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Cnmcok cokpameHui

AK — anupuauiiHas kepaTonarus
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BI'/] — BHyTpuIIIa3HOE 1aBJICHUE
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TepMuHbI U onpeaeIeHUs

Bpoxnennas anupuaus (BA) — BpoxIeHHOE TeHETHYECKOE KOMIUIEKCHOE 3a00JieBaHHE,
OpOosIBIIAIOLICECS IOJHOM MM YaCTMYHOW THNOIUIa3ued pagyXHOH oOO0JOYKM TJjlaza u
XapaKTepU3yrolleecs NaTOJOTNYECKUMU U3MEHEHUSMH BCEX CTPYKTYp IJIa3a.

I'mnoniiasusi ¢oBea M aucka 3purenbHoro Hepsa ([A3H) — orcyrcrtBue mnpaBuiIbHO
chopmupoBaHHOi certyatku B 30oHe ¢(oBea u J3H (HenmopasBuTHE NaHHBIX CTPYKTYp),
XapaKTepu3yeTcsi OTCYTCTBUEM (DOBEATbHOW NEMPECCHH MAaKYJISAPHOTO KOHTYpa M yMEHbIIEHHEM
pasmepos JI3H.

I'onnoaucrenes — BpoXKJAeHHBIC aHOManuu yria nepeaneit kamepsl (YIIK) u npenaxHo#
CHCTEMBI TJla3a, BO3HUKAIOUIME B PE3ylbTaTe 3aJEPKKW B pa3BUTUU U AuddepeHunanum 3Tux
CTPYKTYP.

AHMPHIUMIHAS KepaTONMaTHsl —HapyLIEHHE MPO3payHOCTU PpOTOBHULBI € HOTEepeH
SNUTEIMAIBHBIX KIETOK, KOTOPOE MOKET COIPOBOXKAATHCS BOCHAJICHUEM C HHQHIbTpanuei
MMMYHHBIX KJIETOK, BAacCKyJspu3allMed U XPOHMYECKUM IPOrPECCUPYIOLIUM IOMYTHEHHEM,
BO3HHKaroIee Ha (JOHE MEPBUYHON HEIOCTATOYHOCTH JUMOANBHBIX cTBOJIOBBIX KieTok (HJICK) u
HOCTENEHHO IIporpeccupylouiee oT nepupepuu K LHEeHTpy.

Anupuaniiaepiii  GuoOpo3nbii  cuHApoM (ADPC) — HTO OCIOXKHEHUE, CHUKAIOIIEEe
3puTeNbHble PYHKIMU U onucaHHoe TojbKo mpu BA. [IpeacraBiser coboit ¢prOpo3HbIi pyO110BBIii
MIPOLIECC HE BOCMAJIUTEIBLHOIO I'eHe3a, aCCOLIMUPOBAHHbIN C pa3BUTHEM T'MIIOTOHUH M (PTH3HUCA TJ1a3a

[40] 1 BO3HMKAIOIIMM [TOCIIE XUPYPTUUECKUX BMEIIATENBCTB.



1. KpaTkasi ungopManus mo 3a00J1eBAHNI0 WM COCTOSTHHMIO (rpynime

3200J1eBaHUI WJIA COCTOSIHUH)

1.1 Onpenenenue 3a00J1eBaAHAA UM COCTOAHNA (Tpynnbl 3a00JeBAHUNA HJIH COCTOSHMI)

Bpoxnennas anupuaus (OMIM #106210) — peakuii TeHETUYECKUN MOPOK Pa3BUTHS TJiasa,
BHEIIHE TPOSIBJISIOMIUNACS TOJIHOW WM YaCTUYHOW THIOIUIa3UeH paayXHOW 000J0YKM Tiaza u
XapaKTePU3YIOMIMICS TATOJOTHYCCKUMH HW3MEHECHUSMH BCEX CTPYKTyp Tria3a. 3aboieBaHue
HacjeayeTcs M0 ayTOCOMHO-JOMHHAHTHOMY THILY C IOJHOW NMEHETPAHTHOCTBIO M BapbUPYIOIIEH

AKCIPECCUBHOCTHIO [1, 2, 3].

1.2 ITHOJOTUA M NATOreHe3 3a00J1eBAHUA MJIN COCTOSHHUSA (CPynnbl 3200J1eBAHUIT MM

COCTOSIHMiA)

B ocHoBe »3THOIOrHH BA, KaK CaMOCTOSTEILHON HO30J0THYeCKOM CAMHUIIBI, JICXKAT

myTtanuu reia PAX6 B 90 % cinyuaeB (OMIM *607108), B TOM unciae XpoMOCOMHBIE TIEPECTPOHKH
peruona 11p13 c BoBieueHuem Jiokyca PAX6 wim B 5 % ynaneHHOU yuc-peryasiTOpHON o0acTy,
KOHTposMpymolei skcnpeccuto rena PAX6 [1]. B 5% d¢opmupoBanue BA acconumpoBaHo c
myTtanusaMu renoB PITX2(OMIM *601542), FOXC1 (OMIM *601090), FOXE3 (OMIM* 601094),
CYPIBI (OMIM* 601771), PITX3 (OMIM* 602669), FOXE3 (OMIM* 601094), FOXC1 (OMIM*
601090), PXDN (OMIM* 605158)) [2,4]. Ilatorene3 BA, xnuHWYecKHe MPOSBIECHUSA, CTEICHb
MOpPaXEHUs Pa3IMYHBIX CTPYKTYp TIJla3a 00YCJIOBJIEHbl M€HETHUYECKON TI'e€TepOre€HHOCThIO, NMPUYEM
KaK JIOKYCHOH (MyTaIli¥ pa3UYHbIX T€HOB), TaK U aJlJIeNIbHOM (TN MyTaiuii). bosbioe 3HaueHne B
(GbopMUPOBAHNY KIIMHUYECKOW KapTUHBI UTPAET TeHETUYECKUH (OH, T.€. COBOKYITHOCTh U COUYETaHUE
TEHETUYECKUX BAPUAHTOB, KOTOPHIE MPUBOJIAT K CHIKEHUIO alanTaiud [5].

B nacTosiimmit MomeHT HeT enuHoi kinaccudukanuu BA. Yapuuns A. B 1996 r. npeioxuia
KIaccupuIpoBaTh BA ¢ TOUKHM 3peHHsS ITHOIMATOreHe3a W KIMHHYecKoro moprpeta. CorimacHo
naHHOW kiaccudukanmuu BA  OTHOCHTCS K Tpymnme Me3eHXMMAallbHBIX JHUCTeHE30B TUla3a
(penorunmueckass cepus OMIM#107250) [6]. B nmanpHeimem, 1ociae OTKPBITHS TE€HOB,
YYaCTBYIOIIMX B 3THONATOTEHE3€ AUCTEHE30B MEePEAHEro OTpe3Ka Iilaza, B JaHHOW Kiaccu(UKauu
BBIJICJIMIIN § KIMHUKO-T€HETUYECKUX THIOB, ACCOLIMMPOBAHHBIX C MYTALMSMHU B PA3JIMYHBIX I'€HAX
(PITX3 (OMIM* 602669), FOXE3 (OMIM* 601094), FOXCI (OMIM* 601090), PITX2 (OMIM*
601542), CYPIBI (OMIM* 601771), PXDN (OMIM* 605158) [7,8]. Kpome Toro, k 3T0i rpymnme
MO>XHO OTHECTH U JIPYTHe€ COCTOSIHHS, BEI3bIBAEMbBIE MYTAIIUSIMU B TEX JK€ T€HAX: aHOMAJIMH TPYIIIIBI
cunapoma Axcendenbaa — Purepa (OMIM #602482), wupumoronuonucrenesst 1, Il Tuma
(OMIM #601631 u OMIM #137600), anomanus [Terepca (OMIM #604229) [9].


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

Ucxons w3 sTHoOmaroreHe3a, KIWMHUYECKOW KapTuHbl BA, ycTaHOBIEHHUS TEPBHUYHOU
MOJIEKYJISIPHOM TMPHUPOABI M JUTEPATYpHBIX JAaHHBIX B HACTOSIIMA MOMEHT IeJlecoo0pa3Ho
CHUCTEMAaTHU3HPOBATh paCCMATPUBAEMYIO aHOMAJIUIO CJIEIYIOIINM 00pa3oM.

1. M3onupoBaHHas BpOXKACHHAsS aHUPUANS (MM HECUHIPOMAaJbHAsI BPOXKIECHHAs aHUPUINSA).
B 75% BA cnyuaeB pa3BuBaeTcs Kak H30JUPOBaHHAs IJIa3HAs aHOMAlIUS C BOBJICUCHHEM B
MaTOJIOTUYECKHUM MPOLECC TOJBKO 3PUTENBHOrO aHanu3atopa 0e3 M3MEHEHHH B JAPYrux CUCTeMax
opranoB [10]. Cornacno 6a3e nanubix OMIM BeienstoT Tpu Gopmbel: AN1 (OMIM #106210), AN2
(OMIM #617141) u AN3 (OMIM #617142). OHu accouUMUPOBAHBI COOTBETCTBEHHO C TE€HAMHU
PAX6, ELP4 (OMIM* 606985) [11] u TRIM44 (OMIM* 612298). Opnako, €IWHCTBEHHOM
npuunHOd BA mo-mpexHeMy cUuTaeTCs CHIDKCHHE WM W3MEeHeHue (QyHKiuu reHa PAX6. B
JaHHYI0 Tpymmy noMumMo BA BKITIOYEHBI aHOMAIMM TPYMIbBI OPTAIBMOJIOTHUYECKUX CHUHIPOMOB:
Axkcendenbaa — Purepa (OMIM #602482), upunoronnoaucrenessl I, I tuna (OMIM #601631 u
OMIM #137600), anomanus [letepca (OMIM #604229) u nekoropsie apyrue [9].

2. Anupugus, Bxojduias B CHUMITOMOKOMIUIEKC HACJIEACTBEHHOro cunapoma. B 25%
ciyyaeB BA sBnsieTcss CUMITOMOM HAcClI€ICTBEHHOW CHUHIPOMAJIBbHOM NATOJOTUM, MPU KOTOPOM
MOpPAXKalOTCSI B COOTBETCTBHUM C HSMOpPHUOTEHE30M HEBPOJIOIMYECKas, HSHAOKPUHHAs, OINOpPHO-
JBUTAaTEIbHAsl W JIPyrU€ CUCTEMbl B COYETAaHUM [JPYr C JPYrOM MU [0 OTIEIbHOCTH.
HacneacTBeHHbIE CHHAPOMBI C IOJMOPTaHHBIM TOPAXKEHUEM M BPOXKICHHBIMU aHOMAIUSAMHU
pay’KKu BcTpeyaroTes npumepHo B 12 % ciydaes. JlanHas rpymnmna 3a00jeBaHUN acCOLMUPOBAHA C
MyTallUsIMU U XPOMOCOMHBIMU MEPECTPOHKaMH, BOBJIEKAIOIINMHU Kak JIOKyc reHa PAX6 [12, 13], Tak
U B JIpyrux rexax (no 5 %) [2, 4, 14, 15]. OCHOBHBIM CHHAPOMOM JIaHHOM T'PYIIIbI, COCTABIISIFOIINM
Oosiee MOJOBHHBI BCeX ciydaeB cuHApoManbHOM BA u 2,5-13 % Bcex cimyyaeB M30J1MpPOBAHHON
aHOManmuu panykku sBiagercsa crektp (cuaapom) WAGR (OMIM #194072), koTopsiii
XapaKTEepU3yeTCsl YEThIPbMsI KIIMHUYECKUMH MpU3HaKaMu: onyxosbio Bumbmca (W), BpoxxaeHHOM
anupuaueil (A), yporeHutaabHbIMU HapymieHussMu (G) U 3a7€pkKKOMl ICHUXOMOTOPHOIO Pa3BUTHUS
(R). Otnonoruto WAGR cnekTpa CBSA3BIBAIOT C JENEHUSIMU PA3HON MPOTSIKEHHOCTH TEJIOMEPHOU
gactu xpomocoMmHoro peruoHa 11pl3 (hgl9: chrl1:31,000,001—36,400,000), 3axBaThIBaromiei
oZIHOBpeMeHHO TeHbl PAX6 u WT1, unentudpunupyemoit B aurepatype kak WAGR-o6nacts [1, 12,
16].

Kpome WAGR cnekrpa BpoXIeHHas aHOMalusl paayKKH OIMCAaHa B COCTaBE CHHApOMa
['manecin (OMIM #206700), KOTOpbI XapakTepu3yeTcs 4YacTUYHOM THUIOIIa3Hue paayXKH,
OTCTaBaHWEM B YMCTBEHHOM pa3BUTHH, MO3K€UKOBOW aTaKCUEN W THIIOIIIA3UeNd MO3kedka. Toapko
B TpeX CiydJasx BbIsSBIeHa accormaius ¢ Jokycom 11pl3 [17,18]. B 2016 romy oOHapyxkeHa
IFEeHETUYECKass IPUYMHA ayTOCOMHO-IOMUHAHTHOro cuHiapoma I'wmnecim — reH [TPRI

(OMIM *147265) [19, 20].


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

BA B xomMOWHaIMu ¢ M3BECTHBIMH Ha HACTOSAIIMNA MOMEHT CHHAPOMaMH M B COCTaBe
HEKOTOPBIX MHOYKECTBEHHBIX IIOPOKOB PAa3BUTHUS ONMMCAHA B €AMHUYHBIX CIy4asx MPH MYTaIUsIX B
reHax FAMI11A (OMIM *615292), PORCN (OMIM *300651), BBS1 (OMIM *209901) [21], npu
XpPOMOCOMHBIX cuHIpoMax 22ql1 [22] u konbLeBol XxpoMocoMsl 6 [23, 24, 25].

B 3aBepmienuu paszzgena XOTeNOCh Obl OTMETHTH, YTO MPOrPECC 3HAHHWNA B MOJEKYIISIPHOU
OMOJIOTMM 3HAYMTEIIbHO HW3MEHHWJI  TIEPBHYHOE BOCIPHUATHE B JTHOIATOTCHE3e, KIMHUYECKOU
KapTUHE W BO3MOXKHOCTSX JICUEOHBIX W PEaOWIMTAIIMOHHBIX MeponpusaTuil. J[aHHBIA mporecc
TOJILKO HaOupaeT 000POTHI W MPEANoaraeT BO3MOKHOCTh NAIBHEHIINX PaCIIM(PPOBOK JCUCTBUS

I'CHOB HX BJIMAHHA HA NIATOI'CHCTUYCCKUEC MCXAaHU3MBI.

1.3 DnuaeMuoorus 3a00JeBaHUA WM COCTOSAHHA (rpynnbl  3a00JeBaHMIT WU

COCTOSIHMIA)

CormacHo 0a3e JaHHBIX pEOKUX © OpQaHHBIX 3a00JIeBaHUA PaCHPOCTPAHEHHOCTH

n3onupoBaHHO BpoxaeHHON anupuauu (ORPHA:250923) cocrauster 1-9:100000 [26].
[lo nurepatypHbIM JaHHBIM YacToTa Bcrpedaemocty BA Bapbupyet ot 1:50000 no 1:100000
HOBOPOXKICHHBIX [27-29]. CoOTHOIIEHHE CEeMEHHBIX W EIUHHYHBIX (CHOpPaJAMYECKUX) CIy4yaeB

OTJIMYAETCS TI0 IaHHBIM pa3HbIX aBTOpoB: oT 2:1 [2, 14, 30] no 1:2 [4, 31].

1.4 Oco0CHHOCTH KOIUPOBAHMSA 3200JeBAHMS WJIN COCTOSHHUA (rpynnbl 3a00J1eBaHUI

HJIM COCTOSIHU) M0 MeKIYHAPOIHOM CTATHCTHYECKON Kiaaccudukanuu 0oJie3Hel 1 npoodJieM,

CBA3AHHBIX CO 31I0POBbLEM

Bpoxnennsle aHoManuu (MMOPOKU pa3BUTHS) MepeIHero cerMenTa riasa (Q13)

Q13.1 — OtcyTcTBUE PATYKKH.

1.5 Kaaccuduxkanus 3a00JeBaHUs WJIH COCTOAHUA (rpynnbl 3a00JeBaHMIi WU

COCTOSIHMiA)

xaunuxa BA;

KIUHUYeckue xoppenayuu ¢ munamu mymayuu PAX6;
KIUHUKA 2nayKombl npu BA;

KIUHUKA Kamapaxmuol npu BA;

KaunHuka eunonnazuu ¢osea u J{3H npu BA

1.6 Kiimunyeckass KapTuHa 3200 1eBAaHUA WJIN COCTOSSHHUA (rpynnbl 3a00JeBaAHUN WM

COCTOSIHMA)




XKanoOpl manueHT W pOAUTENH MPEABABIAIOT peako. B ocHOBHOM mpu (QHU3MKaILHOM
o0cJeloBaHUM CHMIITOMBI BBISBISIIOTCS neauarpamu. [Ipu He3HAUMTETHLHOM BOBJICUEHUH B
MaTOJIOTHYECKHUM Mpoliecc paay>kKHOM 000J04KH, 3a007eBaHHE TUArHOCTHUPYETCS MPHU TIAHOBOM
CKpuHHUHTEe Bpauda-odrampmoriora. O6wem nedekra pamaykHOH 000JOUYKH BaPBUPYET OT €€ MOJTHOTO
OTCYTCTBHS JIO HE3HAUUTEIBHOU rumnormiazud. [Ipu cnaboit creneHu BRIPaKEHHOCTH pa3Mep 3padka
MOKET OBITh HOPMAaJIbHBIM, OJIHAKO, MOTYT HaOIIOaTbCsl HW3MEHEHHE CTPYKTYPbl Ppaay>KHOM
000JIOUKM TpH NpPOBeACHUM TOHHOCKomuu (cMm. pazgen 2.3). Jlpyrue H3MEHEHHUs pagyKKH
XapaKTePU3YIOTCS YaCTUYHBIMU JAePeKTaMu B BHUAC ATUIUYHONH KOJIOOOMBI, IKCIEHTPHYHOTO
3payka, MOJUKOPHUH WM SKTPOITUOHA PATYKKH.

[TaHOKYISApHBIA XapaKTep TMOBPEXKICHUH MOMHMO JAcedeKTa paayXHOW 000J0UYKH
XapaKTepu3yeTcss KepaTomaTHell, TIJaykoMo#l, KarapakToil, runominazueid ¢osea wu JI3H,

MUKpPO(]TaIBEMOM U MUKpPOKOpHEa [5].

H3menenus poeosuyst npu BA

Anupuouiinas xepamonamus (AK) sBiseTcs oqHUM U3 HanOOJIEe YacThIX OCIOKHEHUH BA,
OPUBOMANINX K 3HAYUTEIBHOMY CHIDKEHHIO 3pUTENbHBIX (yHKMA u  muckomdpopry. B
OOJIBIIMHCTBE MCCIEAOBAHUN YacTOTa OOHAPYKEHHsI BUIUMBIX U3MEHEHHH POrOBMIIBI COCTABIISAET
80-90%. B nerckom Bo3pacte B 85% ciyuyaeB npeBanupyroT HadainbHble cTaaun AK [32].

[Tpuunny Bo3HukHOBeHUs AK cBssbiBatoT ¢ HJICK [10] u ambrepaumeit auMOaibHOTO
MUKPOOKpY>KEHHUSI BcieAcTBUe MyTanuu B reHe PAX6 [33]. MemienHoe mnporpeccupoBanue AK
COMPOBOXAAETCA  LIEHTPOCTPEMMTEIbHBIM  HAPAaCTAaHMEM  KOHBIOHKTHBAJIBHOTO  IAHHYcCA,
HEOBacKyJsipu3anuei, nossieHneM (puOpPO3HBIX YUACTKOB, 3aXBAThIBAIOIINX AMUTEINN POrOBUIIBI U
€€ MEPEJHIOI CTPOMY. Y CTaHOBIIEHO, uTo nporuecc AK pa3BuBaeTcs mOCTaAUIHO C NOCTENEHHBIM
NPOABMXKEHUEM OT MepU(EeprUn pOroBULIbI K LIEHTPY.

N3menenns porosuibl npyu AK 3aXBaThIBatOT HE TOJIBKO €€ dMUTEIHaNIbHbIE clIou. OTMEUeHO
aHOMaJIbHOE pa3BUTHE OazajabHON MeMOpaHbl SMUTENUss M OOYMEHOBOM MeMOpaHbl, a Takxke
YBEJIMYEHUE TOJIIUHBI CTPpoMbI poroBulibl [31, 34-36, 37, 38]. B 1o xe BpeMs MOpQoIorudecKue
W3MEHEHUS HE 3aTParuBaloT JECIEMETOBY MEMOPAHY U dHAOTEIHONHTHI [39].

H3zmenenus padysicku npu BA:

- TIOJTHOE OTCYTCTBHE PaIYyXKHOH 000JIOUKM — TOHHOCKOIHMYECKU BCET/Ia OIpPEeIsIOTCS
PYIUMEHTBI PaJyKHOU TKaHU;

- YaCTUYHOE OTCYTCTBUE PATy>KHOM 000JI0UKY;

- aTUIIMYHAs KoIoOooMa;

- DKTPOIIMOH COCYAUCTOM TKaHHU.

V¥ 50-85% nauuentoB ¢ BA pa3BuBaroTCsi HOMYTHEHMSI B XPYCTAJIHUKE.



Knunuxa kamapaxmot npu BA:

B nmerckom Bo3pacTe KarapakTajbHble NOMYTHEHHUS INPEUMYILECTBEHHO IPEICTABICHbI
BpPOKJICHHBIMU ITOMYTHEHUSIMU, KOTOpBIE COCTABIISIOT 44-67% citydaes [29, 32].

- BpoxkneHHas karapakrta (BK) namboiiee wacto BcTpewaeTcss B BUAC MEpPEAHEH W 3aTHEH
HOJISIPHBIX KaTapakT 0e3 MPU3HAKOB MporpeccupoBanus [32];

- MOJBBIBUX XPYCTAJIUKa, SBJSAIOLIMHACA TNPOSIBICHUEM HEJAOCTATOYHOW CTaOMIIBHOCTH
CBSI304HOIO almapaTa.

B 3aBucumoct OT TsKecTH BA M COCTOSIHMS IIMHHOBBIX CBSI30K MOXKET OBITh
JMarHOCTUPOBAH MOABBIBUX XPYCTAJINKa, XapaKTEPHA €r0 3KTOIHS B BEPXHIOIO [IOJIOBUHY.

Knunuxa enaykomol npu BA:

Haubonee  4yacTeiM  CONYTCTBYIOLIMM  IHposiBieHMeM BA  sABiserca  riaykoma,
MaHU(eCTUpYIOIIasi B OOJNBIINHCTBE CIy4yaeB B JETCKOM M MOAPOCTKOBOM Bo3pacte [24, 32, 40].
Perennus BIK npu pazButum riiaykoMaTto3Horo npouecca npu BA BbI3BaHa HAIMYUEM Pa3InYHBIX
¢dopm rouuoucreHesa B ToM uuciie 3akpseiteM YIIK BenencTBue upuio-KopHeanbHOro cpaleHus, a
TaKXe TPAKIIMOHHBIM HATSHKEHUEM OCTATKOB PYAMMEHTApHOMN payKHOH TKaHU HaJ TpaOeKyIspHON
CeTbl0, W JAe()EeKTUBHOCTBIO CaMOW TpaOeKyIsipHOW ceTH. [ OHHOCKOmWYecKas KapTHHA
JEMOHCTPUPYET HAJIMUUE TOHKUX IEPEMBIUEK, COKPALLEHUE KOTOPhIX MPUBOIUT K 3aKkpbIiThio YIIK.

Knunuxa cunonnasuu gpoeea u J{3H npu BA:

Hns nereit ¢ BA xapakTepHa paszinuuHas cTeneHb (oBealbHOW TUIOIUIA3UHU, YTO SBISIETCS
NPUYMHONW HHUCTarMa BCJIEJCTBUE CEHCOPHOM HEAOCTATOYHOCTH U BPOKJIECHHOI'O CHUKEHHS OCTPOTHI
3peaust (0,1 ¢ xoppekuumeit). Yactota mnposiBaeHU# rumnoruiazud ¢oBea y TanueHToB ¢ BA
kosebnetcs ot 50 no 84%. BA B 1/3 ciydaeB conpoBOXkaaeTcsl 3aJIepKKON 3pUTEIILHOTO Pa3BUTHUS
(delayed visual maturation — DVM) — 3710 3amejuieHHe CIOCOOHOCTH K Pa3BUTHIO (PUKCALUU
B30pa B TEUEHUE MEPBBIX TPEX MecsALEB Ku3HU [S]. B cpaBHeHHM ¢ runorasueii ¢posea runomiazus

J3H BcTpeuaercs HamMHOTO pexe u otMeueHa y 10,7-23% nanuenTtos [32, 41].

2. IluarnocTuka 3a00JieBaHUsl MJIM COCTOSIHUS (TPynnbl 3200J1eBaHUI WJIN
COCTOSIHUI ), MEIMIUHCKUE NIOKA3AHUA M IPOTHBOIOKA3AHNUSA K PUMEHEHHU IO

METOAOB INATHOCTUKH
Huaenoz BA evicmasnsitom HA OCHOBAHUU AHAMHECMUYECKUX OAHHLIX, pPe3Vibmamos
KAIUHUYECKO20 — OQmManbMON02UeCKO20 — 00CNe008aHUs, KOmopoe  6Kaouaem  HAOOp
CMAHOAPMHBIX U  BbICOKOUHDOPMAMUBHBIX OONOTHUMENbHBIX MeMO008 UCCIe008aHU U
Pe3YIbmamos MONEeKYIAPHO-2eHeMmu4ecKoll ouasHocmuxku (mabauya 1) 6 coomeememeuu ¢
paspabomanuvim  ancopummom (Ilpunoswcenue b) [42]. Ilornoe ogmanomonocuueckoe

obcnedosamue 6Krouaem 6 cebst suzomempuio, moOHOMeEmMpPUio, 2OHUOCKONUiO,
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OUOMUKPOCKONUIO 211a3d, 0MATbMOCKONUIO, U3MEPEeHUe YEeHMPANbHOU MOIUUHBL PO2OSUL DL,
onmuueckyro kozepenmuyio momoepaguio (OKT) maxynaproii 3omer u J3H, uw/umu ux
8U3YAILHOE UCCIe008AHUE C NOMOUWDBIO UeNe8Ol IAMNbL U MOYHO20 PA3BEPHYIO20 ONUCAHUSL.
Buvinonnsemca gpomopecucmpayus 21a3Heix npossienull. Y Hekomopvix nayueHmos ocmMomp
2NIA3H020 OHA, OOHAKO, HEBO3MOMNCEH (8 C65A3U C HENPO3PAYHOCMbIO ONMUYECKUX CPed U3-3d
YeHmMpAIbHO20 NOMYMHEHUs. pPO208UYbI U UBMEHEHUll XPYCMANUKa) Ul O02paHuyeH
gblpasiceHHbiM Hucmazmom. Ommeuaromcsi OONOIHUMENbHbIE OCNONCHEHUS CO CHMOPOHbL
HEpPBHOU cucmemsl, HOYeK, SHOOKPUHHOU U Opyeux cucmem opeano8. OnpocHwlli 1ucm OJis
3aNONHEeHUs 8PAYAMU 2EHEMUKOM U 8PAYOM-ODMATbMOIOCOM NPUBOOUMCS 8 NPUTONHCEHUU

A3.

Tabmuua 1. Metobl 00ciieI0BaHU

CranaapTHble THarHocTu4eckue | PacmmMpeHHbIH CIEKTP JHATHOCTHYECKHX METOTUK

METOIUKH (I0MOJIHUTEJILHO K CTAHIAPTHOMY Ha00pYy)

Hapyxub1ii ocmo o
Py P Onruyeckoe Ja3epHOe KOTepEHTHOE MOCIOMHOE

HCCICA0BAHUEC NCPCAHECTO U 3aAHCTO OTACIIA Ij1a3a C

MIOMOIUIbI0 KOMIIBIOTEPHOI'O aHAJIU3AaTOpa (ONTUYECKAS
KOTrepeHTHasi ToMorpagus nepeHero 1 3aHero

PedpakromeTpusi, BusomeTpus otenos-OKT)

DneKkTpohU3NOIOTUUECKHE METOIBI UCCIICIOBAHUS
bromukpockomnms riiaza (peructpaliysi 3pUTEIbHBIX BBI3BAHHBIX MOTEHIAIOB

KOPBI FOJIOBHOT'O MO3Ta, 3JIEKTPOPETHHOTpadus)

VYapTpa3BykoBasi MPOCTPAHCTBEHHAS OMOMUKPOCKOIHS
Odranpmockomnus
riasa

OdranbmMoTOHOMETPUS [IepumeTpust KOMIIBIOTEPHAS

N3mepenne nruaMeTrpa poroBullbl,
numba (KkepatomMeTpus, KepaTonaxumertpus (A03.26.011)

aUMOoMeTpus)

YapTpa3ByKOBOE UCCIIEOBAaHUE WpunoxopHeanbHas roHHorpadus (MeTouKa

ri1a3Horo sioyoka (B-
CKaHUPOBAHUE), YIbTPA3BYKOBasI

MpelycCMaTpUBaET 3aMUCh JMHAMUYECKON TOHUOCKOIHNH
C TIOMOIIBIO PETHHAJILHOM Kamephbl)
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OuomeTpus ria3a

I'onnockonus

bruomukpodoTorpadus raa3HOro JHA C UCTIOIB30BAHUEM
byHIyC-KaMephl

MLPA anamu3 — aHanu3
KOIUMHOCTHU TEHOB B JIOKYCE
11p13 c nomoibio peakuyu
JIUTa303aBUCUMON aMIUTA(pUKAITN
30HJIOB, IIPSIMOE CEKBEHUPOBAHUE
no Canrepy resa PAX6

®dnyopecuentras in situ rudpuanzanus FISH co
cnenuUIecCKUMHU 30HIaMU

YV oemeti ¢ BA ¢ manughecmayueii enaykomuvl 8 pannem 8ospacme ¢ pazgumuem KIUHU4ecKou
KapmuHvl KIACCUYECKO20 2uopopmanvma OUASHOCMUKA 2AYKOMbl He Npeocmasisem
ocobvix croxcnocmei. Ilpu 6onee nos3oHeu Mmanugecmayuyu OHA MOdiCEM Bbl3bl8AMb
MPYOHOCMU — U3-3a  OMCYMCMBUs  Ulu  C1abol  BbIPANCEHHOCMU  XAPAKMEPHOU
CUMNMOMAMUKY, A MAKHCE PACAHYMO20 80 8PEMEHU NAMOIOSUYECKO20 NPOoYeccd.

Panusa  ouaenocmuxa muanpasenena Ha o @vlsAleHUe NPUSHAKO8 DACMACEHUs 21d3d,
8bI36AHHO20 NOOBLEMOM  BHYMpU2IasHo2o oaeienus (BI]]), Hauanbhvix nposeieHull
ampoguueckux npoyeccog 6 /{3H, cnoe nepsnuvix 6onoxon cemuamku. Ilocmanoska pannezo
OUACHO3A 2]IAYKOMbL OO0NNCHA OA3UPOBAMbCS HA KOMNIEKCHOM AHANU3e OAHHBIX C YYemoM
ACUMMEMPUYHO20 XAPAKMePd KIUHUYECKUX U MOPHODYHKYUOHATLHBIX XAPAKMEPUCTIUK
NAPHBIX 27143

Obnapyoicenue noMymueHull Xpycmaniuka (Kamapakxmsl) He npeocmasisem CIOHCHOCmell U

duaeHocmupyemCﬂ, KakK npaeuio, npu 6Z/IOMMKPOCK071MM aaasa.

2.1 Kaao0bLI M aHAMHE3

Pexkomennyercst cOop aHaMmHe3a 1 kayio0 y Bcex manueHToB ¢ BA [41, 43].

YpoBenb yoeaureabHocTH pekoMeHaanuii C (ypoBeHb IOCTOBEPHOCTH JOKA3aTEIBCTB — 5)

KommenTapuu: Bce demu 0ondcHbl Obimb 00C1€008AHbI 8PAUOM-NEOUAMPOM, BPAUOM-
HeBpOI020M, 8PAYOM-OEMCKUM KAPOUOIO20M, 8PAYOM-CEHEMUKOM U NpU HeoOX0OuMocmu
Opy2uMu Cneyuamucmamy Ha npeomem HAIUYUs COMamudeckou namoinocuu. Buiacnenue
C8e0eHUll 0 pamHeM NOCMHAMAILHOM Nepuode: 4Yacmome U mINCeCMU NepeHeCceHHblX

qubeKI/;MOHHle 36160]166611—!1/!1/7, XpOHu'{eCKOﬁ namoiiocuu, aiiepeudecKkux peakuuﬁ. Buisenenue
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HAnU4usi  BO3MOJICHbIX ~NPUYUH U NPeOpAcnonazarnuux @Gaxkmopos 603HUKHOBEHUS
3abonesanus (6HympuympooOHvie uH@pexyuu, arumeHmapHvle axkmopvl u opyeue) nymem
O3HAKOMIIEHUSL C COCMOSIHUEM 300P08bs Mamepell, C8e0eHUll aKyUepCKO-SUHEKOL0UUeCKO20
anamuesa. Ilpu nanuuuu 2naykomvl y pebénxka c¢ BA, eadicnHublm acnekmom paccnpoca

podumeﬂeﬁ Aensemc L;eﬂeHClnpaGﬂeHHblﬁ AHAIU3 BPEMEHU NOABIEHUA NPUSHAKOE 2/l1A)YKOMDBbL.

2.2 duzukajabLHoe 00cJIeI0BaHNe

dusukanpHoe 00cIe[0BaHNe HE HHPOPMATUBHO.

2.3 JIaGopaTopHbIe TMATHOCTHYECKHE HCCIECI0BAHNSA

e Pexomenayercsi mnpueM (OCMOTpP, KOHCYJbTallMsl) Bpaya-T€HETHKA C IOJATBEPKAArONICH
MoJieKyJisspHON auarHoctukod BA um cnexktpa WAGR, oGsizatensHoil miisi 6osibHBIX BA

[44,45] (ITpunoxenue b).

YpoBeHnb yoenurtesabHocTH pekoMenaanuii C (ypoBeHb JOCTOBEPHOCTH J1I0KA3aTeIbCTB — 4)
KommenTapuu: Bwidenenue JJHK u3 neiikoyumos nepugepuneckoii Kpoeu nayueHmos,
coopannou 6 npooupxy ¢ IATA ((SOIXA05)), nposodumcs no 00HOMY U3 CMAHOAPMHBLX
npomoxkonoe ouucmku JTHK. J{na ananuza pooumenbcko2o MO3auyusmMa no 0OHAPYHCeHHOU Y
npobanoa mymayuu UCNOIL3YIOMCA 00pasyvbl Mouu U OYyKKaIbHo2o onumenus. s
npogedenus kapuomunupoganus u in situ eubpuousayuu (FISH) u3 kposu, cobpannou 6

NPOOUPKY C 2enapuHom Hampusa™*, 20mosumcs cycnensus s10ep.

e Pexomennyerca 1[I aman 2enemuueckozo o6cnedoéanus - TPOBEICHHE aHAIU3a
KOMMUHOCTHU T€HOB B JIoKyce 11pl3 ¢ moMolbo peakliuy JIMra303aBUCUMON aMITU(UKALIIH

30u70B (MLPA ananuz) [44].

YpoBenb yoeauresbHocTH pekoMenaanuii C (ypoBeHb TOCTOBEPHOCTH J0KA3aTEIbCTB — 4)
KommenTapuu: B ciyuae obuapyscenus Kpynnoix oeneyuil, 015 6anUOAUUU GbINOIHAEMCS
2EHOMUNUPOBAHUE OMAOUJEHHBIX CeMell NO HEeCKONbKUM MUKPOCAMENTUMHBIM MapKepam
xpomocomsi 11.

B cnyuae obmapyscenus kpynuolx Oeneyuti, 3ampacusarowux een WTI, nposooumcs
@ayopecyenmuas in situ euopuousayus FISH ¢ 3ondom, cneyugpuunvim x eeny WTI, ona
ganuoayuy  2eMUu3U2OMHO20 COCMOSHUSL  JIOKyca Yy npobanda. Takum nayuenmam
8bICMABNACICA NPEeONoNodHCUmenvbubili ouacnoz cnekmp WAGR u oaromcsa pexomenoayuu

NOCMOAHHO20 HAONIO0EHUS Y 8PAYA-0emMCKO20 OHKOI02a 00 § Jiem.
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Y npobanoos c obuapysiceHHbIMU KPYNHLIMU XPOMOCOMHBIMU Oeleyuimu 00s13amenbHO
npoBOOUMCSL KAPUOMUNUPOBAHUe OJis YCMAHOBLEHUS NPUYUHBL XPOMOCOMHO20 OUCOANIAHCA:
npocmas unmepcmuyuanvhas oeneyus 1Ipl3 uiu oice Xpomocomuas uHeepcusi unu
mpanciokayus. Ecau  npouszowna mpawncioxayus, mo  HeoOX00UM MAKdiCe aHANU3

Kapuomuna pooumerneu.

Pexomennyercs 2 sman zenemuueckozo 06cned006anus — B ciydyae OTCYTCTBHSI KPYITHBIX
CTPYKTYPHBIX H3MEHEHHH Jokyca 11pl3 y mpoOaHma, NMpsMBIM CEKBEHHPOBAHHEM IO

CaHrepy onpeessitoTcsl TOUKOBbIE U3MeHeHus reHa PAX6 [45].

YpoBenb yoeauteabHocTH pekoMenaanuii C (ypoBeHb JOCTOBEPHOCTH J0Ka3aTEIbCTB — 4)
Kommenrtapuu: /Janee mymayus npobanoa onpeoensemcs y OONbHbIX UI€HO8 ceMbll, eClu
umeemcs cemetinas ucmopus. B cnyuae, xoeda ouesuomoii ucmopuu Hem, He06X00UMO
noomeepoums cmamyc mymayuu de novo O00KA3amenbCmeoM OMCYMCmeus. Mymayuu
npobanoa y pooumerei, a makice noomseepoums ouosocuieckoe pooumenbcmeo. Ha smom
Jice amane NpoGOOUMCS AHANIU3 803MOIICHO20 COMAMUYECKO20 MO3auyuzma y pooumelell,
UMO 8ANCHO OJisl OYEHKU PUCKA NPOSHO3A O] NOCNe0yIoue20 NomoMCmad.

Ilposooumcsa noomeepoicoeHue NAMoSeHHOCMU — 8Nepeble  HAUOEHHBIX GHYMPUSEHHbIX
mymayuii 6 2ene PAX6 ¢ nomowwio anmanusupyiowux npeockazamenbHulX NpocpamM,
00Ka3amenbCmea Omcymcmeus OaHHO20 USMEHEHUsl 8 8blOOpKe 300pO0GbIX N00etl U/unu )
300pOBbIX UIEHO8 CeMbli, U, 8 CllyYae HeodX00UMOCmu, (PYHKYUOHANbHO20 AHAU3A.

Bce enympucennvie mymayuu nonyuarom nazeanue 8 COOMeemcmeuy ¢ mpancKPUNYUOHHbIM
sapuanmom 1 PAX6 (NM_000280.4). I panuyst Oeneyuil Ha3vl8arOmcs 8 COOMEEMCMBUU C

nonosiceHuem MLPA npo6 ¢ ymenbluleHHbIM CUSHATIOM.

24 HNHCTpYMEHTAJbHBIE THATHOCTHYECKHE MCCIET0OBAHMSA

Pexomenayercsi pedpakToMeTpusi 1 BUBOMETPHUS BCeM MaimeHTaMm ¢ BA nist onpeneneHus

OCTpOTHI 3peHus u pedpakuuu [41,46].

YpoBensb yoenurteabHocTu pekoMenaanuii C (ypoBeHb TOCTOBEPHOCTH J10Ka3aTeIbCTB — 4)
KommenTapuu: V oemeii ¢ BA umeromcs anomanuu pepparyuu 60 6cex cuyuasax, y
bobuwuHCmea paziuunsle 6udbl acmuemamuzma. Kax uzeecmno, y oemeti ¢ BA u enayxkomot,
no mepe pacmsaxiceHus 2uaza, opmupyemcs Muonudeckas pegppakyus, y mpemu — MUonus
gvicokou cmenenu. Ilpu Oanvueliuiem npozpeccupo8aHuu 21AYKOMbl U 3HAYUMENbHOM U,

3avacmyro, HepPAGHOMEPHOM pAaACMANCEHUU o0bonouex onasa, yeeaudueaencs CmeneHsb
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acmuemMamusma, 6 3HAYUMENbHOU CMENneHU CHUNCAIWe20 OCMPOMmY 3peHUst U mak
00CMamo4Ho HU3KYI0 Y Makux oemel.

CoomeemcmeenHo, uccie0osanue KIUHUYeCKoU pedpakyuu y oemel ¢  21AYKOMOU WU
nooospenuem Ha dmo 3abonesanue npeciedyem 08e Yeau: OUASHOCMUKU 2NAYKOMHO2O0
npoyecca u OYyeHKU memno8 e20 Nnpocpeccuposanuuss — ¢ 0OOHOU CMOPOHbLL U CB0EBPEMEHHOU
ONMU4ecKoll KoppeKyuu amemponuu — ¢ Opy2ol.

B nacmosuwee epemsi smanonnvim memooom pegppakmomempuu y oemell paHHe2o 603pacma
npoooadcaem ocmasamvca CKUACKonus. Bmecme ¢ mem, ee ycnewino OonoaHsaiom u
npubopHvle Memoovl, 6 MOM YUcie ocywecmenaemvle ¢ NOMOWbIO NOPMAMUBHBIX
peppaxmomempos. Heocnopumvimu npeumyuecmeamu NOCIeOHUX CLYHCAM B03MONCHOCHIL
npoGedenuss UCCIe008aAHUsI 6 JI0ObIX YCI0BUSX, 8 MOM 4uclie 8 HApKo3e, a MmaKdice

BO3MOINCHOCHIb MOYHO20 onpedeﬂeﬁuﬂ Mepuauaﬁa acmuemamusmda.

PexoMenayercsi nepumMeTpus CTaTHYECKas, KOMIBIOTEPHAs NMEPUMETPUS NPU HAINYUU Y
gete ¢ BA rnaykombel WM IOJO3PEHMM Ha HeEe I OLEHKHM CTENEHH HapyLIECHHUs

CBETOYYBCTBUTEIBHOCTH 3pUTENIbHOM cucTeMsl [41, 46, 47].

YpoBeHnsb yoenurteabHocTH pekoMenaanuii C (ypoBeHb JOCTOBEPHOCTH J1I0KA3aTEIbCTB — 5)
KomMmenTapuu: uccredoganue nepugepuyeckoco 3penus upe3euluauHo 8adNCHO Ol
OUACHOCMUKU U OYEHKU CMAouu U OUHAMUKU medeHUs 21ayKoMHo2o npoyecca. bezycnoeno,
cmamuueckas, KOMNbIOMEPHAs. NepUMempusi OCYWeCcmeumMa aub Oemsam Ccmapuie2o
go3pacma, ¢ 00CMAmMOYHbLIM YPOBHEM UHMELIeKMYaibHo20 pazeumus. Ilpu smom 3uauenue
umeem ucciedosauue MNoOjs 3pPeHUs KAK C HOMOWDBI  O0BUNCYWUXC (KUuHemudecKas
nepumempust), max U HenOOBUNCHBIX CMUMYNO08 (CMamuieckas nepumempusl).
Kunemuueckas nepumempus umeem 3nauenue 6 ouazHOCmuKe Cmaouu 21aykomsl (0OHAKo,
MONILKO NpU NEP8UYHOLL 2IAYKOME 63POCTbLX, MAK KAK 8 COBPEMEHHbIX KIACCUDUKAYUAX
BDOANCOEHHOU 21AYKOMbL KOIUYEC8EeHHble nepumMempuyeckue Kpumepuu omcymcmeyom) u
oyeHnke OUHAMUKU 2NAYKOMHO20 npoyecca (y e3pocavix u Oemell). Oyenke noonexrcum
Hanuyue Hapyulenus cemodyscmeumenbHoCmuy nepugepuiecKux epanuy nojis 3peHus, 30Hbol
bvepyma, epanuyor cnenoeo namua.

Memoo kunemuueckolu nepumempuu yxice 00Ka3ai €800 3PHekmusHoCms 8 MOHUMOPUH2E
OONbLHBIX ¢ pazeumou u oanekozauieouleli cmaousmu 2iaykomvl. Buecme ¢ mem, 6 yensax
PAHHE20 BbLABNEHUSl 2]IAYKOMbl  PACCMAMPUBAEMbIN  MemoO YCmynaem Cmamuyeckou
nepumempuu.

Memoo KonuyecmeeHHOU CMAmMu4yeckol nepumMempuy 3aKioyaemcs 6 onpeoeneHuu

c8emosoll uyecmeumejlbHocmu 6 pa3jiU4HbIX ydacmiKax nojd 3peHusd ¢ NoMOwbro
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HEeNnooBUICHLIX 00bekmos nepemenHoll spkocmu. CoepemeHHble KOMNbIOMEPUUPOBAHHbIE
npubopsl 0becneuusarom BbINOIHEHUe UCCIe008aHUs 6 NOIYAGMOMAMUYECKOM pedcuMme
(komnvromepras unu cmamuyecxkas nepumempusi (CII).

Memoo nozeonsiem obnapyicums 0axce MUHUMATbHbIE 0egheKmbl KaK YeHmpaibHo20, MakK U
nepughepuueckoeo nois 3peHus, Ymo no380aAem blA8IAMb 3a001e6aHUe HA PAHHUX CIAOUSX
U CyujeCmeeHHo nogvluiaem 3QhekmusHoCcmys MOHUMOPUHEA 2IAYKOMbL Y 0emell CpeOHe20 U
NnOOPOCMKOB020 803PACAL.

Ilosmopuvie uccrnedosanus yenecoobpasno nposooumsv 2 pasa 6 200, a HpU 6nepevie
8bIAGNIEHHOU  2NlayKomMe (Ui noobope mepanuu uiu NoOcie Xupypeuueckozo JedeHus)
pexkomenoyemcs npogeoeHue UCCIe008aHUll 8 MeyeHUue nepebix 08YX jlem HAOI0eHUll Yepe3

2-3 mecaya.

e PexomMenayercsi OMOMUKPOCKOMUS Tjla3a BCeM MaluMeHTaM ¢ BA 17 OLEHKH COCTOSIHUS

CTPYKTYp IEpeaHero oTpeska riasa [34, 41, 43, 48, 49].

YpoBenb yoeautenbHocTH pekoMenaanuii C (ypoBeHb TOCTOBEPHOCTH JOKA3aTEIbCTB — 4)
KomMmenTapum:

Pocosuya

Juacnocmupyrom paznuunoti cmenenu evipaxcennocmu AK. AK npeocmasnsem coboii
NOMYMHEHUe pocosuybl 6 6ude nepughepuuecko20 naHHyca HA PAHHUX CMAOUSX
namono2u4ecKko20 npoyecca, Ha NO30HUX CMAOUAX - 3aX8amvléaem UYeHmpaibHvle 30Hbl
pozcosuysl. I[IpeumyuecmeeHHo nopaj;caromcs NOBEPXHOCMHble CIoU, Odlee cmpaodem
cmpoma, umo 6ausem Ha yeeauueHue moauwjunsl pozosuyvl. llepevie nposenenus
as8acKkynsapHel,  Oanee  NPOUCXOOUMm  8pacmaHue  cocyoos 6 30He  NOMYMHEHUS.
Heosackynapusayus pocosuyvl nauumaemcsa na 6 u 12 wacax uacogozo mepuouana u
npozpeccupyem oajee no 8ceti OKPYHCHOCHIU.

Cywecmsyem neckonvko kiaccugpuxayuii AK, oona uz komopwix pazpabomana weedckumu

yuenvimu 8 2010 200y [30], opyeas Lopez-Garcia 6 2006 (Tabauya 2) [3].

Tabauya 2. Knaccughurxayus kepamonamuu, c83aHHOU ¢ 8podicoenHoll anupuoueti (no Eden) [30]

Cragus PoroBuuHble MposiBJIeHUSs

0 Ipo3pavHasi poroBHIla

I nepudepruieckoe MOMyTHEHHE POTOBUIIBI C BpacTaHUEM COCY/IOB He Oojiee yeM
Ha 1-1,5 MM

- nepudeprieckas HEOBACKYISIPU3AIHS 10 BCEH OKPYKHOCTH, HE HapyIIArOIIas

[ICHTPAJILHOE 3PCHUE
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BOBJICUEHUE [IEHTPAJIbHOM YaCTH POTOBUIIbI, OCMOTP TJIA3HOTO JHA 3aTPYyIHEH,

I

cyOanuTenuanbHbI PruOPO3, CTPOMATIBHBIN X€ii3, IICHTPAIBHBIN POCT COCYI0B
IV MYTHas, HEIPO3pa4yHasi poroBuIia

KOHEYHAasl CTafusl, UpPETYJIIpHAsA CTPYKTypa pOrOBULIbI, HE ONIPENEIAETCA HUA
\Y%

OJJHWH H3 €€ CJII0CB

Juacnocmuxa npossnenuiit AK 0ondicna ocyuecmeanamscs ¢ camo2o paHue20 803pacma, m.xK.
HeCMOMpsi HA OMCYMCMeue KIUHUYECKOU CUMNMOMAMUKY, HAYATIbHble NPU3HAKU nomepu
NPO3PAYHOCINU PO20BUYLL MO2YM HAOIIO0AMBCSA YIHCe C POAHCOEHUsl, NPedonpeoelisis blCOKUU
puck npoepeccuposanusn AK 6 danvretiuiem.

B 6onvuwuncmese cnyuaes npocpeccuposanue HIICK npu AK nposensemcs paspyuieHuem
IUMOATbHO20 bapbepa, pacnpocmpaneHuem KOHbIOHKIMUBAIbHO20 INUMeNUs 8 YeHMpaibHble
PAlioHbl  po2osuybl, NOAGNEHUEM OOKANOBUOHBIX U BOCHANUMENbHbIX KIemOK Ha ee
nogepxHocmu, oezpadayuei uiu noaHvim omcymcemeuem naaucao @oema [15, 27, 41, 50,
51].

Ilpu pazsumuu 21aykomel KIUHUYECKAs KAPMUHA NOPANCEHUs. PO208UYbI MOdcem Oblmb
unou. Ilpu mauanvHoOU cmaouu npu MUHUMATLHOM DACMANCEHUU PO208UYbLL HADII0OAem s
JlecKUll ee omek 8 8uoe OnaiecyeHyul.

Ilpu Oanvretiuem npozpeccuposanuu 21aykomvl YEeIudusaemcs Ouamemp po2o8uybl, 4mo
8bl3bl6AEI 00pA306aHIUe HA IHOOMENUU U OeCYeMemosoli MeMopane paspuléos U mpewut 8
gude eOUHUYHBIX, A 3amemM U MHONCECMBEHHbIX NOIOCHAMBIX NOMYMHeHuu. 3a cuem
HapywieHus 0apbepHoli (@QYHKYuu 8 Cmpomy po208uUYbl NPOHUKAENm  6HYMPUSIA3HASA
acuokocmov (BIJK), napywaromea memabonuueckue npoyeccwi, 4mo Gvl3vleéaem OmeK, d
3amem u NOMymHeHue poeosuysl. Taxoce npoucxooum ygenuuenue (pacmsoicenue) mumoa,
npeuMyuecmeeHHo 8epxXHe2o, a 6 OalbHeliueM, Npu OdleKko saueowell cmaouu — 60 8cex
omoenax (00 5—6 um).

Ilpu pazeumuu enaykomuvl y oemei ¢ umerowumuca npusnaxamu AK noovem BIJ[ moowcem
8bI3b16AMb  YXYOUleHUE COCMOAHUA PO2OSUYbL: NPUCOCOUHEHUEe SAGNeHUU OomeKd UlU
nosvlueHUe UHMEHCUBHOCTNU NOMYMHEHUsL.

Ilepeonssn kamepa

B nopme 6 obnacmu spauxa enybuna nepeoueil kamepwvl cocmagniem 2,75-3,5 mm. Ilpu
HAIU4UU 4acmuyHou aHupuouy eu3yaiu3ayus 2ryounsl nepeonell kamepuvl He clodxcHa. Ilpu
OMCYMCMBUU PAOYHCKU OPUESHIMUPOM CIYHCUM NepeOHsisl N08epXHOCMb Xpycmanuka. Yacmo

Uu3-3a aHomajiuu paseumusl nepe()H}zﬂ Kamepa moaxcem bOblimb Menvye cpe()Heﬁ.
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Ilpu nomymuenuu xpycmanuka u uiu e2o HAOYXanuu nepeouss Kamepa Modicem Ovlmb
menvye. Ilpu pazsumuu enaykomvl y Oemell C HAYAAbHOU cmaouell nepeoHss Kamepa
HOpMANbHOU 271yOunsl Uy cieeka 2nyboce, wem 8 Hopme. Ilo mepe pacmsdicenus 21a3Ho2o
A0710KA Y Maxkux oemeul nepeouss Kamepa npoooxicaem yenyoisimvcs u Moxcem 00Cmueams
5—6 mm. Heobxooumo maxoice nposooums CpasHuUmenbHylo OYeHKy 2ryOunvl Kamepvl HA
oboux enazax. Acummempusi 3mo20 NOKA3AMess AGNAEMCA BANCHLIM OUASHOCMUYECKUM
NPUSHAKOM PACCMAmMpueaemo2o 3a001e8anusl.

Paoyoicka

Ilpu BA mooicem 6vimb noanas anupuous (Xoms 20HUOCKORUYECKU 6ce20d ONpeoeisitomcs
PYoumMeHmapHvle 00paz08anusi padylHCHOU MKAHU) UTU YACMUYHASL AHUPUOUSL C COXPAHEHUEM
PA3IULHO20 00beMa SUNONIACIUYHOU PAOYIHCKU.

Xpycmanuk

Hapsaoy c npospaunocmvio, pasmepamu u ¢hopmoi ommeyaiom CcKOnjeHus nuemeHmad,
gaxooones, cyonokcayuro Ul UHyO ouciokayuio xpycmanuka. Haubonee wacmo
e6cmpeuaemcsi nepeoHsiss U 3a0HAs NOJIAPHbIE BPOJICOeHHble Kamapakmel 0e3 NpusHaKos
npoepeccuposanus. B 3agucumocmu om cOCMOSHUA YUHHOBbIX CBA30K Modicem Obimb
OUACHOCUPOBAH NOOBBIBUX XPYCMANUKA, Yauje XApakmepHa e20 IKMONUs 8 6epXHION

NOJIOBUH) .

Pexomenayercss TOHMOCKONMS BCEM MNAUUEHTaM ¢ BA INpu COXpaHEHHMH INPO3PAYHOCTU
POTOBHIIBI JUII HCCIENOBAaHUS CTENEHU THIOINIA3MM pagy’KKH, oueHku cocrosHusa YIIK,
BBIPQXEHHOCTH JHMCTE€He3a CTPYKTYp APEHAKHOM 30HBI JJIs1 BBIPAaOOTKH NAaTOr€HETHUYECKU

OpUEHTUPOBAaHHOW TaKTUKH JeueHus [43, 49, 52].

YpoBenb yoeauresbHocTH pekoMenaanuii C (ypoBeHb TOCTOBEPHOCTH JOKA3aTEIBCTB — 5)
KommenTapuu: ssnsemcs memooom, no360aAI0WUM BU3YATUSUPOBAMb DPYOUMEHMAPHYIO
MKAHb ~ pAOYXHCKU —~ NPU  HEBO3MOJNCHOCMU  ee  OOHApYJCceHusi npu  CMaHOapmHouU
OUOMUKPOCKORUU 211a34.

lonuockonuyeckas xapmumna O0eMOHCMPUpYem HAIUuUue 8blCOKO20 NPUKDENieHUsl KVIbmu
paoysicku, omcymcemeue oughghepeHyuposanol mpabekyIapHol 30Hbl, HATUYUe PA3IUYHO20
pasmepa nepemwviuex, COKpawjeHue Komopwix npugooum Kk 3akpuimuto VIIK. Hanuuue
8bIPAIICEHHOU Cmenenu 2oHuoouceenesa y oemeil ¢ BA moowcem 6Ovimb npeouxmopom
Passumus 21ayKoMamo3H020 npoyecca 8 OdibHetieM.

C nossrenuem wWupoKonoabHoU Yyugposoi neduampuieckol pemuHaIbHOU Kamepvl CmMajlo
803MOJICHBIM nposedeHue uccredosanus cmpykmyp VIIK y Odemeii Oe3 mapkosa. /[annwiil

Memoo no360.iaem OOKYMEHMUPOS8aAmy pe3yibmamyl UCCIe008aHUll 8 Yugdposom 6uoe u
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npoBOOUMb  CPABHUMENbHBIU — AHAIU3 UBMEeHeHUll 6 OuHamuke. Hpudokopueanvhas
2oHUopaghus, ¢ NOMOWbIO PEMUHANLHOU KAMepbl, s611emcs 0O0beKMUBHbLIM MemoOoM

paHHell ouazHocmuku namoaozudeckux npoyeccos 6 VIIK enaza [53 ].

Pexomenayercsi 0ohTaIbMOTOHOMETPHS BCeM MalUeHTaM ¢ BA ans uccinenoBaHus ypoBHS
BI'Jl v ruapoauHaMUKM TIJ1a3a, YYUThIBas BBICOKMM PUCK PA3BUTHs TIIAYKOMBI y JIETEH C

anupunueit [41, 42, 52, 54].

YpoBenb yoequreabHoCTH pekoMeHaauuii C (ypoBeHb IOCTOBEPHOCTH JJOKA3aTEIbCTB— 4)
KommenTapuu: o0ns  xoumpons BlJ] pexkomenoo8aHo UCNONb308amMb  MOHOMEMpP
sHympuenasznozo oasnenuss TIJ[-01 (no Maxnaxoey) (cmandapm monomempuu ¢ PD) unu
PaziuyHvle munsvl OECKOHMAKmuvlx moHomempos. Haubonee yoobuvim Onsa  Oemell
npeocmasiiemcs  asmomMamuyeckue  NOpmamueHvle  MOHOMempbl ¢ KOHMAKMHOLU
(puxowiemnoli) Memooukou uzmepenus, nosgordlowue usmepsames BIJ] 6e3 mecmmoii
anecmesuu, MUHUMATILHO KOHMAKMupylowue ¢ po2osuyeti, Ymo O0COOEHHO 8adlCHO Ol
AHUPUOULUHOU PO20BUYbL C 8bICOKUM puckom paszsumusi AK, 6 mom uucie y oemeti panne2o
go3pacma.

Ilpu ananuze OanHvIX 0MATLMOMOHOMEMPUU YUUMBIBAIOM AOCONIOMHbIE YUPDPLL YPOBHS
BIJ], cymounsie xonebanus u pasuuyy ogmanvmomonyca medxcoy enazamu. Cymoumuvie
konebanusi ypoens BIJ[, a maxoice e2o acummempusi Mexncoy NapHuiMu 21a3amu y 300P06blxX
JUY, KAK NPAuno, HAX00aAmcs 6 npeoeiax 2—3 Mm pm. Cm. U JUlb 8 PeOKUX CIy4asx
oocmuzaiom 4—6 mm pm. cm.

B ceasu ¢ mem, umo Ha oyenxy OaHHLIX OHMATLMOMOHOMEMPUL 8 SHAUUMELLHOU CMeneHu
oxazvleaem GIUAHUE MOMUWUHA U OUamMemp pOo208UYbl, NPemepnesaroujue CyujecmseeHnble
usMeHenus y oemel HaA (oHe passumus 21dyKOMbl, YerecoOOpPasHO Yuyumvléams u dmu
napamempbi.

Hccnedosanue  monwunvl  poeosuysbl  NO36074em  NPABUTLHO  UHMEPHPEemupo8ams
pesynvmamvl  opmanvmomonomempuu. Jlanuvle ogmanbmomonomempuu 6 21a3ax c
poeosuyeti, umeroujeli. moayury 6 yeumpe oonee 580 Mrm, HyxHcOaromcs 6 KOppeKkyuu 8

CMopoHy noHudcenust (peanvroe BIJ] nuoice nomyyeHnbix OaHHbIX).

Pexkomennyercst ynpTpazBykoBas 6uomeTpus riaza (A-ckaHupoBaHHE) BceM JIeTsM ¢ BA
JUISL OTIpeJIeNIEHUs] pa3MepoB TJIa3HOTo sI0JI0Ka, TITyOMHBI MepeIHe KaMephl, YTO MO3BOJISET
IIPU HaJUYUU TJIAYKOMBI BBISIBUTH TEHJEHIUIO K MPOTPECCUPOBAHUIO TJIAYKOMBI M OLEHUTh

cTaauio mporecca [55].

YpoBenb yoenureabHoCTH pekoMeHaaumnii C (ypoBEeHb IOCTOBEPHOCTH JJOKA3aTEIbCTB— 5)

19



Pexomenayercsi  ynbTpa3BykoBoe B-ckanupoBanue (YIbTpa3ByKOBOE HCCIIEJOBAaHUE
IJIa3HOTO A0JI0Ka) BCceM ManueHTaM ¢ BA 1711 OLIEHKH COCTOSIHMSI BHYTPEHHHUX CTPYKTYP
rnaza (000JI0UEK, CTEKJIOBHAHOTO TeJa, XPyCTaMKa U JAPYTUX), YTO OCOOEHHO aKTyaJbHO

IIPU HENPO3PAYHbIX MIPEJIOMIISIOIINX cpefax [56].
YpoBenb yoenuTeabHOCTH pekoMenaaumii C (ypoBeHb JOCTOBEPHOCTH JI0KA3ATEIHLCTB— )

Pexomenayercs yiabTpa3ByKOBOE CKaHMPOBAHUE MEPEIHEr0 OT/eNa Tla3a BCeM MalleHTaM
¢ BA npu HE0oOXOAMMOCTH MONYYHUTh YETKOE M300pakeHHE CTPYKTYp MEepeHEero oTpeska
riasza (0cOOEHHO Ba)KHBIM 3TO MPEACTABIACTCS MPHU MOMYTHEHHHM POTOBHIIBI), ISl OLIEHKU
XapakTepa THIIOIJIA3uU paxyxku, crpykryp YIIK, npeHaxHoil 30HBI M TpaOeKyibl B
yacTHOCTH. [Ipu 3TOM BO3MOXHO HM3MEPUTH TONIIUHY POTOBUIBI (MM), PaayXKu (MM),
rIyOuHy TiepenHedl kamepsl (MM), BEJIMYUHY UPUAOKOPHEATbHOro yria (rpai.) u Opyrue

napametpsl [40].

YpoBensb yoenurteabHocTu pekoMenaanuii C (ypoBeHb JOCTOBEPHOCTH J1I0KA3aTEIbCTB— 4)
Kommenrapun: npu BA axkycmuueckas KapmuHa nepeoHe20  ce2MeHma — 2nasa
xapakmepusyemcs, Kak Npasunio, HAIuyuem pyouMeHmapHou paoyxcku no  eceu
OKDYICHOCIMU UTU OMOETbHbIMU YUACMKAMU C PA3IUYHOL CMENeHbl0 BbIPANCEHHOCU ee
eunonnazuu. Ilamonocuueckue uMeHeHUs MOJNCHO OOHAPYICUMb U 6 OMHOULeHUU
CMpPYKmMypbl, pAMepos U NOJNONCeHUs YUTUAPHO20 meld, €20 OMPOCMKO8 U Opyux
cmpykmyp 2na3Hoz2o sAbnoxa. Ilpuuem ocobennHocmu >mux UMEHeHUli Npu  HAIUYUU
2NIayKOMbl 8 ONpeOdeleHHOU Mepe NO360JIAI0M  8blpabomams ONMUMALLHYIO  MAKMUKY
XUpYypeuueckoeo JnedeHus maxkux O0NbHblX, O0COOEeHHO NpU HApYUleHUUu npo3PAYHOCMU
onmuyeckux cpeo enaza. Ilpu noanoti anupuouu cmaHoapmuas OUOMUKPOCKONUS 21a3d
PEOKO NO0360JI5lem  GbIABUMb UMEIOWUeCs pPYOUMEHmMAapHble OCMAMKU pPAOVIHCHOU MKAHU

(Kynomu paoysrcku).

PeKOMeHI[yeTCﬂ O(I)TaHLMOCKOHI/IH BCEM IalMCHTaAM JId OLICHKU COCTOSAHUA CTPYKTYpP

3aHero orpeska riasa [40, 42, 54, 58].

YpoBenb yoequreabHocTH pekoMenaaumuii C (ypoBeHb IOCTOBEPHOCTHU JOKA3ATENIbCTB— 4)
KommenTapuu: OnmumanbHolM Memooom 6visenenus usmeneHuu cmpykmypol 3H u
cemuamku s61aemcs ogpmanomockonusi (0opamuas oghpmanbmMockonus Ha ujenesou iamne
ogpmanvmonocuyeckou ¢ - JAUH3AMU  OQDMATLMONOSUYECKUMU — OUASHOCTMUYECKUMU
OecCKOHMAaKmubIMU, NPAMAs OQMAaIbMOCKONUS HA WeNegoll Jlamne yepe3 YeHMpaibHYIO
uacmev 20HUOCKONA O OCMOMpPA 21a3Ho20 OHa muna Ban Botinunzena). Y noeoposicoennvix

U Miaoenyes 014 euzyaiusayuu U gomopeaucmpayuu CMpYKmyp 21a3H020 OHA
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yenecoobpasHo UCNOIbL3068aMb Kamepy — pemuHanibHyI0 ogpmanbmono2uueckyro
neouampuyecKyro Uil Kamepy MeouyuHcKyo yupposyio .

Oonoul u3 npuuun CHudCeHuss 3penusi y oemeti ¢ BA sensemcs eunonnaszus ¢hoseanvHou
oonacmu u J{3H. ILlgem [[3H moocem esapvuposams om 01e0HO-p0O308020 ygema 0o
Oneonoeo, pazmep — om HOPMAILHO20 00 YMEHbUEHHO20 (cunoniacmuunozo), A3H moocem
uMemyv 08ANLHYIO U 8bIMAHYMYI0 (hopmy. Makyrapnas 30na u ghosea mo2ym umems pasuyio
cmenenb AHOMANUL C8EMOBbIX peleKco8 YKA3bl8AWUx HA UX 2UNONIACIMUYHOCHb!
CMYWe8aHHoCmb, He NpasuibHylo @opmy, omcymcmeue c8emogozo pegaekca. Ha
nepughepuueckorl yacmu cemuamru 4acmo 8CMpeyaromcs aHOMAIUU NUSMeHMAayuu no muny
unonueMeHmayuu.

Ilpu manugpecmayuu enaykomvl passusaemcs: GIUAIOWASL HA OdlbHeluee CHUNCeHUL
3pUMenbHbIX PYHKYULL 2AYKOMHAS ONMUYECKAsT HeUpOonamus, Ymo 3aKOHOMepHO mpebyem
oemanvHou  xapaxmepucmuxku  uzmenenuu J[3H.  Cnoocnocmv  3axnouaemcs 8
HEeBO3MOJNCHOCMU  BU3YATU3AYUU CMPYKMYP 21A3H020 OHA ) Oemell U3-3a NOMYMHEHUL
PO208UYbL.

Mna  enaykomvl  xapakmepnvl ampoguueckue usmenenuss 6 J[3H, npossnaiowuecs
oexonopayueil (nobieonenuem) yuacmkos OuUcCKd, pacuuperuem u oegopmayueli e2o0
9KCKABAYUYU, YMeHblUleHUe NI0Waou U UCMOHYeHUe HellpopemuHnaibHo2o nosicka (HPII).

Ilpu ocmompe [[3H npu nooospenuu Ha enaykomy u npu 2iaykome Heobxooumo npogoouns
KoauvecmeenHyto (pazmep [[3H, coomuowenue sxkckasayuu k oucky (3//]), coomnouienue
HPII k /[3H) u kauecmgeHHy0 OYeHKY Cledyiowux napamempos (gpopma, gblcoma u yeem
HPII, eco omcymcmsue (kKpaesas 3KcKkagayus) Uiy meHOeHyus K UCHOHYeHUIo, 0eKoIopayus
yuacmxkog J{3H, cosue cocyoucmoeo nyuka).

Coomnowenue 3I/J]. Duzuonoeuueckas sxckasayus J[J{3H, kaxk npasunro, umeem
20pU30HMANLHO-08AILHYIO (POPMY. 20PU3OHMANLHBIN Ouamemp OJIUHHEe BePMUKATbHO20
npumepro Ha 8%. Yeenuuennas gusuonocuneckas skckasayus npu OOIbULOM pazmepe OUCKd
uauge umeem oxkpyaiylo ¢opmy. B Hopme sxckasayus Ha oboux 2nazax cummempuyunas. [lpu
amom 8 96% cayuaes coomuowenue I/ naxooumcs 6 npeodenax 0,2 J[/]. B nauanvHou
Ccmaouu 21ayKoMbl YemKUX pa3iuyuti Mexcoy Gu3uUoIo2udecKkoll U 21ayKOMHOU IKCKasayuetl
He cywecmeyem. MooicHo eusyarusuposame cosue u nepeaub cocyoucmozo nyuxa. Ilpu
npocPeccupo8anull 8POHCOEHHOU 2aYKOMbL ¢ eblcokumu yugpamu Bl /], yoce npu pazeumoii
cmaouu popmupyemcs 00801bHO 00bEMHAS IKCKABAYUSL.

Pacwupenue sxckasayuu npu enaykome 00bIYHO NPOUCXOOUM 80 B6CeX HANPABIEHUSX,

0OHAKO uauje 6ceco 6 6EPMUKAIbHOM HanpagjlenHuu 3a c4em uCnmoH4YeHUsl HPII 6 BEPXHEM U
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HudxcHem cexmopax [[3H, umo ceA3aHO0 ¢ 0COOeHHOCmAMU CMPOEHUs peuemyamotl
NIACMUHKU.

Hetipopemunanvnwiti noscox. Ilpu pazeumuu 2naykomamosHo2o npoyecca noCmeneHHO
npoucxooum ymeHvulenue wupunvl HPII, komopoe modcem 6vbimb pasHOMEpHbIM NO 6cell
OKDYICHOCMU, JTIOKATbHbIM KPAEGbIM UMU COYEeMAaHHbIM. [[Isl 2NayKOMbl XapakmepHbl
ampoghuueckue uzmenenuss 6 J{3H. Knunuvecku oHu npossisiomcs 6 O0eKolopayuu
(nobneonenuu)  yuacmxose HPII, uawe 6 memnopanrvholi 30He  (HEOOXOOUMO
oupepenyuposams ¢ ampodghueri 3pumenbHO20 HEPEA HE2NAYKOMHO20 2eHe3d).
Ilepunanunnapnas ampogus — ucmonuenue/paspyuienue X0puopemuHaibHol MKAHU BOKPY2
J[3H. Ilpu enayxome pacnpocmpaneHHOCMb NEPUNANULIAPHOU ampoduu 8viuie, 0COOEHHO C
HOCOBOLL CMOPOHbL NEPUNANUILIAPHO20 NPOCMPAHCMEA.

Crnedyem nomuume, 4mo omoenbHo KaHcO020 U3 NPUBEOCHHBIX CUMNIMOMOE HEeOOCMAmo4HO
011 NOCMAHOBKU NPAasUibHo20 ouacHosa. llpasunvrnoe pewenue mooicem 0amv MONLKO
KOMNWIeKcHas  oyenka cocmosanus J[3H u  nepunanunnsipuwoti  cemuamku. Jns
OOKYMeHmMUpoB8aHus COCMOsAHUS JI3H YOOOHO UCNONIb3068aMb YBemmyIo

Gomopezucmpayuuio.

Pexomenayercsi OnNTHYECKOE HCCIIEIOBAaHUE NEPEJHEr0 OTAeda TIJjla3a € I[OMOIIBIO
KOMIBIOTEPHOTO aHanu3aropa (onTuueckas korepeHTHas Tomorpadus (OKT)) netsim ¢ BA

u AK ans 00beKTUBHOI olleHKH cocTosiHUS poroBullsl u YIIK [59,60].

YpoBens yoeauTeabHocTH pekoMenaanuii C (ypoBeHb TOCTOBEPHOCTH JI0KA3aTEIbCTB— 4)
Kommentapumn: OKT nepeonezo ompeska modicem Obimb none3na 6 onpeoeieHuu 2nyounvl
CMPOMANLHBIX NOMYMHEHUU, ONpeoeseHusi MOIUUHbL PO2OBUYbL, SU3YATUIAUUU CIMPYKIYD

nepeoHetl Kamepwvl 21a3d NPU Henpo3PAYHOCMU ONMULECKUX CPeO

Pexomenayercst ONTHUECKOE HCCIIEIOBAaHUE CETYATKU C IOMOIIBIO KOMIIBIOTEPHOTO
aHAJIN3aTOPa, ONTUYECKOE MCCIEAOBAHUE TOJOBKH 3PUTEIBHOIO HEpPBA M CJIOSI HEPBHBIX
BOJIOKOH C TMOMOIIbI0 KommbloTepHoro anamuzaropa (OKT cerwarku u JI3H) nans
OOBEKTUBHON OLEHKM BHYTPEHHUX CTPYKTYyp IJla3a — 3pUTEIIbHOTO HEpBa U CETYaTKU

PEKOMEHIYIOTCSI BceM marrieHTam ¢ BA mipu npo3paunocTu cpen [S8].

YpoBens yoeauTeabHocTu pexoMenaanuii C (ypoBeHb TJOCTOBEPHOCTH J10Ka3aTEIbCTB— 4)
Kommenrapum: npubopvr  ocnawenvt  KOMNbIOMEPHLIMU — NPOSPAMMAMY, — KOMOpbLE
CnoOCoOCMEYIOm NONYYeHUI0 U300padicenus, a maxdce QopMupo8anuio U XpaHeHuro 6asvl

0CZHHblx, 0666‘1’161[1/!86”01/1461/7 KOJIUYeCmeeH bl AHAIU3 M305pa9fC€Huﬂ.
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Paccmampueaemviii memoo uccnedosanus no3eonsem KoIU4eCMEeHHO OYEeHUMsb COCHOAHUE
napamempoe cemuamkiu, 3pUmenbHo20 Hepea y 0emell ¢ aHupuouell.

Onpedenenvl  ocobennocmu usmenenuss cmpykmypol J3H npu enaykome y Oemeil ¢
aHupuoueu.

Y 6onvuuncmea oemeiti ¢ BA onpedensiemcs cena)cenHoCms MaKyispHO20 KOHMYpPaA 3a c4em
YMeHbleHUs (o6eanbHOU Oenpeccul, XapakmepHou Oisi eunonaasuu maxyivl. OmmeyeHuvl
ocobennocmu cmpykmypovl cemuamku npu BA: y Oonvwuncmea Oemetl Habaroo0aemcs
VMeHbuleHue napamempa oouje2o MakyisipHo2o odvema yseaudeHue napamempa moaujuHsl
cemuamku 6 yeumpe ¢ogea (macular central minimum zone), umo noomeepiicoaem
omcymcmesue npasuibHo20 GoOpMUPOBanUs MAKYIAPHOU 0OIACU UIU ee 2UNONA3UIO.

Ilpu pazsumuu 21ayKoMHo20 npoyecca XapakxmepuviMu O0COOEHHOCMAMU, NOLYYEeHHbIMU C
nomowvto OKT sensromes:

— YMeHbuleHUe MONUUHBL CTI0S HEPEHLIX BONOKOH CEMYAmKU 8 NepUnanuiiapHou 30He ¢
npeumMyueCmeeHHbIMU USMEHEeHUAMU 6 MeMNOPAIbHOl 30He, Hapacmarowee hno mepe
npozpeccuposanisl 21ayKoMbl,

—U3MeHeHue apmepuo-6eHO3H020 UHOEKCA NPEeUMYWECmEeHHO 8 CIMOPOH)Y €20 Y8eaudeHuUs,
yugposoe noomeepicoerue HapyueHus 2eMOOUHAMUKU COCYOUCTbIX 8emaEell YeHMPATbHOU
apmepuu u YeHmpaibHOU 8eHbl CeMUYAMKU 8 BUOe YMEeHbULeHUs UX Kaluopa,

— yMeHblleHUe MOIWUHBL CI0SL 2AH2TUO3HBIX KNeMOK U 2AH2IUO3HO20 KOMNIEKCA.

OKT (memoo [etioenvbepeckoii pemunomomozpaghuu) 6 bonvuell cmenenu npu 2naykome
nozeonsiem oxapaxmepuzogame cocmosivua /[3H. B uacmnocmu, npu npocpeccuposanuu
2NIAYKOMbl OMMEeUaromcs: 3HaAYUmenbHoe yeeluienue OCHOBHbIX Napamempos 3IKCKABAYUU
JI3H: obvema skckasayuu (cup volume), maxcumanvHou 2nyOuHbl dKCKasayuu (max cup
depth), a maxkoce nnowaou skckasayuu u ymeuvuienue 3Hawenuu HPII: obvema (rim
volume) u niowaou (vim area). Haubonee 3nauumvim pakmopom ampoguu cmpykmyp npu
BDOCOEHHOU 2NayKOMe NOCHYIHCUTL NOKA3AMeb, XapaKmepuzyiowull CPpeoHIo moauuHy
cnosi Hepemvix 6onokoH (mean RNLF thickness), eenuuuna komopozo npu 2iaykome
3HAUUMENILHO CHUCAMCAL.

Bmecme ¢ mem, cnedyem noouepkHymv, Umo OdaHHble, NOJLYYEHHble C HNOMOWbIO
PACCMOMPEHHBIX NPUOOPHBIX MemOo008, He AGNAIOMCA “DMANOHHBIMU™~ 8 OUASHOCMUKE
2NIAYKOMHO20 npoyeccd, a Juldb OONONHAIOM pe3yabMmamvl KOMNIEKCHO20 00C1e008anus
pebenka, komopbvle cledyem oyeHU8ams 80 8celi COBOKYNHOCHIU.

Oonako noomeepcoenHoe npu 3mom yxyowenue cocmosnus /[3H sensemcs eascHvim

NPOCHOCMUYECKUM NPUSHAKOM NpocpecCcCupoeaHusl ellayKombl.
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PexomeHnayroTest diekTpoduznoIorndeckue MeTonbl uccienoBanus (ODU), Brimrovaroniue
anextpoperuHorpaduio (OPI') obmryro, puTMHYECKYIO, HA CTPYKTYPUPOBAHHBIC CTUMYIIBI U
NpyTHUe, 3pUTeIbHbIC BhI3BaHHBIC MOTeHIMANEl (3BI1) Ha cBETOBBIC M CTPYKTYpHUpOBaHHBIE
CTUMYJIbI BCCM IMAalUCHTaM JII OIPCACICHUA q)yHKLII/IOHaJ'IBHOI‘O cocTosTHMS TJaza. Bce

UCCJIEJOBAHMS IPOBOJAT B COOTBETCTBUU C MEXIyHapoAHbIMU cTaHaaptamu ISSF [62,66].

YpoBenb yoequreabHocTH pekoMeHaauuii C (ypoBEeHb IOCTOBEPHOCTH JJOKA3aTEIbCTB— )
KommenTapum: szexmpopemunozpamma u ee KOMNOHEHMbL CLYHCAM O0ObEeKMUBHbIM
nokasamenem (yHKYUOHANIbHO20 COCMOsAHUA cemyamku y demeu ¢ BA u conymcmeyroweti
ell namonoeuu (enaykoma, eunonnazus J3H wmakyrer u 0p). s pecucmpayuu 3BI1
NPUMEHSAIOM — COBPEMEHHbIE — KOMNbIOMEPHbIE — CUCMEMbl,  NO360JAIOWUe  BblOEAMb
NOMEHYUATbl  MAIOU  BEIUYUHBL U3 WIYMA, UCHOIL3VIOM YCpeOHeHue U  (Quibmpol,
Husenupyrwue pasiuyHvle apmeghakmol. Hccrnedosanue nposoodsm Kak 80 8pems
b600pcmeosanus pebeHKka, maxk U 8 COCMOAHUU MEeOUKAMEHMO3HO20 CHA U HAPKO3d.
Ocnognoe eunumanue yoensrom nokasamensam aamenmuocmu. Ilpu ananusze nonyuenHvlx
OAHHBIX NPUHUMAIOM 80 GHUMAHUeE, Ymo Ha opmuposanue nuka Pl 3BII enagnvim obpazom
oKazvleaem 6aUAHUEe COXPAHHOCb PEeMUHOKOPMUKAILHO20 NYMU, 3peiocms ¢hoseanbHOU
obracmu cemuamkuy U COXpaHHOCMb cmpuapHou kopwl. Kpome moeo, credyem yuumsvieams,
Ymo 2mom Memoo He 0aem B03MOICHOCMU OYEHUMb COXPAHHOCMb ACCOYUAMUBHBIX U
KOCHUMUBHBIX — (DYHKYULI  20]I06HO20 MO32d, KOMOpble 00ecneyusaronm «3pumenbHoe
pacnosHasauuey.

Ocobenno sasicHvimu npeocmasinsaomces oannvie DOU npu omcymcmeuu 603MOICHOCHU
OYEHKU OCMpOombl 3peHUsi U3-3a 803pacma pedenKa u npu NOMYMHEHUU pOo2osuybl, K020d
HeJb35 GU3VANUZUPOBAMb CIMPYKMYPbL 3A0He20 NOJIOCA.

Ilpu nanuuuu ecunonnasuu J[3H u cmpykmyp MmaxyasipHou obaacmu UMeHsAIOmcs
nokazamenu IODPU: npu peecucmpayuu 3BII cuusicaromes amniumyoHvle noxkazameinu,
yonuusemcsi  aamenmuocms,  OPIT Odemomcmpupyem — cuudcenue — AMNAUMYOHBIX
Xapaxkmepucmux.

Ilpu pazeumuu enaykomamosnozo npoyecca pesyaomamol IPH umeiom nexomopwie
ocobeHHocmu.

Ilpu enayxome cepusi nocnedosamenvrvix IPU 0o nopmanuzayuu Bl ][ u nocre nozgonsem
OYeHUmsb COCMOSHUE Cem4yamKy U 3pUMeNbHO20 Heped, OUHAMUKY USMEHEeHUl U
CHPOCHO3UPOBAMb KOHEYHble (PYHKYUOHATIbHBLE Pe3YTbmambl.

Pecucmpayus  cynepuopmanvnou OPI" oonoepemenno ¢  evicoxumu yugppamu BIJ]
ceudemenbcmeyem o HenpooOIHCUMENbHOM Nepuooe 2unepmensuu U O1a2onpusmHom

@ynryuonarorom ucxooe. Bvicokue yugpor BI/] ¢ nuskou amnaumyoou IPI" xapakmepHol
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0111 0oJ1ee BbIPANCEHHBIX NAMONOSUYECKUX USMEHEeHUll 8 CMmpyKkmype cemuamku u Oonee
msicenom GyHkyuonarbHom npoeHose. Illocne nopmanuzayuu BIJ] amnaumyoa OPI &
meuenuu 3—6 mecayesd CHUNCaemcs 00 8eIUYUH COOMEEMCMBYIOWUX CMAOUU 3a001e6aHUsL U
coxpanHocmu Hevposnumenus cemuyamxu. Ilpu cmoiixkot nopmanuszayuu Bl Pl umeem
MEHOEHYUIO K YMEPEHHOMY NOBLIUEHUIO AMNIUMYObL.

3BII npu enaykome yace 8 HAUANLHOU CMAOUU 3A00NB8AHUS MEHAIOM C8OU AMNIUNYOHO-
8peMeHHble XapaKmepucmuku 60 6cem OUandasoHne npocmpaHCmeeHHblX 4acmont, Komopoule
ompascaiom cocmosiHue aKCOH08 2aH2IUOIHBIX KIEeMOK Cem4yamku.

3BIl npu npocpeccuposanuu 0OOnE3HU UMEIOM  NPAMYIO  KOPPEIAYuio  U3MEHEHUs
AMIIUMYOHO-4ACMOMHBIX XAPAKMEPUCMUK OM CMAouU 21ayKkomvl. Jlameunmnocms no mepe
npozpeccuposanus 3a001e6aHus U nepexood 8 Oojee NO30HIK CMAOUI0 Y8eIudUeaemcs, d
amMnaumyoa cHuxcaemcs, u Kk adbcomomuou cmaouu enaykomsl 3Bl ne pecucmpupyromcsi.
Ilpu cmouxoti komnencayuu BIJ] npoucxooum cmabunuzayus, a 3amem UACMUYHOE

80CCMAaHOBIeHUe AMNIUMYOHO-8peMeHHbIX Xapakmepucmuk 3BI1.

2.5 UHble ATHATHOCTHYECKHE HCCJACT0BAHMUSA

He nunpopmaTuBHbI

3. JleyeHue, BKJIKOYAA MEIMKAMEHTO3HYI) W HEMeIMKAMEHTO3HYI0 Tepamnum,
AUETOTEepanunIo, 00e300/1MBaHNe, MEAMIMHCKUE MIOKA3aHUA W NPOTUBONOKA3aAHUA

K IPUMEHCHHUIO METO0B JICYCHUSA

3.1 KoncepBaTHBHOE JIeYECHHE

3.1.1. lIpoduaakTuka u jJeyenue AK

e PexoMenayercsi HazHaueHME MEAMKAMEHTO3HON  Tepamuud  0(TaIbMOJOTHYECKUMU
npernapaTaMH: UCKYCCTBEHHbIE clie3bl U Jpyrue uHaud@epentusie npenaparsl (S01XA20)

win raa3Hoi renpb aekcrantenon (S01XA12) npu Hanuunu AK w/wnm ans npodunakTuku
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POTOBUYHBIX ocitokHeHui. Mcronp3oBanue JaHHBIX ITpErapaToB HeO6XO,Z[I/IMO Ha3Ha4daThb C

paHHero Bo3pacta [64,66,93].

YpoBenb yoequreabHocTH pekoMenaanuii C (ypoBEeHb IOCTOBEPHOCTH JOKA3AaTEIbCTB— 3)
KomMmenTapum:

OcHognbie nonodiceHus :

— JleyeHue HauuHamy ¢ paHHe20 03pacma;

MAKCUMAIbHOE KOIUYECMB0 UCHONIb3YEeMbIX MECIHBIX NPENnapamos He OONHNCHO NPesblulamb
mpex, 80 uzdexcanue OaibHelule20 N0BPENCOeHUs PO20BUYbL;

— NOCMOAHHO UCNOIL308AMb MOILKO 0manbmono2udecKkue npenapamol 6e3 KOHCep8aHmos,
npenapamul ¢ 0OUHAKOBHIM (PapMaKoLo2ULeCKUM OelUcmeuem He OOMNCHbL UCHONIb30BAMbCS 8
KOMOUHAYUU.

Toxazamenu s¢hghexmuernocmu:

— omcymcemsue npozpeccuposanus AK;

— omcymcmaue CHUdceHus dhgexma 6 meyenue OUMeNbHO20 Nepuood;

—MUHUMANbHOE CUCTEeMHOe 8030elicmaue;

— MUHUMYM NOOOUHBIX d(hhexmos;

—Xopouiasd neperocumocnsb.

3.1.2 IlpoTuBOrjiIayKoMHbIe Npenapatbl ¥ MHOTHYECKHE CPeACTBa (THIMOTEH3UBHBIE
cpeacra) (anajoru mnpocraridaHauHoB (SO1EE), Oera-aapenoo6aokatopst (SO01ED),
HHruouTOpHl  KapOoanruapassl (SO1EC), cuMmaroMMMeTHMKH [Jsl JIeYeHHsl TJIAYKOMBbI

(S01EA), napacumnaromumernku (S01EB))) npu Hanu4uuu riaayKkomsl

Jleuenue 6powcoeHHol enaykomvl xupypeuieckoe. Bmecme ¢ mem, 6 nepuod noo2omosKu
pebenka K onepayuu, a makdce, 6 pside Ciyuaes, u Nocie Hee — NpPU HeOOCMAMmMOYHOM
2UNOMeH3UBHOM 3phexme emeuiamenbcmea, 6ce e He0OXO0UMA MeOUKAMEHMO3HAS

od)maﬂbmoeunomeHs’ufmaﬂ mepanus.

e PexoMeHnayercsi Ha3HAYeHHE MPOTUBOTIAYKOMHBIX MpPENapaToB M MUOTHYECKHUX CPE/ICTB
(runoTeH3uBHBIX cpeacTB) (Oeta-ampenobnokatopsl (SO1ED), anamoru mpocTariaHAWHOB
(SO1EE), wunruburopsr xkap6oanruapaszel (SOIEC), cumMnaTOMUMETHKHA I JICUCHUS
rnaykomsl (SO1EA), napacumnatomumeruku (SO1EB)) mpu Hanuuuu riaykoMmsl y aeted ¢
BA nnst camxenust BI'/L. Ilpu Be16ope npenapara HeoOX0IUMO YUUTHIBaTh BO3PAcT peOeHKa,
a B Ipoliecce JICUEHHs TIIATEIbHO KOHTPOJIUPOBATh OOIIMI U JIOKAJIBHBIA CTAaTyC MallUeHTa

JJISI KUCKIIOYEHHMS BO3MOXKHBIX OCJIOKHEHHH THMIIOTEH3MBHOM TCpaInu. HpenapaTLI C
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OJMHAaKOBBIM @apMaKOJ'IOFI/I‘ICCKI/IM HeﬁCTBHeM HE OOJIXKHBI HMCIIOJIB30BAaThCSA B KOM6I/IHaHI/II/I

[64,66, 82-85].

YpoBenb yoeaurebHocTH pekoMeHaanuii C (ypoBeHb TOCTOBEPHOCTH J0Ka3aTeIbCTB— 4)

KommenTapuu: Ocnosuvie 3apecucmpuposanHvle J1eKApCMEeHHble Cpeocmed U Ux
803pacmmble 02panuyeHus npeocmasiensl 8 maoauye 3.
Tabnuya 3. Bospacmusie o2panuyenus K HA3HAYEHUIO HAUOO1ee PACHPOCMPAHEHHBIX 6

Poccuiickoit @edepayuu 2unomen3ueHbvIX NPenapamog

leticmsyrowee
Munumansvhwiii 603pacm
gewecmao
Tumonon** C pootcoenus (¢ 0cmoporircHoCmovio)
Jopzonamuo** C I neoenu
Jlamanonpocm C 1 200a
bpumonuoun C 2 nem
Iunoxapnun** He ykazan

Ilpu nesphexmuenocmu neuenusi pa3peueHHbIMU NPenapamami, ¢ UHGOPMUPOBAHHO2O
coenacust pooumeneil NAYUeHma u ¢ paspeuteHus: 6pa4eOHol KOMUCCUU HA3ZHAYAOMCcs u me,
umo oguyuanvro y demeti He npumensirtomes [82-85,91].

Aneopumm  Ha3HaAYeHUs NPOMUBOLIAYKOMHBIX NPenapamos U MUOMUYECKUX CPeoCcms
(eunomeH3UBHbIX CpedCcme) npu AHUPUOUUHOU 2TIAYKOME:

— npenapamamu nepeoll IUHUU 8b100PA NPU BPOAHCOEHHOU 2ILAYKOME OCMAIOMCS UHSUOUMOPbL
KapboaHauopasvl u bema-aopenoo10Kamopul;

— npu evicokom BIJ] nauunamv cpasy ¢ KOMOUHUPOBAHHLIX NpPenapamos, a npu
HeodocmamouHol 3¢hgdekmusHocmu 006as1ams npenapam u3z 0pyeou GapmaxkoniocutecKol
epynnul (ananozu npocmazianounos (SOIEE), cumnamomumemuxu 015 jeyeHus 21ayKombl
(S01EA), napacumnamomumemuxu (SOIEB) ) [82,91];

— npumeHeHue 08yX u boiee NPOMUBOLIAYKOMHBIX NPEnapamos u MUOMUYECKUX CPeocma
(2UnOmMeH3UBHbIX Cpedcma) AGIAEmCcs OOHUM U3 Kpumepueg Oiisl cKopeliuie2o nepexooa K
XUpYpUuuecKkomy 1e4eHuro;

Bpau-oghpmanemonoe cmankusaemcsi ¢ makumu npooremamu npu KOHCepeamueHoM NedeHuu
AHUPUOUUHOU 2TIAYKOMbL KAK:

— mAdxcenvle nopadiceHus enaznou nosepxnocmu ecreocmeue HIICK;
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— N0XAas NepeHOCUMOCHb MeCMHOU SUNOMEH3UBHOU mepanuu (8 ces3u ¢ 3MumM HU3KULL
KOMNJIAEeHC K OAHHOU mepanuu y oemell U 83p0Cvlx);

—  HeoOX00UMOCMb UCNOIb308AHUSL HECKOIbKUX NPOMUBO2TAAYKOMHBIX NPEnapamos u
MUOMUYECKUX CPEOCME (2UNOMEH3UBHbIX Cpedcms) ycyeyOisem pocoguunvle npoodaembl,
BKNIOYASL NOAGNIEHUE MOYEUHOU Kepamonamuu U peyuousupyrowux po3uld, YCUIUBAIOUUX
npoyeccvl HeOBACKYIAPUZAYUU,

— cucmemHbvle noOOUHBIE IPPeKmbl MeCmMHOU 2UNOMEH3UBHOU mepanuu: 3ma npoodiema
Kacaemcs — NpeumMywjeCmeeHHo  Oemell, OHA  3HAYUMENbHO  O2PAHUYUBAEM — CNeKmp
JIeKapCMBEHHbIX NPEenapamos 03MONCHLIX K NPUMEHEHUIO,

— nobounvie 3IPpexkmvl CUCMEMHOU SUNOMEH3UBHOU MePanuu: UHO20d BPEeMEHHOe
npuMeHeHue UHeUOUMopos Kapooaneuopasvl He06x00umo 0Jisi cHudxcenusi BI/[, umo moocem
npueecmu K USMEHEHUIO 2JeKMPOIUMHO20 COCMABA KpO8U (HU3KULL YPOBeHb KAUs),

MOowHOme, psome, CHUMCeHUIo (usuueckol akmusHocmu[64, 65].
3.1.3 HeiipoTpoduueckoe jevyenune

o PexoMeHayercsi MeauMKaMEHTO3HOE HeWpoTpopuueckoe JedeHue jnaetsiMm ¢ BA wu
ONIEPUPOBAHHON KOMIICHCUPOBAHHOW TJIAYKOMOM C LEJIBIO COXPAHEHUsS U CTUMYJLILUU

3puTenbHbIX QyHKIMA. Tepanuto cieayer npoBoaAuTs peryisapHo (1-2 pasa B rox) [79].

YpoBeHnsb yoenurTeabHocTH pekoMenaanuii C (ypoBeHb T0CTOBEPHOCTH JI0KA3aTEIbCTB— 5)

Kommenrapum: B komniexc Helipompoguueckoeo Jjleuenus 6KIUawm npenapamel,
guusAIOWUe HA nepugepuyeckoe KpogoobpawjeHue u YIyuularowue MUKpOYUpKyIayuio.
opyeue NCUXOCmuMyasmopsl u HoomponHwvle npenapamsi (NO6BX), anecuonpomexmopul
(C05), sumamunsi, norusumamunsvl 8 Komounayuu ¢ opyeumu cpeocmeamu (A114), opyeue
npenapamul, npumensemvie 6 ogmanvmonocuu SO0IX. Tepanuro credyem npogooums
pe2ynsapHo 2 pasa 6 200 no0 KOHmMpoaem epaya-uesponoza (llpuem (ocmomp, koncyrbmayus)

8paya-Hespono2a).

3.2 Xupypruueckoe JeueHue (mMokazaHusg K HEOTJ0KHOMY, B TOM YHUCJI€ MOBTOPHOMY

XUPYPIrUIE€CKOMY JICUHCHHUIO; METOAbI XHPYPIru4IeCKoro neqemm)

3.2.1 MeToabl XHPYPru4ecKoro JjiedeHus riaaykombl npu BA

o PexoMeHnayercsi xupyprudeckoe jeudeHue AeTaM ¢ BA mnpu pa3BUTHM TJIayKOMBI IS
camkenuss BI'J[. Tosbko XUpypruyeckum METOAOM BO3MOXKHO YCTPAHUTh IPEINATCTBUS

ottoky BIOK, co3gaBaembie pa3nuyHbIMU CTPYKTYPHBIMH aHOMAJUSIMH APEHAXHON 30HBI.
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[Tpu rmaykome 3TO CpOYHOE WM HauOoJiee paHHEe XUPYPrHUecKoe JIEYEeHHE MPH MEPBBIX

MpU3HAaKaxX JIeKoMIeHcaluu rinaykomel [40, 42, 68-70].

YpoBenb yoeautebHoCTH pekoMeHaanuii C(ypoBeHb IOCTOBEPHOCTH JOKA3aTEIbLCTB— 4)

Kommenrapum: [lokasanus K HEOMIONCHOMY XUPYPSUHECKOMY JledeHuro (8 mom uucie
NOBGMOPHOMY):

— gvlcoKkull yposenvb BIJ[, komopuviti He Modcem Oblmb HOPMAIUZ0BAH KAKUM-TUOO Opyum
MemoOoM NledeHUst, Kpome XUpypeuiecKozo;

— HEBO3MONCHOCMb OCYWECMBIeHUs. OPY2UX MeMmOO08 leyeHus (8 MoM yucie Hecooao0eHue
8PA4EeOHbIX peKoMeHOAyuUll, BblpadiceHHble NoOouHble IPGeKkmul) Ul HeOOCMYNHOCHb
coomeemcmayouell MeoOUKameHmo3HoU mepanuu,

— NOBMOpHblE ONnepayuu HeoodX00UMO NPoBOOUMb 0adce NPU OCMAMOYHLIX 3PUMENbHLIX
@yHKYUSX.

Xupypeuueckoe neuenue 2naykomvl y oOemeti ¢ BA mnaxooumcs 6 yemmpe neueOHbIX
MePONpUAMUL, OCYUeCMBIAeMbIX MAKUM OObHBIM.

Cywecmgyem 06a yenesvix HaANpagieHus ONepamueHblX EMeulamenbcme npu 8POHCOeHHOU
2nayKome.

Ilepsoe npedycmampueaem soccmanogienue (mounee, popmuposanue) ommora BI 7K, nubo
3a cuem YCMpAHeHUs. NPensmcmeus Ha ee ecmecmeeHHOM Nymu, Aub0 nymem CO30aHUS
H08020 Nymu OMmMoKa 61a2u (Qucmynvl) 8 «06X00» ecmecmeeHHbIX OPEHANHCHBIX NYMel.
Bmopoe nanpasnenue xupypeuueckozo nevenus demeii ¢ 9mou namoao2uel npeocmasieHo
eMeuamenbCcmeamu, HanpagieHHvMuU Ha cokpaujernue npooykyuu BIJK yuruapnvim menom.
I nasmnwiti n00X00 8 XUPYPSUUECKOM JleYeHUU 2NAYKOMbl — UCNOIb308AHUE MATOUHBAUBHBIX

Memooo8 ¢ HauMmeHbvulell mpaexwamuwuueﬁ pozcoesuysl u AUMOANILHOU 30HMbL.

PexomMeHnayloTes ciieyronme Xupypruaeckue MeToibl opMUpOBaHUSI OTTOKA BOJSTHUCTOM

Biaru netsam ¢ BA u rmaykomoit [68-70]:

— Omepaluy, HANpaBJICHHBIE HAa YCTPaHECHUE OPTaHWYECKHUX MPEMSATCTBUA HA MYTH
BOJITHUCTON BJarm K TpaOekyyie (TOHUOTOMHSA, B TOM YHCIE C TOHHOITYHKTYPOM
A16.26.067; TpabEeKyJIOTOMHUS ab interno A16.26.069;
nazepeonuompabexynronyukmypa A22.26.006 ),

— BMeLIATeIbCTBA (PUCTYIM3UPYIOLIETro TUIIA, MPeaycMaTpuBarole (GpopMupoBaHue
HOBOTO KaHaja U3 INEepeJHel KaMmepsl TIJa3a HapykKy, B HMHTpacKiIepajabHOE
npocTpaHcTBO (Tpabekynoromust ab externo Al6.26.069; cuHyCTpaOEKyIIKTOMHUS
(CTD) u ee monudukanuu A16.26.070.
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YpoBenb yoeauteabsHocTH pekoMeraanuii C (ypoBeHb TOCTOBEPHOCTH JA0Ka3aTeIbCTB— 4)

KommenTapum: pso 3apybesicHbix KiuHuk npednazaem onepayuell nepeozo 8blbopa
onepayuio mpabexynomomuio ab interno u ab externo. Ho xax noxasvigaem npakmuxa 3mo
Xupypauueckoe 8mMeuamenbcmeo Gbul3bléaem CIOHCHOCU 6 JOKAIU3AYUS CKIEPATbHO20
CUHYCA 80 BPEMsL XUPYPSULECKO20 eYeHUsl, d MAKICe HATUYUE 3AYACMYI0 HeO8ACKIAPUZAYUU
6 VIIK oenaem smom U0 Xupypeuueckoeo nedeHusi mpyoHOpeaiusyemblM U CEA3AHHbIM C
NOBBIUEHHBIM PUCKOM UHMPAONEPAYUOHHBIX 2eMOPPASULECKUX OCTIOHCHEHU.

Haubonee cmabunvnoi  eunomensuenviti  2¢pgpexm umeem onepayus CT3. DOma
MOOUQpUKAYUSL  XUPYPSUHECKO20 — 8Meuamenscmea npecieoyem yeib  GopMupoaHus
Qucmynvl u3 nepeoueil Kamepvl 21d3d 6 UHMPACKIEPAIbHOE NPOCMPAHCMBO (00bem
KOmMopo2o pacwupsemcs enyookou ckiepakmomueti). OcobeHHocmblo npu nposeodeHuu
OAHHO20 XUPYPSUYECKO20 BMeuamenbcmed y oemell ¢ amupuoueu s61aemcs uccedeHue
mpabekyavl 6e3 GbINOJHEHUs. NOTHOYEHHOU 0a3albHOU UPUOIKMOMUU U OOodee WUPOKOe
ucceueHue  mpaOexyIsApHOU — 30Hbl,  KOMOPOe  C65A3AHHO  CO  CKIOHHOCMbIO K
nocieonepayuoHHomy Guoposy y smoi epynnel nayuenmos. Tak sice pexomenoosano Oonee
muamenvHoe HAKIAObIBAHUE CKIEPATbHLIX W08 U VUWUBAHUE KOHBLIOHKMUBbL Ol

UCKJIIOYEeHUA I’ZOCJZ€OI’Z€pCZL!MOHHOI/Vl cUNnoOnoruu.

Pexomenayercss MoauduimpoBanHas CTD ¢ mnpuMeHEHHEM HWMILIAHTOB (JIpeHaKHbIC
yCTpOMCTBAa:  JpeHaX  aHTUTIIAYKOMATO3HBIM  pe3opOupyeMblil,  aHTUTJIAYKOMHOE
(GUIBTpPAIIMOHHOE YCTPOMCTBO (WIYHT JUIsl JIEYEHUS TIAyKOMBI***)) nersm ¢ BA wu
TAYyKOMOW Mpu  OTCYTCTBUU dPdeKTa OT BBHIIICTIEPEUNCICHHBIX OINepanui s
HOpMaIH3aliu 0TaIbMOTOHYCA UM B KaUeCTBE OIMEpaIliy MepBOro BHIOOpA MPH HATHMYUU
dakTOpoB pHcKa U TpeanoyiaraeMoi yOekJIeHHOCTH B HEd(P(EKTHUBHOCTH KIACCUYECKOM

meroauku CTD [70].

YpoBens yoenuTeabHocTH pekoMenaanuii C (ypoBeHb T0CTOBEPHOCTH J10Ka3aTEIbCTB— 4)
Kommentapum: B nocreonue 200vl npu nossieHuu CO8PEMEHHbIX XOPOUO NePeHOCUMBIX
O0eMCKUM 21A30M KOHCMPYKYULL OpeHadxdcell NpUopumemubiM HAnpasieHuem 6 Xupypuu
enaykomvl npu BA cmano npumenenue OpeHadCHbIX YCMPOUCME 6 Kauecmee onepayuu
nepgeoeo  evibopa.  Ilpumenenue  Openadxceu  (OpeHasxrc — aAHMUSAAYKOMAMO3ZHbLLL
pe3opoupyemblil, AHMUSIAYKOMHOE QUILMPAYUOHHOE YCMPOUCMEO (WYHM O JleYeHUs.
enaykomvl ***))  paznuunvix moouguxayuil He npedcmagniem 0coOOU CIOACHOCMU U
no360J51em nPooaUMb SUNOMEH3UBHbIU d¢hhekm onepayuu u yCmaHo8Uums KOHMPOIUPYeMblli

ypoeenv BIJ]. Ho npu evibope OanHOU MaKmuku JjedeHus y oemel ¢ aHupuoueu Haoo
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yuumbvleanio BbICOKUUL PUCK AKMUBHO20 qbu6p03H020 npoyecca 6 nocieonepayuoOrHom

nepuooe.

PexkoMeHayIOTCSI XMPYPrUYE€CKHE METO/bl, HalpaBICHHbIE HAa YMEHBLIEHHE CEKpEeLuu
BOJASHUCTOM Biaru (KOHTaKTHas JUOJHAs Ja3epHas TpPaHCCKJEpaibHas LUKJIOKOAryJIsSIus
A22.26.018) netam ¢ BA u rinaykomoit npu Hed(PPEKTHBHOCTH XUPYPTUUYECKOTO JICUCHHS

HaIpaBJICHHOTO Ha yiyuiieHue ortoka BIK [52].

YpoBenb yoeaurebHocTH pekoMeHaanuii C (ypoBeHb TOCTOBEPHOCTH J0Ka3aTeIbCTB— 4)

KommenTapuu: B ocroge smux xupypeuueckux eMeulamenbCme Nexcum memnepamypHoe
8030eticmeue HenocCpeoCmeeHHo Ha YUluapHvle OMpOCmKY, TUO0 HA numarwue ux 3a0Hue
ONIUHHbIE YUTUAPHbLE APMEPUL.

Jlazepnyio mpancckiepanohylo YukioKoa2yiayuio yauje npoeoosim 8 HecKOIbKO IMAanoe.
3aodeticmeyrom He 6obuie 2X K8AOPAHMOG 3a 0OUH dSMan. 3adava emeuamenbcmaea 00Cmuisb
Hopmanusayuro  BIJ[ 0o HopmanvHulx 3HAuenue uiu 00 3HAYEHUL NO3BONAIOUIUX
Hopmanuzoeams Bl J{ npu nomowu uncmuansayuu cunomensugHulx kaneav. Meowcoy smanamu
XUpYpeU4ecKo20 JedeHue HCelamenbHO 6bl0epIcueams He MeHee mpex mecsayes Oas
cmabunuzayuu nokazameneu BIJ[ u pe3opoyuu e6ocnanumenvHo2o npoyecca 6 30He
ONepamu8HO20 6MeuamenbCmada.

MukpoumnynbcHas OUOOHAs 1A3EPHAs MPAHCCKAEPANbHAS YUKTIOKOG2YTIAYUS - COBPEMEHHbII
bonee b6e30NAcHblll MATOMPABMAMUYHBIL MEmOoO, KOMOpPbl 8 Omaudue Om HenpepwvleHo-
B0IHOBOU YUKTIOKOA2YNIAYUU, UMeem 084 YUKIA: «BKIIOYEHUs» U «8bIKIIoUeHusy. Bo epems
YUKIA «BBIKTIIOYEHUS» YUACMKU YUTUAPHO20 melld, KOmopble ObLiu N008EPIHCEHbL MENIO80MY
8030€liCmBUI0,  OXAANCOAIOMCS, 4MO  NO380JAAem  3aAuWUmums UX Om  UYpe3MepHO2O
mepmuueckoeo nogpexcoenus. I unomensuenviii 3¢oghexm oocmueaemces 3a cuem waosaue2o
MepMUIECK020 NOBPEHCOeHUs YUTUAPHO20 mead U CHudxiceHus cekpeyuu BIJK, ycunenus
y8eocknepanvHo2o ommoka. Memoo noseonsem uzbedxcamov uYpe3mMepHO20 HeoOpamumMo2o
noBpedNcOeHUs. YUIUAPHO20 mend U, NOMUMO NOKA3AHUU K CMAHOAPMHOU OU0O-1A3epHOU
YUKTOKOARYIAYUY, MOHCem Oblmb UCNONb308AH He MOJIbKO KAK OP2AHOCOXPAHHbIU Memoo
npu  MEPMUHAILHLIX CMAOUAX 2NAYKOMbl U  NPOMUBONOKA3AHUAX K  (DUILMPYIOWUM
onepayusm (Kak u CmMaHOapmuas OUOO-1A3ePHAS YUKIOKOA2YIAYUs), HO U KAK MeHee
mpasmamuuHoe nepsuyHoe emeuiamenscmeo Ha 2nazax ¢ AK. Tpaemamusayus aumobanrbHou
30HbL  NpU  BLINOJIHEeHUU CcuHycompaoexykmomuu Ha ¢Gone HIICK npusooum «
npoepeccuposanuio AK, umo oOenaem ucnonvzosauue waosiujux HeUHBASUBHBIX MeEMOO08

cHudxcenuss BI/[ 6onee npeonoumumenvuvim na maxux 2nazax [94, 95].
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Ilocne 8vinonHerus GvlulenepeyucieHHbLX onepayuli peOenKy na 2—3 OHs HA3HAuAm epynnol
UHUOUMOPOB KAPOOAH2UOPA3bl BHYMPL 8 B03PACMHOU O003UPOBKE, KOMOUHUPYS, MAKUM
00pazom, xupypeuyeckoe u MeOUKamMeHmo3Hoe nooasusioujee 8030eticmeue Ha YUIUAPHOe

meno [92].
3.2.2 Xupypruueckoe jJe4yeHue Katapaktbl npu BA

Pexomenayercst TMpoBeleHUE XHPYPrHUECKOro BMEIIATENbCTBA — (pakoacnupanuu Wid
acrgpanuu-uppuranuu BpoxaeHHon katapakTthl (BK) (A16.26.093/A16.26.093.002) c\6e3
ummiantauud MOJI B 3aBUCHMOCTH OT XapakTepa NMOMYTHEHHS XPYCTaJUKa M HAJIWYHS
COIYTCTBYIOILIEH NATOJOIMM Iya3a y jAered ¢ BA U KartapakTroil npu BBISIBICHUU
BBIPQXCHHBIX HW3MEHEHUN XpPYCTallMKa, BbI3BIBAIOLIIMX 3HAUYUTEIBHYIO 3PUTEIBHYIO

nenpuBanuio [33, 42, 71-75].

YpoBenb yoeauresbHocTH pekoMenaanuii C (ypoBeHb TOCTOBEPHOCTH J0KA3aTEIbCTB— 5)

Kommenrapum: 2nasuviv  ¢axmopom npu  onpedeneHuu  CpoKO8  XUpPYpeUueckozo
emMeuamenbcmea, Kak npu 08YCMOPOHHel, MAK U npu O0OHOCMOPOHHel Kamapaxkme Ha
AHUPUOUTIHBIX ~ 27A3aX — SGISAEMC  BbIPANCEHHOCMb — NOMYMHEHUL  XpYCMmAluKa,
onpeoenawaics @opmol Kamapakmol, GuuAOWeEN HA QOpMUPOBAHUE 3PUMETbHBIX
@DyHKYUli pebEHKA 8 CEHCUMUBHBLU NEPUOO.

Xupypeuuecxoe neuenue BK y demeii ¢ BA nokazano npu Hamuuuu onmu4ecku 3HAYUMbLX
HOMYMHEHUU XPYCMAIUKA, PACNOAA2AIOWUXCSL 800Ib 3PUMENbHOU OCU 21a3d U Gbl3bl8ANOUUX
CHUdICeHue 3pumenvHulx  @yukyutl. Kax npasuno, Henpocpeccupylowjue noapHble
NOMYMHEHUS XPYCMANUKA 8 YCI0USAX OMCYMCMBUs PAOYIHCHOU 000I0UKU He OKA3bI8AIOm
Oenpusupyrowe20 Oelucmeust U He HyHCOAomcs 6 PAHHEM XUpPYpeuieckom eMeuamenbcmee.
OnepamugHoe emeuamenbcmeao mModicem Oblims OMCpoYeHo 00 bojlee cmapuie2o 803pacma 6
3asucumMocmu  om OUHAMUKU NPOSPECCUPOBAHUsl  KAMAPAKMALbHLIX ~NOMYMHEHUll U
CHUDICEHUSL OCMPOMbL 3PEHUS.

Xupypeuss kamapakxmvl Yy nayueHmos8 ¢ amupuouel Cc6a3aHa ¢ OnpeodeleHHbIMU
CLONCHOCMAMU:

— pacuem cunvl HOJI0o0 onepayuu modcem Ovbimb 3amMpyoOHeH U3-3d HECMAOUNbHOU
NOBEPXHOCIU 211a3d, HUCMA2MA U NOJISIPHLIX KAMAapakm;

— pasmep, OIUHY paspe3a U Mecmo pachnoylONCeHUs He0OX00UMO MUamenbHo NpoOyMamo,

umooOvl uzbedncamov 03HUKHOBEHUSL UU 06ocmpele AKy Imux nayuenmaoes,
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— uccneoo8anue Kancyavl XpyCmanuka noKa3auio CHUMCeHue moauurbl Kancyavl y oemei Ha
50% no cpasnenuro ¢ HOpMATLHLIM KOHMPOTIEM,

— U3-3a 2UNONJACMUYECKOU PaOyIHCHOU 00010YKU, NPUBOOAuell K OMCYMCmeuro YUIUApHou
O0p030bl NpU AHUPUOUY, UMNIAHMAYUSL 68 KANCYIbHbLIUL MEUOK AGNAemcs eOUHCMEEHHbIM
8aPUAHMOM UHMPAOKYIAPHOU KOPPEKYUU aghaxuu.

CogpemeHHas mexHon02us Xupypeuu Kamapakmol 6KI04aem.

— MOHHeNbHble PO20BUYHLIE UNU KOPHEOCKIepalbHble MUKPOpA3pe3bl ¢ Nociedyroujet
WoeHoll (huxcayuell 0OCHOBHO20 paspesa, 8blnoHeHue napayenmesos na 3 u 9 vacax;

— UCNOJb306AHUE COBPEMEHHbIX BGUCKOIIACMUKOB OQbmaJZbMOJZOZM'{€CKI/DC ons 3auiumol

snoomenus pocoeuybvl,

—  npumenenue  OuphepeHyupoBaHHbIX  MEeMOOUK  nepeoHez0  KANCYIOPeKCuca ¢
Gopmuposanuem MUHUMATLHO20 Ouamempa (mernee 5 mm) 0nsi bonee cmaduIbHoU purcayuu
HOJI 6 kancyrbHoMm mewike;

— annapamuas uiy MamyaibHas ACNUpayus-uppu2ayus XpyCcmaiukossbix Macc,

—3HOOKancynApHas umniaumayus 2uoxux axpunoswix MOJI.

Metoauku (akoacnupaiyii KaTapakTbl COOTBETCTBYIOT METOJMKaM 1o ynainenuto BK Gomee

HO,Z[pO6HO OITMCAHHOM B KIIMHUYECKUX PEKOMCHAAUAX 110 BpO)K,Z[GHHOﬁ KaTapakTe.

PexomeHyeTcst mpoBe/ieHHe KOHCEPBATUBHOIO MEAMKAMEHTO3HOTO M MPU HEOOXOIAMMOCTH
XUPYPrUUecKoro jedyeHus y jaered ¢ BA mpu pa3BUTHMM HMHTpa- M IOCIIEONEPALMOHHBIX

ocnoxkHeHui [86-88].

YpoBennb yoenurTeabHocTH pekoMenaanuii C (ypoBeHb 10CTOBEPHOCTH J10Ka3aTEIbCTB— 4)
KoMMeHTapUM: 68a0/CHO 3HAMDb, YMO XUPYPUUECKOEe 6MEUamenbemeo (no nooody 2iayKombl
U Kamapakmel) MOJCem cnpogoyuposams npocpeccuposanue AK, xupypeus enaykomvl
MOJCEm  CIMUMYAUPOSAms  QUCIOKAYU0 U nomymueHue xpycmanuxa. Ilo  OanHbim
umepamypuvl Haubosee pacnpoCmMpaHeHHbIM OCIONCHEHUeM XUpypeuu Kamapaxkmel Oblio
paseumue  21AYKOMHO20 npoyecca, mpebyioweco 6 OalbHeluem OONOIHUMENbHbIX
AHMULTLAYKOMAMO3HBIX BMEUAmenbCme ¢ yevio hopmanusayuu BIJ].

Baowcno 3namv, umo omcymemeue paoysicku, , NOIUMOPDHUIM BbIAGTIEHHBIX USMEHEHUN 21a3d,
6 mom yucne Hamuuue HIICK obycroeiusaem ocobenHocmu UHmMpa- u nocieonepayuoHHo20
meuenusi AK u enusiem Ha ucxo0bl XUpypeuuecko2o jleuenus U Ha RPOeHO3 3a001e6aAHUSL.
OcnodicHenue  Xupypeuuecko2o  eMeuamenscmed, OnucawHoe moavko npu BA  —
anupuouunslii. Guoposusiii cunopom (APC), npedcmasnsem coboi Guoéposusiii pyoLYOEbHIL
npoyecc, acCoyuUpOBaHHbILL ¢ PA36UMUEM SUNOMOHUU, CHUNCAIOWee 3pUmebHble YHKYUU U

8 psioe cayvaes npusooswee K cybampoguu 2nasa.
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Hebnazonpuamuvimu — gpakmopamu, — OCIONACHAIOWUMY — NOCIEONEPAYUOHHOE — MmeyueHUue
NepeUYHOU  2IAYKOMbL, Cydcam u3dblmoyHoe pyoyesanue U aKmMuHAs peceHepayus,
8bi3bleaeMas npoaughepayueti pubpobIACmMos MeHOHOBOU KANCYIbl U INUCKIEPbL 8 0baacmu
onepamugHo2o emeuiamenscmea. Y oemeil ¢ aHupuoueli npoyeccvl npoaugpepayuu 6 3ome
gmMewamenbcmea 8 panHem noCieonepayuoHHoOM nepuoode 6oee akmuehbl, Yem y 0ObIYHbIX
demell U 83POCAbIX, UMO 00vIACHAEem DoJlee HUZKYIO I3PHEKMUBHOCIL AHMULTIAYKOMAMO3HbIX
onepayutl npu j1eyeHuu 2ayKombl.

Pybyesanuto 6 30ne xupypeuueckoeo 030eicmaus cnocoocmsayrom: HedoCmamoyHvlil 00bem
uccekaemou dacmu mpabeKyivl, 3aKpblmue 30Hbl ONepayuu 20HUOCUHEXUAMU, KOmopbvle
ABNAIOMCA NOCACOCMBUAMU NOCTEONEPAYUOHHBIX UPUTNOE U KPOBOUSNUAHUL 8 NepeoHION
Kamepy, NO8blUeHHbIE CIUNYUBbLE NPOYECCHI .

Cosepemennvie cnocobvl, npensmcmeayiowue u30blMOYHOU npoaugepayuu, GKIOYAIOM:
VMeHbleHue MpasMamuyHoOCmu  onepayull, WupoKoe uccedenue KOHBLIOHKMUBbl U
SnuUcCKIepvl,  npumeneHue  Kopmuxocmepouoos (SOIBA),  ¢gepmenmuvix B  BUIE
CyOKOHBIOHKTUBAJIbLHBIX HHbEKIMH [84, 86-89].

Kpome uzbvimounoco pybyesanus, s¢pghekm anmueiaykomMamosHulx onepayuil 3a6ucum om
pAaoa Opy2ux OCHNONCHEHUU: CUHOPOM MENKOU Kamepwvl, YUIUOXOPUOUOATIbHASL OMCIOUKA
(LIXO), eughema, maxynapuwiii omex.

Cunopom menxoii nepeonell Kamepuvl 8 NOCIEONEPAYUOHHOM NePUOOe Modtcem OblMb CEA3AH C
yeunennou unbmpayuen BI K uepes nocreonepayuonuyro gucmyny, Haiuduem Hapy#CHOU
Qurempayuu 6creocmeue nioXou adanmayuu KOHBLIOHKMUBANbHO20 paspe3d, d MAaKice
LXO.

Cambim yacmulm cpeou 8cex NOCIeONePayUOHHbIX OCIONCHEeHUll y Odemel ¢ auupuouel
ommeuena L[XO. Ilepenao Bl]], eo3nuxkarowuili 60 epems onepayuu, s61s1emcs nycKoGvlM
MEXAHUBMOM K KIUHUYECKOMY NPOSABIEHUI0 COCYOUCMOU NAmono2uu, a Omcymcmeue
PAOYIHCKU CHUINICEHUIO I pexmusHocmu meduxamenmo3snou cmaounuzayuu BIJ].
Meouxamenmosnas mepanus L[XO exnouaem Kopmukocmepouovl (01 MeCmHO20
npumenenus) (SOIBA), Kopmuxocmepouovl Ccucmemmo2o oOeucmeus (011 CUCMEMHO20
npumenenus) (HO2A,) muopuamuueckue u yuxnonaecudeckue cpeocmea (SOIF). Ilpu
omcymcemeuu  d¢ghekma nokasamo Xupypeuveckoe JedeHue 8 6ude CKIepIKMoMul,
mpenanayus ckiepol (A16.26.073)..

B paunem nocneonepayuoHnom nepuooe Modicem pazeumsbCs peyuous cunepmeHsuu auoo
scieocmeue 610KA0bl 30Hbl MPAOEKVIIKMOMUU OCMAMKAMU KOPHSL PAOYICKU (ecau ecmb
YACMUYHASL AHUPUOUS) U XPYCMATUKOBOU Onokade (YUauoxpycmanuxossiti 610K) aubo

paseumuio Ciundueoco npouyecca MeJIC()y JIOCKymamu CKnepbl Ui KOHbIOHKNUBHL. B smux
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CYYasxX peKoMeHOYemcs KOHCep8amusHoe JedeHue, npu omcymcmeuu 3¢gexkma om
KOmopo2co 8 meueHue S—7 CYMOK  BO3MOJCHO  NpogedeHuepesusus  (HUoIuHe)
Qunompayuonnot nooyweuku (A16.26.120) C Yenvbl pazvbeOUuHeHus CmpyKmyp
npenamcmeayouux evixooy BI 7K.

Ilpu o0bpazosanuu NIOCKOCMHLIX CUHEXUL MeXHCOYy KOpHeM paodyxicKu (npu 4acmudHoll
aHUpUOUU) U 30HOU BHYMpeHHel hucmyvl 803MONHCHO binonnerue Heooum-UAI" (Nd-YAG -
KpUCMAil Ummpui-auiioMUHUe8020 2panama, aKmueUpPOBAHHLIL HeoOUMuem) - J1a3zepHo2o
emewamenscmea (nazepuwviii cunexuonusuc A22.26.020)(no me nosoce 1 mecsaya nocre

Paseumus cpaujerus).

4. MenuuuHCKasi peadMIuTALMSA U CAHATOPHO-KYPOPTHOE JieYeHue,
MeJIMUUHCKHE IOKA3aHUA U MPOTHBOIIOKA3AHUSA K IPUMEHEHUI0 METO10B
MEIMUIMHCKOI peaduIuTANMH, B TOM YHCJI€ OCHOBAHHBIX HA HCIIOJIb30BAHUM

NPUPOIHBIX JIe4eOHBIX (PAKTOPOB

Pexomenayercst KOppPEeKIUs aHOMaIH pepakiiui BCeM JEeTsIM ¢ BA ¢ 1eNIbIO TTOBBIICHUS

OCTPOTHI 3peHHUsI (MPU AHUPHUAUH BBISBIISIIOTCS MUOIIUS, TUTIEPMETPOITHUS, aCTUTMaTU3M) [64,66,97].
YpoBeHnsb yoenuTeabHocTH pekoMenaanuii C(ypoBeHb JOCTOBEPHOCTH JOKA3aTENbCTB — 4)

Kommenrtapuu: Pexomendyemcs Iloo6op oukoeoii Koppexkyuu 3peHus: obe napbi 0YKO8
oonrcHel umems Y P-gpunomp (UVA u UVB 610k) 0na céema ¢ onunotl 60aHul 6oaee 400 nm; ooHa
napa o4ko8 001xHCHA umems aeckoe 3amemuenue Ha 20% (0na ooma u obrayHbIX OHell Ha yauye),
opyeas ¢ makcumanvhvlm 3amemueruem (00 80%) (ons ucnoavsoeanus na yauye). Oonaxo npu
omcymcmeuu 'y  pebenka  omogobuu,  MONCHO  HAZHAUAML  OUKOBYIO  KOPPEKYUIO
C UBHAYATLHO NPO3PAYHBIMU, HO NPU IMOM C OJOKUPOBKOU cuHux ceemosvix aydeti (L400) u
domoxpomuvimu aunzamu. Ilpu ocmpome 3penus 0,1 u menee (¢ MakcumanvbHoU KoppeKkyuel)
PEKOMEeHO008aH NnooOop  8udeoygerudumens, MOHOKYIAPA U Opyeux Cpeocms 3pUumenbHoll

peadurumayuu.
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5. IlIpopmiiakTika u IUCNHaHCePHOE HAOI/IeHHe, MeIMIINHCKIE IOKA3AHUA 1

NPOTHUBONOKA3AHUSA K IPUMEHEHNIO MeTO0B NPOPUIAKTHKH

PeKOMeHIlyeTCﬂ JAUCITAHCCPHOC Ha6J'II-OI[eHI/Ie Bpa‘la-O(l)TaHBMOHOFa BCEM JACTIM H

noapoctkam ¢ BA. [42,79]
Yposenb yoenureabHocTH pekoMenaanuii C (ypoBeHb JOCTOBEPHOCTH JI0KA3aTEIbCTB— )

Kommenmapuu: Jlemu ¢ BA cmasamcs Ha oucnaucepHulii yuem 6 NOAUKIUHUKE C YACMOMmOu
ocmompos 1 paz 6 3-6 mec. Quens adicer pe2ynapuulil KOHmpoaw 3a Bl/[, pazmepamu 2nasza,
ocmpomotl 3penusi. Bcem Oemsam 6 pamxax Oucnancepnoco HaOIOO0eHUs NPOBOOSM
KOMNIEKC 00c1e008aHull, KIIOYAIOWUL OYEHKY COCMOSIHUS NepeoHe2o U 3a0He20 0Mmoenos
enasa, usmepenue BIJl, onpeodenenue peghpakyuu u 3pumenvHvlx QYHKYUIL: SU0MempPUs]
(402.26.004), pegpaxmomempus(A03.26.008), ogmanvmomonomempus (A02.26.015),
ouomuxpockonus enaza (A03.26.001), ogpmanemocrkonus (A02.26.003) /ouomuxpockonus
enasnoeo  oOna  (A03.26.018), yaempazeykosas  ouomempus 2naza  (A04.26.004),
VIbMPA3eykosoe  ucciedoganue  eaashoco  saonoka  (A04.26.002),  komnvromepHas
nepumempusi  (cmamuuecxas — A02.26.005, komnvromepnas ~ A03.26.020), npu
HeobX00uMocmu OnmuyecKkoe UCCile008aHue Cemuyamky ¢ HOMOWBIO KOMNbIOMEPHO20
ananuzamopa (A03.26.019), onmuueckoe ucciedosanue 20108KU 3pUmMenbHO20 Hep8a U Clos
HEPBHBIX BOJOKOH C NOMOWbl0 KomnvlomepHozo auanuzamopa (A03.26.019.003),
ONMuYecKass Ko2epeHmHas momozpaghus, pecucmpayus  3pUMeENbHbIX  GbI36AHHBIX
HOMEeHYUanN08 Kopsl 201061020 mosea (A05.26.002) u snekmpopemurnoepagusa (405.26.001),
peaucmpayuio  KOMHIEKCa  PUMMUYECKOU  2JIeKMpPOPemuHocpammel  (pazeepHymoe
uccneoosanue) (A05.26.001.003). Cnedyem yuyecmv, umo KOHMAKMHbIE MeEMOObl
uccne0o8anusi oCywecmeumsvl He 6cem Oemsm, yyumvleas ux eospacm. Illpu uanuuuu
COUemanHou cucmemHol namonocuu oemu ¢ BA Oondicuvl OondcHbl HaxoOumvcs Ha

OUCNAHCEPHOM HAONI00eHUU 8paia-neouampa.

Pexomenayercst MEIUKO-T€HETUYECKOE KOHCYJIBTUPOBAHUE CEMEH, OTATOLIEHHBIX MO BA:
o0cieloBaHHE BCEX YIEHOB CeMel C Y4YeTOM KIMHHUYECKOro mnojumopdusMma (HETOIHBIM
MPOSIBIEHUEM KIMHMUYECKOTO MOPTPETA); MOJIEKYJISIPHO-TE€HETUYECKAs] AUArHOCTUKA YJIEHOB
ceMell ¢ MUHMMaJIbHBIMHM KIMHUYECKUMHU MPU3HAKaMH 3a00JI€BaHuUs, pacueT FeHeTHYECKOro

pHCKa, IJIAHUPOBAHUE U BeJleHne OEpeMEHHOCTH COBMECTHO C BpauOM-T€HETUKOM [0, 44].

Yposenb yoenqureabHocTH pekomenaanuii C (ypoBeHb JOCTOBEPHOCTH JJOKA3aTENbCTB— 5)
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6. Opranu3anusi OKa3aHusi MeAUIMHCKOH MOMOIIH

o Ilpu Hammuuu y peGeHKa MOJO3pEHHs HA HAJTMYUE aHOMAJIMK PAa3BUTHS MEPETHETO OTpEe3Ka
IJla3a M aHUPUIUMU WIM TOATBEPXKAECHHOIO aAMarHo3a BA ydacTKoBble Bpayu-IeauaTphbl,
Bpauu oO0IIel NpaKTHKHU (CeMeiiHbIe Bpayl) HANPABIIAIOT JeTel Ha KOHCYJbTAIMIO K Bpady-
odransMoiory. Bpad-odraabmMomor oleHUBaeT COCTOSIHUE TJ1a3a, MPOBOJIUT 00CleJIOBaHHE,
BKJIFOUYAIOLIEE METO/Ibl MHCTPYMEHTAIbHBIX HCCIEJOBAaHUM Ul yTOYHEHMs AuarHo3a. [lpu
HEOOXOUMOCTHU MPOBEACHUS AUATHOCTUYECKUX MPOLEAYP ¢ IPUMEHEHUEM aHECTE3UHU JIETU

HaIIpaBJIIIOTCA B ICTCKOC O(bTaJIBMOJ'IOFI/I‘leCKOC OTACJICHUC.

o Ilpu Hanmuuuu Moka3aHUN K XUPYPrUYECKOMY JiedeHUI0 y peO&Hka ¢ BA u ycTaHOBIEHHBIM
JMArHO30M TJIAYKOMBI W,/WJIM KaTapakThl, JaHHOE JICUCHHUE OCYIISCTBISICTCS B YCIOBHSX
CTalioHapa B JIETCKOM O(TaJIbMOJIOTHYECKOM OTAelieHuH. [locie oka3aHus MeIUIIMHCKON
MOMOIIIM peOSHOK HANpPABISIETCS B ACTCKUN O(TalbMOJIOTHYeCKUii KabuHeT. B nanpHelmem
OH HaxXOJIUTCSA TOJi JUCIAHCEPHBIM HAONIOJCHUEM Bpada-opTaabMoJIoTa JACTCKOTO

0(TanbMOIOrN4ECKOro KabuHeTa.

7. JononnuTtenbHasa nHgopmanus (B TOM unciie (pAaKTOPbI, BJAUSIONIAE HA HCXO/

3a200J/1eBAHUA WJIH COCTOSTHHS)

['eno-gpenomunuueckue xoppenayuu.

AHanu3 reHo-(heHOTUNUYECKUX KOppesuid Mexay TunoMm aedexra jokyca reHa PAX6 u
MOpPAXEHUEM Pa3IMYHBIX CTPYKTYP Tiia3a MO3BOJIMI BBIIBUTH O0Jiee MATKUIM (DEHOTHIN y MAIleHTOB
C XPOMOCOMHBIMHU JAeNeIUSIMHU 3'-yuc-perynsaTropHoil obnactu reHa PAX6, He 3aTparuBarolIuMu
KOJUPYIONIYIO TOCJIEI0OBATEILHOCTh. Y TAIMEHTOB ¢ 3TUM TUMNOM 11pl3 XpOMOCOMHBIX nenerui
JIOCTOBEPHO Yallle OTCYTCTBYET KepaTonaTus, TUIoIuia3us Gosea U HUCTArM. BhIsBIEHO Takxke, 4TO
y nanueHToB ¢ aeneuusiMu WAGR-o0macTi nmonoxeHue ieieluyd Ha XpoOMOCOME BIIHMSIET Ha PUCK
pa3Butusi HedpoOmactombl. Omyxosib pa3BUBAETCA JTOCTOBEPHO IPH BOBJIEYEHHOCTH B 00JacTb
nenernuu Jiokyca reHa LMO2 (11p13 OMIM*180385), koaupyromero Cymnpeccop OIyXOJEBOTO
pocta «mpoteuH 2, coaepxaummii LIM-nomen». Takum oOpa3om, ecnu B pesyibrare JIHK-
JMAarHOCTHKHU Yy TAIlMeHTa BBIABICHA XPOMOCOMHAs Jenenus 3'-yuc-perynsTopHON o0lacTH reHa
PAX6, To mporHO3 TedeHHUs 3a0oyieBaHUs Oojiee OJaronpusiTHBIN, YTO, OJHAKO, HE OTMEHSET
HEOOXOMMOT0 Ul MOAJIEp>KaHus 3pEHHs Y TaKuX OOJBHBIX yXO0Jla 1 MOHUTOpHHTra. B yactHOCTH,
PHCK pa3BUTHUS TJIAYKOMBI Y OOJIBHBIX € Aenelus 3 -yuc-perynsTopHoi 001acTH OCTaeTCsl TAKUM XKe

BBICOKUM, KaK M Yy OCTaJIbHBIX NarueHToB ¢ BA [81].
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[Ipu ompenenenuu y mamueHTa ¢ aHupuane xpomocomuoi aenennun WAGR-o6mactu, y
HETo Pe3K0 Bo3pacTaeT puck pa3ButTus Hedpobdiactomsbl 10 50-70%, eciu ke BbISIBICHHAS JIEICIIHs
3aXBaThIBAET JIOKYC reHa LMO2, 3ToT puck nosimaercs 10 90%.

OTU CBEJIEHUS MOTYT M JIOJDKHBI OBITh MCIOJIb30BaHbl BpauyaMU-T€HETUKAMH TIPU MEIHKO-
TeHETUYECKOM KOHCYJIbTHpOBaHUU O0nbHBIX ¢ BA u cnektpom WAGR. A®C — 310 0cnoxHeHue,
CHIDKAIOIIEe 3pUTENIbHBIC (PYHKIIMU, ONMUCaHHOE ToJbKO npu BA. Tlpeacrasmiser coboit puOpo3HbIi
pYOLIOBBIN MpOLIECC HE BOCHAIUTEIBHOTO T'€HE3a, aCCOLMUPOBAHHBIA C Pa3BUTHEM THIIOTOHUHU U
¢Tu3muca rnaza [82], BO3HHMKAIOMIMN TOCIE XHPYPTUYECKHX BMeEIIATENbCTB. [ TOoro 4ToObBI
n30exarb pazsutre ADPC WM MO3THUX OCIOKHEHUH, TAKUX KaK XPOHUYECKUHA YBEHT, JKEIATeIbHO
BBIIIOJIHATh MHUHUMAJIbHBIE XUPYPIHUECKUE pa3pe3bl, NPUMEHATh 3JACTUYHbIE HEOKPAUICHHBIE

HHTPAOKYJIAPHBIC JIMH3bI U UCKIIHIOYUTH HUMIUIAHTAIIUIO NUCKYCCTBCHHBIX ,Z[I/Ia(bpaFM, HUMUTHUPYHOIIUX

pamxyxkHyto TKaHb [82].

Kpurepuu oneHkH kauyecTBa MEeIUIMHCKONH OMOIIA

Kpurepunii Ounenka BbInoJHeHHs (Ha\HeT)
Beinonnena Bu3omeTpust Ja\HeT
Brimonaena o taibMOTOHOMETPUS na\HeT
BerinonHeHa yiapTpa3BykoBasi OMOMeTpus Iiasa na\HeT
Beinonnena 6MOMUKpOCKONHUS T1a3a Ja\HeT
Beinonnena opransMockonus na\HeT
Brinonnena keparonaxumerpust (A03.26.011) Ja\HeT
BrInonHeHa rOHMOCKOIINS na\HeT
BeinonHeHa KOMIIbIOTEpHAst/CTaTHYECKasi IEPUMETPHS na\HeT
BerlnonHeHo ynbTpa3ByKOBOE HCCIIEI0BAHUE IIa3HOTO sI0JI0Ka Ja\HeT
IIPU HENPO3pavHbIX Cpelax
BrlnosHeHO Ha3HAUEHUE MEIMKAMEHTO3HOM Tepanuu na\HeT
(o¢TanbMOJIOrMYECKUMH MTpernapaTaMi UCKYCCTBEHHOM CIie3bl
(S01XA20) nnu riazHoro renst Aexcrnantenon (S01XA12) )
npu Hanmmuuu AK u/nnm Uit npoQuIakTHKHA pOTOBUYHBIX
OCJIOKHEHU .
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Ipuaoxenue Al. CocraB padoueil rpynnsbl o pa3padoTke U nmepecMoTpy

KJIMHUYECKUX PEKOMEeH Al

1. Karapruna Jlronmuina AHATOJNbEBHA - PYKOBOJAUTEIb TPYMIbI, IJIABHBbIA BHELITATHBIN
CHEIUATUCT JETCKUM odTanmbMosior MUHHCTEpCTBA 3/apaBooxpaHeHus P®D, 3amecturesnn
IUpeKTopa mo HaydHou padore ®I'BY «HannoHaNbHBIN MEAUIIMHCKUA UCCIIEIOBATEILCKUN
LEHTP TIa3HbIX Oone3Hel mM ['enpmronbiua»y MunsapaBa PO mpodeccop, n.m.H., Mocksa;
ywieH npe3uanyMa OOmepocCHiicKoi OOIIECTBEHHON OpraHU3aIi «ACCOLMAIMs Bpavei-
odrampMoONIOroB», ujeH mpesuauyma OOmectBa odransmonoros Poccun, riaBHBIN
BHEIITATHBIN CHENHMATUCT AeTckuil odranemonor M3 P®, mpeacenarens npoduibHOM
KOMHUCCHUH TI0 JeTckoil odrampmoniorun M3 P®D, 3amecturens npeacenatesis npoduibHON
komuccuu 1o odranpmonorun M3 PO, 3aciyxenHblii Bpau P®, 3aciyxeHHBIH JesTenb
Hayku, Mocksa;

2. 3unuenko Pena AOynbda3zoBHa — 3aMeCTHTENh TUPEKTOPA IO HAYIHO-KITMHUYECKON padboTe
OI'BHY  «Menuko-reHeTHYeCKM  HAay4yHBIM  LIEHTP», 3aBeAyIOIUi J1abopaTtopuei
TeHETUYECKOM SMUAEMHOIOTHH, TIpodeccop, A.M.H., MOCKBa;

3. bapanoB Anekcanap AsekcaHApOBUY - COBETHUK pykoBoauTenss HUW nenuatpum u oxpansl
smopoBbst neredt [IKb PAH, modernsiii npe3uaent Coro3a nemuatpoB Poccuu, mpodeccop
Kadenapel memumaTpuu U aerckoi peBmarosormn PIAOY «llepBeiik MI'MY mm. U.M.
CeuenoBa» MunszapaBa Poccum (CedeHOBCKMIT YHUBEPCUTET), TJABHBIM BHEIITATHBIN
cnenuanucT neauatp Munzapasa Poccun, akaa. PAH, mpodeccop, n.m.H., Mocksa;

4. HamazoBa-bapanosa Jleitna CeiimypoBHa - pykoBoautenb HUW neguarpum u oxpansl
3nopoBbs nereii IIKb PAH MununcrepctBa Hayku U Bbiciiero ooOpaszoBanusi P®,
3aBeqyromas kadenpoil akynpTeTckoit neauarpun neguarpuueckoro gakyiaprera GI'BOY
BO «PHUMY um. H.U. ITuporoBa» MunszapaBa Poccuu, riaBHbIM BHEIITATHBINA JIETCKUI
CIIEIUATUCT 0 npoduIakTUIecKord Menuinuae Munsapasa Poccuu, T1aBHBIA BHEIITATHBIN
JETCKUM CTIEUATUCT 1o TpodrutakTudeckoil meauimae Munsapasa Poccun, npencenarerns
NITAG P®, Ilpesunent Coroza nemuatpoB Poccum, mnacrt-npesuzneHT Esponeiickoit
neauarpuueckoit accormaruu (EPA/UNEPSA), akan. PAH, mpodeccop, a.M.H., Mocksa;

5. CyxanoBa Harenna Baxtanrosna — Bpad-ograasMonior CE4eHOBCKOTO IIEHTPa MaTEepUHCTBA
u gaerctBa DejepanbHOE TOCYIapCTBEHHOE AaBTOHOMHOE O0pa30BaTEIbHOE YUPEXKJIECHUE
Beiciiero  oOpaszoBanust  IlepBblii  MOCKOBCKMII  TOCYJapCTBEHHBIH  MEAUIIUHCKHIMA
yauBepcurer umeHn M.M. CeuenoBa MuHuctepcTBa 31paBooxpaHeHus Pocumiickoi

O®eneparnyn (CeueHOBCKUI YHUBEPCUTET), K.M.H., MOCKBa;
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MapaxonoB AHapeil BnagumupoBwu - cTapmmii Hay4YHBIA COTPYJIHHUK JIaOOpaTOpHUH
reHetudeckoit anmuaemuoniorud GI'BHY «Menuko-reHeTH4ecKuii HaydHbIi TIEHTP», K.0.H.,
Mockaa;

BacunbeBa TarpsiHa AJIeKCeeBHA — HAYYHBI COTPYIHHMK JaOOpaTOPHM TEHETHYECKOU
snuaemuosiornn PI'BHY «Menuko-reHeTndeckuii HayqHbIi IEHTP», K.0.H., MOCKBa;
[TozneeBa Hanmexna AnekcanapoBHa — qupektop Yebokcapckoro ¢unuana OI'AY «HMUIL]
«MHTK «Mukpoxupyprust minaza» um. akaa. C.H. demopoBa» MunznpaBa P®, unen
O6mectBa OdranemonoroB Poccun, 1.m.H., Yebokcapsr,

Bockpecenckas AHHa AneKcaHIpoBHA — BPay-o(TaIbMOJIOr NEPBOH KBaIH()UKALMOHHON
kareropun Yebokcapckoro ¢unmuana OI'AY «HMUIL «MHTK «Mukpoxupyprusi riaza»
uMm. akaa. C.H. ®demopoBa» MunzapaBa P®, umen O6miectBa Odranbmonoros Poccuu,

K.M.H., YeOoKcapshl.

KOH(bHHKT HHTCPECOB: OTCYTCTBYCT
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IIpunoxenue A2. MeToa0J10rust pa3padoTKM KJIMHHYECKUX PEKOMEHIaM i

MeTOIlLI, HCIOJIB30BaHHBbIC JJIsA cﬁopa/ce.nelcunn A0Ka3aTeJbCTB: IIONUCK B OJICKTPOHHBIX
0a3ax JaHHBIX; aHAJIN3 COBPEMEHHBIX HAYYHBIX Pa3pabOTOK MO mpobieme riaaykomsl B Poccun u 3a
pyOexom, 00001IeHre TPAKTUYECKOTO ONBITA POCCUIUCKUX U MHOCTPAHHBIX KOJIJIET.

Hacrosimue pekoMeHmanuMu B NPEIBAPUTEIBHOM BEPCHUU  ObUIM  PELICH3UPOBAHBI
HC3aBUCUMBIMHU JBKCIECPTAMH, KOTOPBIC IPOKOMMCHTHUPOBAJIN AOCTYIIHOCTb MHTCPIIPETAINU
J0Ka3aTCJIbCTB, JIC)KAIIHUX B OCHOBC peKOMeHI[aHHﬁ, JJId IIPAKTUYCCKUX Bpa‘-Ief/'I U IIannuCHTOB.

KOMMGHTapI/II/I, IMOJIYYCHHBIC OT 3KCIICPTOB, THIATCIIbHO CUCTEMATU3UPOBAHbI U 06CY}KIIGHI)I
mpejacenareaeM W yieHamMu paboued rpynmbl.  Kaxaplii TyHKT OOCYKIE€H W BHECEHBI
COOTBCTCTBYIOIINEC U3MCHCHHUAM PCKOMCHAAUU.

B JaHHBIX KIIMHHUYCCKUX PEKOMCHAAIHWAX BCC CBCACHUA PAHKXHUPOBAHBI II0 YPOBHIO
JOCTOBCPHOCTH (,Z[OKa?»aTeJ'ILHOCTI/I) B 3aBHCHMOCTH OT KOJIMYECCTBA M Ka4dCCTBa I/ICCJ'IC,Z[OBaHI/Iﬁ 110
JAHHOH TpooIeMe.

IleaeBas ayIuTOPHS JAHHBIX KIHMHUYECKHX PEKOMEHIALIMIM

I. Bpauu-opransmonoru

2 Bpauu-neguarpel

3 Bpauu oOrmieli npakTuku (CeMEeHbIC BpayH)

4. Bpauu-Heonaronoru

5 Bpauun-reneruku

6 Crynentsl MenuiHckux BY30B, opanHaTOpBl M aCTUPAHTHI.

Ta6auna 1. Illkana oneHku ypoBHE#l moctoBepHOCTH JokazarenbeTB (Y1) mis meronos

JUardHoCTUKHU (,[[I/IaFHOCTI/I‘leCKI/IX BMeIlIaTeJ'IBCTB)

YA Pacumpposka

1 Cucrematndeckue 0030pbl HCCIEAOBAHUI C KOHTpOJIEM pe(epeHCHBIM METOJOM WU
CUCTEeMAaTUYECKUH  0030p paHIOMH3UPOBAHHBIX  KIMHMUYECKUX  MCCIENOBAaHUN ¢
MIPUMEHEHNUEM METa-aHallu3a

2 OtaenpHBIE WCCINEAOBAHUS C KOHTPOJEM pPEePEpEeHCHBIM METOJAOM WK OTAEIbHBIC
pPaHIOMH3UPOBAHHBIE KJIMHUYECKHE WCCICNOBAaHUS W  CHUCTEMaTUYECKHEe  0030pbl
WCCJIEIOBaHMM JTIFOOOTO aM3aiiHa, 3a MCKIIOYCHHEM PaHJIOMHU3HPOBAHHBIX KIMHUYECKHUX
WCCIIETOBAHUM, C TPUMEHEHUEM METa-aHaIu3a

3 HccnenoBanus 06e3 MOCIEAOBATEIBHOIO KOHTPOJIA pPe(hEepeHCHBIM METOAOM WM
UCCIIEIOBaHUA C peQepeHCHBIM METOJO0M, HEe SBISIOIIMMCS HE3aBUCHUMBIM  OT
HCCJIEYEMOT0 METOJA UM HEPaHIOMU3UPOBAHHBIE CPAaBHUTEIILHBIE UCCIIEOBAHMS, B TOM
qucJIe KOTOPTHBIE NCCIIEN0BAHUS

4 HeCpaBHI/ITeHI)HI)Ie HCCIICO0BAaHMA, OITMCAHNE KIIMHUYECKOTO ClIy4dasa

5 Nmeetcs mumis 000CHOBaHUE MEXaHU3Ma JISHCTBUSI HJIM MHEHHE IKCTICPTOB
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Tabauna 2. [llkana oneHKH ypoBHEH IOCTOBEpHOCTH HokazatenbcTB (Y1) mms meTomos
PO HITAKTUKH, JICUCHUS W peaduiauTanuu (MpoduIaKTUYECKHUX, JeUeOHBbIX, PeaOUIUTAIMOHHBIX

BMEIIIATEIILCTB)

Y1 Pacumdposka

1 Cucrematnueckuii 0630p PKU ¢ npumeHennem mera-aHanmnsa

2 Otnenpaple PKUM m  cuctematmdeckue 0030pbl HMCCIIENOBaHMM JI0OOTO Ju3aiiHa, 3a
nckiouenrem PKH, ¢ npumeHeHneM Mera-aHanusa

W

HepaHl[OMI/I?;I/IpOBaHHBIe CPaBHHUTCJIbHBIC UCCIICAOBAHMA, B T.4. KOTOPTHBIC UCCIICAOBAHUA

4 | HecpaBHUTENbHBIE HUCCIEIO0BaHMS, ONMCAHUE KIMHUYECKOIO Clydas WM CEpUHU CIIydaes,
UCCJIEIOBAHMSI «CI1y4ail-KOHTPOJIb)

5 HmeeTrcss mimp 00OCHOBaHHE MeEXaHH3Ma ﬂeﬁCTBHﬂ BMEIIATCJIILCTBA (,Z[OKJ'II/IHI/I‘ICCKI/IC
I/ICCJICI[OBaHI/IS'I) HJIM MHCHUC OKCIICPTOB

Ta6auua 3. Illkana ouenku ypoBHel yoeautenbHocTH pekomenaauuid (YYP) nns meronos
PO MITAKTUKH, JUATHOCTUKH, JICUECHUS M peadmmmTanuu (Mpo(rIaKTHIECKUX, JUArHOCTUICCKHUX,

JIe4eOHBIX, peaOMITMTAIIMOHHBIX BMEIIATEIIbCTB)

YYP Pacimmdposka

A CunbHast pexoMeHmanusi (Bce paccMaTpuBaemble Kputepud dS(H(HEKTHBHOCTH
(ucxompl) SBIAIOTCS BXHBIMH, BCE HCCIICAOBAHUS HMEIOT BBICOKOE WM
YIOBJIETBOPUTEIHLHOE METOA0JIOTHYECKOE KA4eCTBO, UX BBIBOJIBI M0 MHTEPECYIOUIIM
MCXO0JIaM SIBJISIFOTCSI COTJIACOBAHHBIMU )

B VYcnoBHas pekoMeHaanus (HE BCe paccMaTpuBaemble Kputepuu 3(QexTuBHOCTH
(ucxompl) SABISIOTCS BAXKHBIMH, HE BCE HCCIIEOBAaHUS MMEIOT BBICOKOE HIIU
YOBJIETBOPUTEIILHOE METOJOJOTHYECKOE KauyeCTBO W/WIM HMX BBIBOABI 11O
MHTEPECYIOIINM UCX0JIaM HE SIBJISIFOTCS COIVIACOBAHHBIMHU )

C Cnabast pexomeHpanus (OTCYTCTBHME JI0Ka3aTeNbCTB HaJUIeXkalllero KadecTBa (Bce
paccMmatpuBaeMble Kputepuu 3()(PEeKTUBHOCTU (MCXO/bI) SBISIOTCS HEBaKHBIMH, BCE
UCCJIEIOBAaHUsI MMEIOT HHU3KOE€ METOJIOJIOTMYECKOE KauyeCTBO M HX BBIBOABI IIO
MHTEPECYIOIIMM UCX0JIaM HE SIBJIIIOTCS COTJIACOBAHHBIMHU )

IMopsiiok 00HOBIEHUS KIMHUYECKHX PEKOMEH AU,

Mexanu3M  OOHOBIIGHHSI ~ KIMHHYECKHX  pPEKOMEHJAlMi  TpeaycMaTpuBaeT  UX
CHUCTEMATUYECKYIO0 aKTyalIM3alli0 — HE pexe YeM OAMH pa3 B TPH IoJla, a TAKKE MPH MOSBICHUU
HOBBIX JIaHHBIX C TO3WIMH J0KAa3aTeIbHON MEIHWIIMHBI 10 BOIMPOCAM JUATHOCTHKH, JICUCHHUS,
OpoPIIAKTHKA U peadWIMTallMi  KOHKPETHBIX  3a00yieBaHUM, HaIMUYUA  OOOCHOBAHHBIX

JIOTIOJTHeHNH/3aMeuanuil k paHee yrBepkaAEHHBIM KP, HO He yame 1 paza B 6 mecsiies.
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IIpunoxenue A3. CipaBo4HbIe MaTePHAJIbI, BKIKYas COOTBETCTBHE NMOKa3aHU

K MPUMEHEHUIO H MPOTHUBONOKA3AHN, CTIOCO0OB MPUMEHEHHS U /103

JEKAPCTBCHHBLIX MpemapaToB, UHCTPYKIHUHU IO MPUMECHCHHUIO JICKAPDCTBCHHOI'O

npemnapara

HaHHBIe KIIMHUYCCKUE PEKOMCHAAINN p33pa6OTaHI)I C Y4ETOM CJICAYIOIUX JOKYMCHTOB:

1. «Ilopsiaka oka3aHusi MEIUITUHCKOM MOMOIIHU JACTSAM IMpH 3a00JIeBaHUSX TJa3a, ero
MIPUIATOYHOTO anmapara U OpOUTHI», YTBEPKIACHHOTO npukazoM M3 PD Ne 442x ot

25.10.2012 r.

2. MexayHapoaHas kiaccudukanus 001e3Hel, TpaBM U COCTOSIHUH, BIUSIOIINX HA 370POBBE,
10-ro nepecmotpa (MKbB-10) (Bcemupnast opranuzarus 3apaBooxpanenus) 1994,

3. IIpuxa3 Munsgpasa Poccuu ot 13.10.2017 N 8041 (pen. ot 24.09.2020, ¢ u3m. oT
26.10.2022) "O06 yTBep>KI€HUH HOMEHKJIATYpbl MEAULIMHCKUX yCIyr".

4. ®epnepanbHblil 3aK0H «OO0 OCHOBaX OXpaHbl 3/I0pOBbs IpaxaaH B Poccuiickoil @eneparum»

or 21.11.2011 r. Ne 323 @3.

Ipuioxkenue A3.1 Onucanue BO3MOKHOI0 CHMIITOMOKOMILTICKCA,

HUCIOJb3YEMBIX JICHCHUSA U HpHCHOCOﬁJIeHI/Iﬁ JJIA CJ'laﬁOBI/I)Iﬂ]J_[I/IX, MEPECHECCHHBIX

onepaumi
CXEMATHUYECKOE CXEMATHUYECKOE
(o) (0) U30BPAKEHUE WJM | U3OBPAKEHUE I
D S KOMMEHTAPHUI OD KOMMEHTAPHUI OS

OBIIHE ACIIEKTbI

Pasmep rnaznoro si6ioka

(1) Hopma

(2) muxpodTansM/GTHIHC

(3) 6y¢pransm

Kocornasue

(1) mer

(2) a30Tponus

(3) ax30TponHs

IITO3 BEK

51



https://normativ.kontur.ru/document?moduleId=1&documentId=71591#l0

(1) Bexo He 3aKpbIBaeT LEHTP
POTrOBHIIBI

(2) 3aKkpbIBaeT LUEHTP POrOBMIIbI

(3) 3aKpbIBACT pOroBUILY
HEITKOM

Manudecranus nrosza

(1) BpoKaAEHHBIH

(2) nproOpeTeHHBIH

Onucanue Jpyroid mNaTOJIOTHUsS
BEK

KOHBIOHKTHUBA

(1) 63 maronoruu

(2) ecTb TMpU3HAKU «CYXOTO
riaza»

(3) (2) + nebombIIOE BpacTaHHE
COCYJIOB B 30HY JINMOA

(4) (2) + 3HauUTENIbHOE
BpacTaHHE COCYJIOB COCYIOB B 30HY
numba

oo

0S

CXEMATUYECKOE
N30BPAKEHUE WA
KOMMEHTAPHUM OD

CXEMATHYECKOE
N30BPa)KEHUE i
KOMMEHTAPHM OS

AHUPUIUA-TIPUCYTCTBUE TKAHU PALYXKHU

(1) Herunuynas komoboma

(2) wHemonHas aHUpPUAUA —
0oJIblIasl 4YacTh paly’KKU BUIHA

(3) wHemonHas aHUpUAMA —
paxy’KK{ TOYTH HE BHIHO

(4) monHas aHUpUANS

POI'OBHUIA —-OBJIACTbD JINMBA

(1) mer manHyca B o0mactu
nuM0a, TIpo3padHasl pOroBHIla

(2) xpyroBoit maHHyc 0e3
BacKyJIsipu3anuu <3Mm
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(3) Backynsipu30BaHHBIH<3MM

(4) BacKynsIpU30BaHHBIN>3MM

POI'OBHUIIA —IOIIOJIHUTEJIBHO:

(1) nepudepudeckue
BaCKYJISIPU30BAHHBIC IPAMBI

(2) uenTpasibHbIC
BACKYJIIPU30BaHHbBIC IPAMbI

3) (1) wm (2) +
SNUTEIMANIbHAS /YHI0TEINAIbHAS
NIEKOMIIEHCALIASA

(4) (3) +y3enku 3anpiMaHHa

(5) (3) + xanmpuuduKanys

POI'OBHUIIA - OIIEPAIIMA

(1) 6e3 oneparuit

(2) 1 xeparomactuka (kakas
CKBO3Hasl MJIM MOCTIONHHAs)

(3) 2 u Oonee KepaTOIIIACTUKHI

(4) kepaTonpoTe3upOBaHUE

(5) npyrue onepanuu

XPYCTAJIMK

(1) Hebonpmiass  KarapakTa
(rma3Hoe THO MpOCMAaTPHUBAETCS)

(2) 3HauuTeNnbHas KaTapakTa
(rmazHoe JHO HE MPOCMATPUBACTC)

(3) adpakus

(4) apTudakus

JUCK 3PUTEJIBHOI'O HEPBA-BPOXJEHHBIE

MN3MEHEHUS

(1)nopmanbhsIii pasmep JI3H

(2) runormnasus JI3H
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(3) nucTUTaCTUYHBIN TUCK

JUCK  3PUTEJIBHOI'O HEPBA-HA
OCMOTPA

MOMEHT

(1) 6memHO-pO30BHIi

(2) 6nmemuwiii JI3H

(3) OnenmHBIM IUCTUTACTUYHBIN,
riaykoma He oreHuBaiack (J//])

(4) rmaykomMaTo3Has SKCKaBaIus

cup-disc-ratio

MAKYJIAPHAS OBJIACTD

(1) ecTb peduiexc

(2) Her peduiekca (TUnonIIA3UA)

(2) npyras IIATOJIOTUs
IJIa3HOTO JHA

OD

(01}

CXEMATHUYECKOE
MU30BPAKEHUE WUJIN
KOMMEHTAPHI OD

CXEMATHUYECKOE
U30BPAKEHUE
W
KOMMEHTAPHH OS

INIUI'MEHTALIUS NEPU®EPUN CETYATKH

(1) HopmanbHas

(2) HebompII0OE U3MEHEHUE

(3) ouenn Onennas,
anbOMHOCTUYECKAS

JAPYTAS MATOJOI'USA NIEPUPEPUU CETYATKH

(1) Muonu4eckue nereHepanun

(2) npyras naronorus

I'TAYKOMA

(1) rma3HoOe naBieHHE B HOpME

(2) rmaykoma Ha epBOM rojy

(3) rmaykoma 0 6 net
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(4) rmaykoma ot 7 go 20 net

(5) rmaykoma nociie 20 net

BHYTPUTIJIABHOE JABJIEHUEHA MOMEHT OCMOTPA

(1) 1o10mmHG

(2) 11 — 18mmHg

(3) 19— 25mmHg

(4) 26— 35mmHg

11OJIs1 3PEHUSA

(1) HE OLICHMBATHUCH

(2) B HOpME

(3) HeOOIBIITE U3MEHEHHS

(4) 3HaUUTENBHBIC U3MEHEHUS

(5) ocTaTku CBETOBOCTIPUSITHS

I''TAYKOMA - KOHCEPBATUBHOE JIEYHEHHUE

(1) rmasHble Karau HE HY>KHbI

(2) HEe0OX01MM OJIMH BUJI Karellb

I''IAYKOMA - OIIEPAIIUU

(1) 6e3 onepanmii

(2) onepanus Oblna, 6€3 omKUcaHus

(3) xpuorepamus  IMIMAPHOTO

Tena
(3)mazepoTtepanust  IMIUAPHOTO
Tena
(5) cunycTpabeKyIIKTOMUS
(6) TPaOEKyJIOTOMUS WIn
TOHUOTOMHUS
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(7) HMMILIAHTBI
(Ahmed, Baervald, npyrue)
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oD

(O]

CXEMATHYECKOE
MN30BPAKEHUE UJIN
KOMMEHTAPH OD

CXEMATHYECKOE
M30BPAKEHUE WA
KOMMEHTAPHII OS

PEDPAKLIMS(INONPTPUH)

(1) Het cBenenuii, 6€3 OUKOB

(2)runepmerponus
(muonTpun)

(3) muonus (AUONITPUN)

KOHTAKTHBIE JIMH3bI

(1) Huxorzaa He HOCUIT

(2) HOCHJI TIPO3pAYHbIE JTUH3BI
Y TIPEKPaTUIT

(3) HOCWII  UBETHBIE U
MIPEKPATUI HOCUTh

4) 0OBIYHO HOCHUT
MIPO3pavHbIE

(5) OOBIYHO HOCHUT IIBETHBIE

OCTPOTA 3PEHUS

(1) He BocipuHUMAaET CBET

(2) cnmabo BocmpuHUMaeT, 0e3
HarpaBJIeHUS

3) MpaBUJIbHAS
CBETOIPOCKITHS

(4) BOCTIpUHUMAET JBUKEHHE
pyKH

(5) octpota 3penus 0.01-0,02

(6) octpota 3penus 0.03-0,1

(7) octpota 3penus 0.15-0,3

(8) octpora 3penus 0.3 wu
0oJIBIIIe
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HUCTAT'M

(1) mer

(2) ecthb

HCIOJIb30BAHUE MIPUEOPOB JUISt
CJIABOBUISIIIIAX

(1) 6e3 mpubopos

(2) xpynHbIe TIPUQTHI

(3) onTHUeCcKrE HHCTPYMEHTHI

4) 3JICKTPOHHBIS
WHCTPYMEHTBI

(5) monwp3yercsa mpuboOpom st
YTCHUA

(6) ucnonb3yer Braille

Bammu oco0ble 3aMeTKH (B
cB00OaHOM dopMe)

Pexomengammu (OD)

Pexomenmaru (OS)
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Ipuioxkenue b. Alropurmsl JelCTBUI Bpaya

CXEMA KOMIUIEKCHOW MEXAUCLMIN/IMHAPHOW AUATHOCTUKM U NMPOTHO3A ®OPM BPOMIEHHON
AHUPUIUU

MaymeHT ¢ BpoOKASHHBIM

.

# pai NS m
Noncwlbuunu spava od nora, r
yrayGnennoe obone, P P

[ Knncvnmaqml BRIYS HEBPOADTY, IHAOKPMHONOTS, yRanars, ]

» ap. (n. TRy nesan
Awarnoctna)
v
spava
v

—
)

Fenetnyecnan AMantacrina

Noscn Tossossd
BIPAINTOS TENHS
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IMoaTBep:kIa0Oas MOJIEKYJISIPHO-TEeHETHYECKAsI IMATHOCTHKA BPOKIAEHHOI

aHMPUAUHU

L O6pasen wis noarsepxaenna JJHK-mraraoctukn
L3

L Ilonck xpynHbIX neneruiii persiona 11pl3, sBxmouatomero reust PAX6 u WT1 metonom MLPA

IMoxrsepkienne aenemun
MetojoM FISH y nanuenra
H TNOATBEpXK/ICHHE
TeHeTHYEeCKOro craTryca
JIeJIenHH y pojHTeNe

eCTh
c WT1

.

ITpeanonaraemsiii 1Harsos
WAGR-cuspoma

'

Habmoznenne y
Bpaya-oOHKOJIOra

IToaTBepXk/IeHNE reHeTHIECKOro
cTaTyca MyTalui y poamreneii,
aHaJIN3 MaTOreHHOCTH MyTalHH B
COOTBETCTBHH C KPHTEPHAMH

ACMG

ecTh
Kpynnsie nenermn pernona 11pl3
- IToaTBepiaenne penenuu y
NalMeHTa aHaITH30M NIOTEpH
. reTepO3HrOTHOCTH
CexBeHHpOBaHHE K30HOB CleIUICHHBIX MAapKepOB i
5,6,7,8,9 rena PAX6 NIO/TBEPXKIeHNIe CTAaTyCa
¥ JeJIelHA Y poanTeneii
Mautsie BHYTpHIeHHBIE
ecTh
MyTaIH resa PAX 6
IonrBepxkaenue
[ TeHEeTHYECKOro CTaTyca
CexBeHHpoOBaHNEe 3K30HOB MYISIRY POJNICENS,

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

eCTh

L3
Matbie BHYTpHIeHHBIE

3

IMoarsepxnenne quarsosa

MyTanuu resa PAX 6
HET

A

aHAJIN3 [1aTOreHHOCTH
MYTaIlHH B COOTBETCTBHH C
kpurepusimu ACMG

BPOJK/I€HHAS aHHPHIHSL

Habmoznenne y spaua-

o¢ranmeMoora H Bpaya-reHeTHKA

IToxrBepxenns anarsosa
BPOXIEHHAs aHHPH/THSA
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[Iponoikenune

JUAarHoCTUYCCKOIo

AJITOpUTM JeHcTBHI Bpaya-odraabmonora npu BA

[TaruenT ¢ nono3penreM Ha BA

A 4

Z[I/IaFHOCTI/IKa (KJ'II/IHI/ILIeCKaH u

MOJIEKYJIIPHO-T€HETUYECKasl )

|

Jlmaraos

IIOMCKa B paMKax

A

HECT

MOATBEPKIE hicl

APYTIux BO3MOXKHBIX

Her Ectp

HOpMaJn3arl

ust BI'J]

A 4

H

Ja

A 4

Ectp CUMIITOMBI

TJIAyKOMBI

cM. KP112

XUpypruyeckoe Je4eHne

4

MenukamenTosHas koppekuuns BI'/]

Ectb cummTomMbr

KaTapaKThl

KP108

CM.

XHUpypruyeckoe JEUeHUE KaTapaKThl

Keparorpoduueckas
Tepanus

Peabmmranus

Ectb
HOpMAaJIM3aIus

BIra

Her

v

Jucmanceproe
HaOJIFO[eH1E

61



Hpuaoxenue B. Undopmanus A4 nanguenra

BaxHo 1151 Bcex BO3pacTHBIX I'PyIIL:

1. Ecau mjaHupyercs onepamnus:

— BBI 10mKHBI OBITH YBEPEHBI, YTO IOHUMAETE BCE HIOAHCHI, KOTOphIe 00bsicHII Bam Bam
0 TaTBEMOJIOT;

— HE CTECHANTECH 3a1aBaTh BOIIPOCHI;

— HE CTeCHANWTECh MPOKOHCYJIBTUPOBATHCS Y APYroro CHElHUaINCTa Uil TOro, YTOObl UMETh
BTOPOE MHEHUE;

— MPOKOHCYJIbTUPYHUTECH B CBOEH OOLIECTBEHHON OpraHU3al|U 110 NOJAEPHKKE NallUEHTOB C
aHUPUHCH.

Jlono/IHUTeIbHBIE BelllH, KOTOPbIE IOMOTAI0T KUTh ¢ AHUPH/IHEH:

0-2 rona

— OyJpTe B KOHTAKTE C Balllell HallMOHAJIbHOW OpraHM3allel 1o MOoJAepKKE NAllMeHTOB C
aHUPUJUEH,

— JIGJIUTECH OIBITOM U 3HAHUSAMU C IPYTUMHU POJUTEISIMU M YUYUTECh Y poauTesel ¢ 6oiee
CTapUIMMH JI€TbMU

— Y3HaiiTe 0 IpaBujax MoJAa4y JOKYMEHTOB Ha NOJy4eHHE MHBAIUAHOCTH U ITOIABANTE UX.

2-8 ner

— HaYHUTE KOHTAKTUPOBAThH C CEMBSIMH C 00Jiee MaJeHbKUMHU JIe€ThbMH C aHUPHUUEH, 4TOOBI
IIOMOYb UM aJaNTHPOBAThCA U JaTh COBETHI, KOTOpPbIE BBl IMOJYYWJIM, KOTJa Ball peOeHOK ObLI
MIIane

8-18 ser

— MOJIOJIbIE JIIOJM C AaHUPHUIUEH MOTYT HayaTh y4acTBOBAaTh B KOH(EpEHUUAX MO aHUPUAUU
U pa3IMYHBIX BCTPEYax, YTOOBI y3HATh MOJIOAEKb C TAKUM K€ TMarHO30M M Ha4aTh OOIIAThCS

— Nonpo0OoOBaTh 3aHUMATHCS CIIOPTOM C JIPYTHUMHU JIFOJIbMU CO CHU)KEHHBIM 3PEHUEM.

B3pocJbie

— CTaHbT€ AaKTUBHBIMU YIEHAMHU Balleil HAIlMOHAJIbHOM OpraHU3alUd IO TMOAJAEPIKKE
OO0JIbHBIX aHUPHTUEH,

— JEJIUTECh CBOMM OIBITOM C APYTUMHU JIIOJbMHU, OOJIBHBIMH aHUPHUAWEH, 1O TOBOAY
JIeYeHus1, HarJISAHBIX TOCOOUH U T. 1.

— H3yqaﬁTC )51 CJ'ICI[yﬁT@ MOCJICAHUM HAYYHBIM NJOCTUKCHUAM.
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IInanoBeIe OCMOTPBI W BBISBJICHHUEC OCJIO)KHCHUM — OCHOBHas Oocjabp MCAHUIMHCKOI'O

COIPOBOXKACHUS BPOKICHHON aHUPHIUH.

Ipunoxenue I'l-I'N. IIkanbl oumeHKH, BONPOCHMKHM M [pyrue OLEHOYHBIE
HHCTPYMEHTbI  COCTOSIHMSI IANMEHTA, IPUBEACHHbIe B  KJIHHHYECKHX

PEKOMEHIAANUAX

OTCYyTCTBYIOT
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[IpoHymepoBaHoO, NPOLIHYPOBAHO,
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