBIMH)

Caabas pekoMeHaanus (OTCYTCTBHE J0KA3aTeIbCTB HAVIEKALET0 Ka4yecTBa
(Bce paccMaTpuBaemble KpuTepuu 3(P(PeKTHBHOCTH (MCXOAbI) SABJIAIOTCHA
HEBa’KHLIMH, BCEe HCCJIEJ0BAHUS NMEIOT HU3K0€e MEeTOd0JJ0rH4ecKoe KauecTBO
M UX BbBIBOABI 110 I/[HTepeCy}OIlll/lM HUCX0J1aM HE ABJJIAKOTCA COFJIaCOBaHHLIMl/I)
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IHopsinok 00HOBJIEHUS KIMHUYECKUX PeKOMEHIalMid.

Mexanu3m  OOHOBJIEHMSI  KJIMHUYECKHX  PEeKOMEHAAUMH  MNpeaycMaTpuBaeT  MX
CHCTEMATHYECKYI) AKTYAJIM3AlMI0 — He peke 4YeM OJMH pa3 B TPH roaa, a TakkKe INPH
NMOSIBJIECHMH HOBBIX /JAHHBIX € MO3MIHMHU [I0KA3aTeJbHOW MeIMUMHBI IO BONpPOCAM
AUATHOCTUKH, JIeYEeHUsl, MPOPUJIAKTHKH U PeadWINTAIUM KOHKPETHBIX 3a00J1eBaHMM,
HAJIN4YMH 00OCHOBAHHBIX [ONOJIHEHUI/3aMeuyaHuii K paHee yrBepxaéHHbIM KP, HO He
yame 1 pa3a B 6 mecsines.

MpunoxeHue A3. CnpaBquble maTtepuasnbl, BKal04aA cOOTBEeTCTBUE NoKasaHuii K
NMPUMEHEHUI0O U npomsonoxa3aHMﬁ, cnoco6os npumeHeHnAa u 03 1IeKapCTBEHHbIX
npenapartos, MHCTPYKLUU NO NPUMEHEHUIO IEKAPCTBEHHOro npenapaTta

[aHHble KAMHUYECKMUE peKOMeHAaLuumn pa3paboTaHbl C y4eTOM CeAYIOWUNX A O0KYMEHTOB:

1. «MopAapKa oKasaHMA MeAULUHCKOW NOMOLLM AeTAM Npu 3aboneBaHuUAX rnasa, ero
NPUAATOYHOrO annapata u opbuTbi», yTBepKaeHHOro npukasom M3 P® Ne 442H ot
25.10.2012r.

2. MexpyHapoaHaa knaccudukaums 6onesHeit, TpaBM U COCTOAHUIA, BAAIOLLMUX Ha
3poposbe, 10-ro nepecmoTpa (MKB-10) (BcemupHaa opraH1M3auua 34paBooXpaHeHus)
1994.

3. HomeHknarypa meauumHcKux yenyr (MMHUCTEPCTBO 34PaBOOXPAaHEHUA U
coumnanbHoro passutua Poccuiickoii Pegepaumnn) 2011.

4. ®depepanbHblii 3aKoH «O6 ocHOBax oxpaHbl 340P0BbA rpaXaaH B Poccuiickoi
depepauymmn» ot 21.11.2011 r. Ne 323 P3.

5. Ilpuxka3 MunucrepcTBa 3apaBooxpaHeHusi Poccmiickoii ®egepaunu or 28
ceHTAOps 2020 r. N 10291 «O0 yTBep:kaeHHHN NepevyHell MeIMIUHCKUX NOKA3AHUN U
NPOTHBONOKA3AHUM /ISl CAHATOPHO-KYPOPTHOIO JICYeHUS!
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