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1. Kparkas uHdopMauuss no 3a00/1eBAHMI0 HJIHU COCTOSTHHUIO
(rpynnbi 3a00/1eBaHUA WA COCTOSTHUI)

1.1 Onpenesienue 3a0071€eBaHUA WIH COCTOSIHUA (TPYNIbI 3200/ 1eBAHUIA WJIN
COCTOSTHMIN)

Cunnpom Cwmmura-Jlemnmu-Onuna (CJIOC, OMIM 270400) — peakoe T€HETHYECKOe
3a0oseBaHne, OOyCIIOBIIEHHOE Ie(EeKTOM MeTadojM3Ma XOJEeCTEpUHA W TPOSBIISIONICECS
IpEeHaTAIBHBIM JIEPUIUTOM POCTa, 3aJICPKKON Pa3BUTHS K MHOKECTBEHHBIMH BPOXKICHHBIMU
aHOMAJIHMAMH. XapakTepHbl MUKpoliedanus, ocoOble YepThl JINIa, paciieinHa Heba, TOPOKU
cepana, Mo4YCK, runocnagnsd, nmoCrakCuajlabHas IMOJMUAAKTHUIINA U CHUHIOAKTHIINA 2-3 IaJbLICB
HOT. BHemHmii BUJ JIMIa XapakTepu3yeTcst y3KUM OM(POHTAIBHBIM THAMETPOM, ITO30M BEK,
SMHUKAHTOM, THUIEPTEIOPU3MOM, AHTUMOHTOJIOMIHBIM pa3pe3oM TJja3, KOPOTKHM HOCOM C
IIMPOKOW BJABICHHOM TMEPEHOCHIEH W OTKPHITBIMUA BHEPEN HO3APSIMU, MHUKPO- U

peTporHaTHeﬁ, POTHPOBAHHBIMH HU3KOPACIIOJIOKCHHBIMH YIIHBIMU PAKOBHUHAMU.

1.2 Jrtuosorusi W mnaTroreHe3 3a00/IeBaHUSl WM COCTOSIHMS (TPyNIbI
3a200J1eBaHUI MJIM COCTOSIHUM)

Cunapom Cwmura-Jlemnn-Onuiia — HacleICTBEHHOE 3a00JieBaHHE, HACIeayeMoe 10
ayTocoMHO-perieccuBHoMy Tuny. Cunzapom oOycioBieH pgedunurom ¢epmeHTta 7-
JeTUIPOX0JIECTEPUH-PEAYKTa3bl, KOTOPBIM KaTalu3UpyeT peakUuio TMpeBpalieHus 7-
JETUAPOXOJIECTEPHUHA B XOJECTEPHH B 3aKJIFOUUTEIBHOM FTarle MyTH OMOCHHTE3a X0JIeCTepUuHa
(ITpunoxxenune A3.2). Ilpuunnoii nepunmra hepmenTa sBisroTcs mytanuu B reie DHCR7,
pacnojoKeHHOM Ha JUIMHHOM Iuiede xpomocombl 11 (11912-gq13). Ha naHHBIE MOMEHT
omucano Oomnee 200 pasnmuyebix BapuantoB B reHe DHCR7 [1]. Muccenc-myranun
coctaBisitor Oonee 80% or oOmero uucna myrtamuil. OnHako OAHOM U3 Haumbousee
pacrpoCTpaHEHHBIX ABJISIETCS MyTallks aKI[EIITOPHOTO caiiTa cruaicunra ¢.964-1G>C (1VS8-
1G>C), Bcrpevaromasics mpumMepHo B 28% ciaydaeB W acCOIMUPOBAHHAS C TSKEIBIM
¢denotuniom [2]. Yacto BcTpeuaromuecs HOHCeHc-BapuanT c.452G>A (p.Trpl51Ter) u
muccenc-papuant 1210C>T (p.Arg404Cys) Takxke acCOLUUPOBAHBI C TSXKEIbIM (PEHOTUIIOM
[3, 4 ]. Tpu myrauuu (c.964-1G>C (IVS8-1G>C), ¢.278C>T (p.Thr93Met) u c.452G>A

(p.Trp151Ter)) BcTpeuaroTcsi B IOJIOBUHE CITydaeB 3a00JI€BaHMUS.



Crporas reHOTUI-(EHOTUIINYECKasE KOPPeJALUs HE ONpe/eeHa, OCKOJIbKY BAPHAHTHI,
BbIsiBIIeHHBbIE Y nanueHToB ¢ CJIOC, B GONBIIMHCTBE CllyyaeB B KOMIIAYHJ-T€TEPO3UTOTHOM
COCTOSIHUH — IOJJOOHAsI MOJIEKYJISIPHO-TEHETUYECKAst T€TePOreHHOCTh 3aTPyIHSCT BBISIBICHNE
koppemsuuu. OnaHako jaetanbHOe wuccienoBanue 207 MAalMEHTOB € MOJITBEPKIACHHBIM
JIMarHO30M I0Ka3aJlo, 4To HauboJsee TsuKeNbM (EeHOTUIIOM OyyT 00J1aaTh T€ MAlUEeHTH, Y
KOTOPBIX BBISBJICHO JIMOO JIBE HYJIEBBIC MYTAIlMH, JTUOO JBE MyTallud B MOJOKEeHHH 352-411
aMHHOKHMCIIOTHOM TocienoBaTenbHoCTH Oenka. bomee wmsarkum sxe ¢eHotunoM OyayT
o0yajaTh MALMEHTHl ¢ MyTalUSIMHU B TOJIOKEHUH aMUHOKHUCIIOTHBIX OCTaTKOB 59-94 wn/mmm
119-151 nnwm ke ¢ OJHUM MATOreHHbIM BapuaHTOM B N-TepMHHaJIbHOM KoHLE [5]. Tem He
MeHee, Tpoe OONBHBIX € TSKETBIMU MPOSABICHUAMHU CHHAPOMA SBIISUIUCH FOMO3UIOTaMH IO
uHcepn 134 map ocCHOBaHMIA, KOTOpasi, KAaK CYUTAIOT, IPUBOJUT K ITOJHOW NoTepe QyHKIINH
dbepmenTta. B uncne GOMBHBIX OBLI IJIOJ C TOJOMPO3’HICPAINEH, CPEITUHHON PACIICITNHON
ryosl U HEOA, U MHOXKECTBEHHBIMU JPYTUMHU aHOMAIUSMH, XapaKTEPHBIMH JUISL TSXKEIOTO
nposieienus CJIOC [6]. Bonee Msrkue nposiBICHUs HAOIIOATICH Y TALMEHTOB C My TaI[HIMH,
B pe3ysibTaTe KOTOPBIX aKTHBHOCTh (hepMeHTa 4acTHYHO coxpansuiack. [Ipacan [7] omumcan
JICBOYKY C MATKUM (peHOTHIIOM cuHApoma ¢ BapuaHtamu ¢.964-1G>C (IVS8-1G>C) u panee
HeonucaHHbIM C€.839A>G (p.Tyr280Cys) B KOMMIayHA-T€TEPO3UTOTHOM COCTOSTHHM. Y
NAIMEeHTKN HaOIro1ancs HOpMaabHBI TeMI pocTa, OTCYTCTBUE NMPU3HAKOB JU3MOPOHUH WIIH
CepbE3HBIX 1e(PEKTOB, CUHAAKTUINS 2-3 MajblEeB HOT, MbIILIEYHAs TUIOTOHUS U yMEpEeHHas
3aJiep’KKa pa3BUTHUS.

ITaTtorenetnuecknii mexannsm CJIOC 1o KOHIa HE U3y4Y€H, OJIHAKO MPEATIOI0KUTEIBHON
NPUYUHOMN 3a00J1eBaHus sBIsieTcs: AehUIUT xonectepuna [8], neguiur creposaoB, H30BITOK U
TOKCHYECKOE BO3JICHCTBHE 7-ACTHIPOXOJIECTEpPHUHA M MOOOYHBIX €ro MpoAyKToB [9] miau ke
komOuHarust Bcex BapuantoB [4]. [Tpu CJIOC Obut onrcan BTOPUYHBIN AeEKT METaboIn3Ma
U HAaKOIUIEHHE XOJIECTEepHHA JIMIIONPOTEMHOB HM3KOW IUIOTHOCTHM B (uOpodnacrax, 4TO
CBUJETEIBCTBYET O TOKCUYECKOM BIIMSHUU 7- U 8- AETUAPOXOJIECTEPUHA UM OJHOTO U3 HUX
metabosmToB [10]. Kpome Toro, B Mmogenu CJIOC Ha Mblax, HECYIIUX HYJIEBbIE MyTallud B
reaie DHCR7, nakoruienne 7-neruapoxosecTepruHa TMOJaBIsieT OHMOCHHTE3 CTEPOJIOB. DTOT
3pPEeKT MOXKET CIOCOOCTBOBAaTh AHOMAJIBHOMY pPa3BUTHIO IUIOJAAa 3a CYET ycCyryOsieHus
nedunura xonecrepuna [11]. Ocra€rcs HESCHBIM, KaKOB OTHOCHUTEIBHBIA BKJIA]] KaXKI0H U3
3TUX JIByX aHOManuil B ¢eHoTuUnuyeckue ocodbeHHoctu mnamueHtoB ¢ CJIOC. Hekotopsie
HCCIIEIOBaHMSI TO3BOJISAIOT MPENIOI0KHUTh HATMUME 0OpaTHOM KOPpENsUul MEXy YPOBHEM
XOJIECTepUHA M TSHKECThIO 3aboneBanus [8, 12], ocobeHHO y jaeTeit B Bo3pacte 0 2 JieT.

Brpouewm, Paitan [9] oOHapyxwmi ciaOyro KOPpENSIHIO MEXKIY TSDKECThIO 3a00JICBaHHS U



YPOBHEM 7-I€THIPOXOJIECTEpUHA U OTCYTCTBHE KOPPEISLIUN MEXIYy YPOBHEM XOJIECTEPUHA U
TSKECTHIO CUHApPOMA B rpynne u3 19 mauuentoB u3 BenukoOpuranuu.

Bae 3aBUCHMOCTH OT TOTO, SIBJSE€TCS JM NEPBUYHBIM IaTOI€HETUYECKUM MEXaHU3MOM
CHI)KEHHE YPOBHSI XOJIECTEPUHA WU K€ MOBBIILIEHUE 7- U 8-I€TrUAPOX0JIECTEPHUHA, TIOHATHO,
YTO OCHOBHBIMU (PaKTOpamH, OTBETCTBEHHBIMH 3a KiauHMuYeckue mnposiBienus CJIOC,
SBJIAIOTCS. HApyIIEHWE KOJWYECTBEHHOI'O COOTHOIICHHUS W/WIM THUIIA CHHTE3HPYEMBIX B
opranusme creposoB. IIockoabKy X0JIeCTEPUH U POJICTBEHHBIE COEIUHEHMS, TAKUE KaK 7- U 8-
JETUAPOXOJIECTEPUH, SBISIOTCA BAXHEHITMMH KOMIIOHEHTAMHM MHEJIMHA U JPyruxX OenKoB
LEHTPAJIbHOW HEPBHOM cucTeMbl, u3MeHeHue mnpodumns creposnoB npu CJIOC cszaHo ¢
OTKJIOHECHHUSIMH HHTEJUIEKTyaJIbHOH M MOTOpHON (yHKuMU. BbIsBI€HHE MNAlUEHTOB C
cuiapomoM Cwmurta-Jlemnun-Onuna u rosjonpo3sHuedanueil npuBeso K BBIBOAY, YTO K
COBMECTHOM BCTPEUACMOCTH ITUX JIBYX MATOJOTHI MPUYACTEH CUrHAIBHBIN Oetok SHH (sonic
hedgehog) u ero pernentop PTCH [13]. U3BectHo, uro HapymieHue ¢yHkuuu rexa SHH
SBJIICTCS IPUYMHOM TOJIOMPO33HIIe(haTuu y 4eIoBeKa, a ero OeIKOBbII MPOYKT MOIBEpraeTcs
ayTONPOTEONN3y W (OPMHPYET XOJIECTEPHI-MOTUPUIIMPOBAHHBIA AKTUBHBIA TPOIYKT.
[TockonbKy XoJecTepusl SBISETCS BaXHbIM MPEALICCTBEHHHUKOM IIOJOBBIX CTEPOUAOB —
TECTOCTEPOHA M ACTPOTeHA, TUIIOXOJIECTEPUHEMHSI TPUBONT K ACPUIIUTY STHX TOPMOHOB [14].
YpoBeHb TECTOCTEPOHA CHMKEH KaK B MPEHATANbHBIN, TaK U B TIOCTHATAJIBHBIN MEPHO, YTO
MPUBOJUT K HApPYLIEHUIO (POPMUPOBAHUS TOJA MO MYKCKOMY THUILy M Pa3BUTHUIO IOJOBBIX
OpPraHoOB M0 XEHCKOMY THUIIy MpPH MY>KCKOM reHotune. CHUKEHHE NPOAYKIMH 3CTpOreHa
SABIISICTCS MPUYUHONM HM3KOTO YpPOBHSI 3CTPUOSa B CHIBOPOTKE KPOBM MaTepH, 4YTO ObLIO
UCIOJb30BaHO ISl pa3pabOTKHM anroputMma mnpeHaranbHoro ckpunuHra CJIOC, koTopblif
MOXKET OBITh pealii30BaH B PAaMKaX CYIIECTBYIOLUIUX CKPUHHUHIOBBIX MPOTpamMM BTOPOTO
TpumecTpa Oepemennoctu [15]. [laToreHes mpyrux NMpU3HAKOB, TAKUX KaK MOJUJAKTHIHS U
paciienuHa Heba MeHee 0UEBUICH, HO MOXKET OBITh PE3yJIbTaTOM aHOMAJIbHBIX MEXKIIETOYHBIX
B3aUMOJIEICTBUI, KOTOPBIE SIBJIAIOTCS PE3yJbTATOM HAPYIIEHUS COOTHOLIEHUS CTEPOJIOB B
MeMOpaHax KJIETOK pa3BHUBAIOIIErocs MOpHOHA. YCKOpEHHe pocTa y JEeTel, MOIydarolux
n00aBKU XOJIECTEpHHA C MHIIEH, YKa3bIBaeT HA TO, YTO JACPHUIIUT POCTa, MO KpailHEH Mepe,

YaCTUYHO, O6YCJ'IOBJ'ICH FHHOXOJ’ICCTCpHHCMHCﬁ.



1.3 Dnugemuosnorus 3a00/ieBaHus WM COCTOSIHUA (rpynnbl 3a00/ieBaHUM
WJIM COCTOSTHUI)

CJIOC w4yame BcTpeuaercs Yy JHOJIEd €BPONEHCKOrO IPOUCXOXKICHUS U PEIKO
oOHapy>KuBaeTcs y I ahpUKAHCKOTO MITH a3UaTCKOT0 MPoucXoxkaeHust. Cpeau MaieHToB ¢
CJIOC mnpeobnanaioT Malb4MKH, YTO YyKa3bIBaeT Ha CMEIIEHHE BBIOOPKHM H3-3a Ooiiee
3aMETHBIX Y MaJbYMKOB MMPU3HAKOB Je(ULIMTAa MaCKyJIMHU3auu U runoronaausma. B CIIA
nipu uccienoBanuu 1503 cimyvaifHbIX 00pa31i0B KPOBU U3 MATEH KPOBU, B3SATHIX JJIs1 CKPUHUHTA
HOBOPOXKJICHHBIX, ObTIO OOHapykeHO 16 00pa3noB ¢ OAHMM M3 Tpex HauboJee YacTo
BCTpeuaromuxcsi naroreHHpix BapuantoB DHCR7 [16]. Mcxoas U3 3THX JaHHBIX, 4acTOTa
HocuTenel coctaBuia npuMmepHo 1 Ha 30, ¢ mporno3upyemoit yactorort CJIOC mexay 1:1590
u 1:13500. TTo manHbIM yuéra BpoxaEHHBIX nedekroB B Kananme, Baite ¢ xomreramu [17]
oueHuan yactoty Bcrpewaemoctn CJIOC B 1:29 000, y xanaaueB Esponeiickoro
MIPOUCXOXKACHUS ¢ 00JbIIeit yacToToit - 1:22 000. Takxke oHM TPOBETU TecTHpoBaHue 2865
ciyvaiinbix oopasnos JIHK Ha nsate Haubonee pacnpoctpanéHHbix MyTauuii rena DHCR7 u
OIIpeJIeJININ YacTOTy HocuTenbeTBa B 1,22% y Oenbix u 0,79% y 4epHOKOXKEro HaceaeHHUs.
[Ipu uccnenoBanuu 4acToThl HocUTeNbCTBa B [1omb11e, 0koi10 2,5% 13 mpolie X CKpUHUHT
OKa3aJiCh HOCUTEISIMU OIHOM U3 IBYX HarOoJiee paclipoCTpaHEHHBIX Y €BPONEHIIEB My Tal[1il
[18]. TTo >TuM IaHHBIM aBTOPBI OLEHHUIH OKHIAEMYIO YaCTOTY pOXaeHHs 60bHBIX OT 1:2300
no 1:4000. Takas npenckasanHas dacrota BcrpedaeMoctd CJIOC BbIcOKa, H, B cilydae €€
MOATBEPK/ICHUS, CUHJIPOM OKaXKETCSl OAHUM U3 HamOoJjee pacrnpocTpaHEHHBIX ayTOCOMHO-
perieccuBHbIX 3a0oseBaHuil. OnHaKO, OOJBIIMHCTBO HCCIEAOBAHUN yKa3bIBaeT Ha TO, YTO
peanbHasi 4acToTa POXKAEHUS OOJIBHBIX JETEH 3HAUUTEIIBHO HU)KE PACCUUTAHHOM MO 4acToTe
HOCUTEJIbCTBA, YTO IMO3BOJSET NPEANONOKUTh JTUOO CHUXKEHHE (EepTUIBHOCTH B Mapax
Hocutenel myTanuii reHa DHCR7, mi0o BBICOKYIO 4acTOTY MpepbIBaHUSI OEPEMEHHOCTH TIPH

nopaxenuu miona [19].

1.4 OcoOenHocTH KOAMPOBAaHMSA 3a00J1€BAaHUS MJIM COCTOSIHUSI (TPYNIIbI
3a0oj1eBaHuil  MJM  COCTOAHMU) 1O MeKIAYHAPOAHON CTATH4YeCKOM
Kiaaccupurkanuu 00J1e3Heii U MPoodJIeM, CBA3aHHBIX CO 3I0POBbEeM

Koouposanue CJIOC no Meowcoynapoonoii kraccugukayuu oonesueti (MKB) 10-20

nepecmompa.
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1.5 Knaccnduxanust 3a00/1eBaHUS WIH COCTOSTHUS (TPyNIbI 3200/ 1eBAaHU I

WJIM COCTOSTHUI)
CJIOC ornanuaercss BBIPAKEHHOM  BapuaOeNbHOCTBIO  KIMHMYECKOTo  (peHoTtumna,

KJIACCU(PUIIUPYETCS 1O TSHKECTU Ha JBa THIA: TUT | — MHOXECTBEHHbBIE aHOMAJIMH PA3BUTHS,
COBMECTUMBIC C KH3HBIO ([MATOTEHHBIC BAPUAHTHI HE CTONb KPUTUYHBI; (epMeHT
JETUIPOXOJIECTEPUHPEYKTa3a BhIpadaThIBACTCsA, HO 00JIajacT CHUIKCHHOW aKTHBHOCTBIO);
tun Il — MHOXECTBEHHBIC AHOMAJIUU PA3BUTHS C PAHHHUM JICTAJILHBIM UCXOJ0M (TIAl[MCHTHI
TOMO3UTOTHBI TI0 TATOTeHHBIM BapuanTam rena DHCR7 win uMeroT HeCKOIbKO COYeTaHHBIX
BAapUAHTOB, BBI3BIBAIONINX IIOJIHOE OTCYTCTBHE WJIM PE3KOE CHWKCHHE aKTHBHOCTHU

aeruapoxosectepurpenykrasnr) [20, 21].

1.6 Kiunuyeckasi KapTMHa 3a00J1eBaHMA WJIH COCTOSIHUSI (TpPynibl

3a200J1eBaHUI UJIM COCTOSIHUM)
OcuoBubiMu ocobOeHHOCTSIME CJIOC SABISIOTCS BO3HHUKAIONINI MPEHATAIBHO JEPUIHAT

pocta, MUKpoledanus, 3a1epKKa HHTEIUIEKTYalIbHOTO Pa3BUTHSL, TOPOKHU pa3BUTHA. [Topoku
pa3BUTHs BKIIIOYAIOT MUKpoLedallnio, paclliesnHy Heba, MOpOKU ceplia, oYeK, roJOBHOTO
mozra, JKKT, HapymieHne CTpoeHMs HapyKHBIX IIOJOBBIX OPraHOB Yy MAaJIb4YHKOB,
MOCTAaKCHATbHYTO TIOJMIAKTHIINIO ¥ CHHIAKTHIINIO 2-3 maibiieB Hor. [109TH y BceX manueHToB
HaOmrofaeTcsl 3a7iep)kKKa pa3BUTUS WIM YMCTBEHHasl OTCTaIoCTh. CHEKTp KIMHHYECKUX
NpOsIBJICHUH BapualeseH, OMHMCaHbl MAlMEHThl C HOPMAJIbHBIM pPa3BUTHEM M MaJIbIMU
nopokamu [6]. Yamie BcTpeyaeTcs Takasi CTPYKTypHas aHOMAJIUSI KaK KOXKHAsi CHHIAKTUIIUS
BTOPOTO M TPETHETO MajblleB HOT, MpHUCYTCTBYIomas Oonee yem B 90% OMOXMMHUYECKH

NOJTBEPXKAEHHBIX ciaydaeB (Puc. 1).

Pucynok 1. Xapakrepnas Y-oOpaznas Pucynox 2. Mampuuk JByX JeT ¢

CUHJAKTHIIAS BTOPOTO U TPETHETO MalbIEB TOPYALIUMH BOJIOCAMH Ha JIOY, TEIEKaHTOM,

HOT. OTKPBITBIMU BHEPEN HO3APSIMH, TIAJAKUM
GUIBTPOM U MOCTAKCHATBHBIM IIPAMOM Ha
JIeBOU pyke nocie yIaJaeHust
JIOTIOTHUTEILHOTO Majblia.



Buewnuii 6uo

XapakTepeH Yy3kuil OuGpPOHTANbHBIA TUAMETp, NMTO3 BEK, SIUKAHT, TUIEPTEIOPHU3M,
AHTHMOHTOJIOWJHBIN pa3pe3 TIja3, MMPOKas 3amaBlias MEPEHOCHIAa W OTKPHITHIE BIEPEN
Ho3/1pu (Puc. 2). YiHbie pakoBUHBI HU3KOPACIIOIOKEHHBIC U pOTUPOBaHbI k3314 [22]. Yacto
MPUCYTCTBYET MUKPO- U peTporHatus. Pacuienuna neba nabmonaercs y 40—50% naiueHTos.

3yOHbIe aHOMAJIUU BKJIIOYAIOT OJHMIO- U MOJUJCHTHIO, TUIOIIA3UI0 AMANIH, CKY4€HHOCTb
3y0O0B, areHe3uIo 3y00B, BEIpakeHHYI0 KpuBYIo Llnee (OKKIII03MOHHYI0 KpUBU3HY) U ITUPOKHE
MEK3yOHBIC MPOMEXKYTKH MexkAy pesmamu [23, 23]. Illes wacto KOpOTKas ¢ M30BITOUYHOM
KOXeH Ha 3aThlIIKe.

Buemnue o0coOEGHHOCTH MEHSIOTCS C  BO3paCTOM My  B3pPOCHBIX MOTYT OBIThH
TpyaHopazmuuumbl [9, 22]. [lyis AMarHoCTHKH MOTYT OBITh MOJIE3HBI paHHHE (oTorpaduu
MAIMeHTa.

Panee, Ha ocHoBe (denoTunuueckux xapakrepuctuk, CJIOC moapasnmensiu Ha Tunm I
(xmaccuyeckuit) u tun Il (Tsoxéneiit). Ceituac, mpu OOCTYHMHOCTH OMOXMMHYECKOH H
MOJICKYJISIPHOM JIMAarHOCTHKH, TOKa3aHO, YTO (PEHOTHII CHHIPOMA BAphUPYET B HIMPOKOM
cnekrpe. [lepen tem kak mist CJIOC crano IOCTYMHO OMOXMMHUYECKOE TECTUpPOBaHUE, ObLTa
OIMCaHa TPYMIa MalUEeHTOB C THKENBIM (EHOTUIIOM, BKIIOYAOINUM XY -UHBEPCHUIO TONIa U
paHHIOI0 JieTanbHOCTh [25]. Temeph M3BECTHO, YTO y JAETEH, KOTOPHIM CTaBHJICS THATHO3
CJOC tuna II, naOmropmatoTcss HauOosiee CHIIbHBIE HApyLIEHUs] W3 BCEro CHEKTpa
onoxumuueckux u peHotunuueckux nposieienuit CJIOC [8].

Duzuyeckoe paszeumue

YacTo BCTpevaroTCs HENOHOIIEHHOCTh M Ta30BOE€ MpeasiekaHue. Y HOBOPOXKIAEHHBIX
HaOIroMaeTcsl oTCTaBaHWe B (M3WYECKOM W NCUXOMOTOPHOM DPa3BUTHH, IJIOXO€ COCaHUE,
pa3apakUTEIbHOCTb.

Hetu u B3pociusie ¢ CJIOC, kak npaBuiio, UMEIOT HU3KUH POCT, U MEJIEHHO Pa3BUBAIOTCS.

[Tokazatenu (QU3MUECKOro pPa3BUTHUS COOTBETCTBYIOT YPOBHIO HMXKE 3-TO MEPLIEHTHIIS,
KOHEYHBIH POCT HaxoAuTcs B mipenenax 143—170 cm [4, 26].

VY 80%-84% manueHToB IMAarHOCTUPYIOT BPOXKIECHHYI0 MUKpoledannto. Pazmep roioBel
U3MEHSETCS IPOTIOPIIHOHATBHO JPYTUM XapaKTEPUCTHKAM.

B nponomkutenbHOM Uccie0BaHuU [27] omKcaHbl TapaMeTphbl POCTa M CO3/1aHbI TPpaduKH
pocta s nauueHToB co CJIOC. CtangapTHbIe KpUBBIE [IJIs1 MTApaMeTpoB pocta, Beca, UMT u

OKPY>KHOCTH TOJIOBBI TipeiactaBieHbl B I[lpwnoxenun A3.3. HaOGmroaeHusT TOKa3bIBAIOT
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3aJIep’)KKy pOCTa NPUMEPHO Ha JBa CTAaHAAPTHBIX OTKJIOHEHUS Huxke HopM SDS s
cootBeTcTBYrOIIEro Bo3pacta u nona. [Ipu CJIOC xapakTtepHa aHOMajdbHas MOJIENb POCTa:
KpUBasi pOCTa BHITJISIUT OTHOCUTENILHO TUHEHHOM C BO3PACTOM, B OTJIMUKE OT 3/I0POBBIX JIeTEH
13 O0MICH MOMYJISAIUN, KOTOPBIC IEMOHCTPUPYIOT 3KCIIOHEHITUAIBHEIN POCT B pAHHEM JCTCTBE,
3a KOTOPBIM CJIEIYyeT BBIXOJ pOCTa Ha miaro ¢ Bo3pactoM [27]. ITokasaremu macchl Tena
CHIDKEHBI NMPUMEPHO Ha JIBa CTaHJAPTHBIX OTKJIOHEHUS HIKE KPUBOW Al MalbYMKOB U
JIEBOYEK COOTBETCTBYIOIIETO BO3pACTa.

TDV@HOCI’I’IM C KODM]Z@HM@M/I’ZDO6]I€Mbl C OfceﬂVaOHHO'KuwequlM mpaxKmom

Munanenust ¢ CJIOC yacTo uMeroT mpobdIeMbl ¢ KOPMICHHEM B COUYETAaHUH C TUIIOTOHUEH,
HapymeHrueM Motopuku JKKT 1 HemepeHOCHMOCTBEO MOJIOUHBIX CMECEH.

3anop SABISIETCS PACHpPOCTPAaHEHHON MPOOIEMOM M MOXKET OBITh CBSI3aH C THIIOTOHHEH,
HapylieHneM MOTopukH. [actpolzodarealibHbI pedIIOKC TaKKe YacTO BCTpedaeTcs B
MJTaJICHYECTBE, Y HEKOTOPBIX MAIIMEHTOB C BO3PACTOM COCTOSIHHE YJTyYIAeTCS.

3a0oneBaHus IEUEHU MOTYT BapbHPOBATh OT TSHKEJIOT0 X0JIeCTasa 0 JIETKOT0/yMepeHHOTo
CTa0MJILHOTO TIOBBIIICHHUS YPOBHS TpaHCaMUHa3 B chiBOpoTKe Kpou [28]. CreHo3
MIPUBPATHUKA U 00JI€3HBb [ MPIITIPYHTa BCTPEYAFOTCS PEIKO.

Ocobennocmu VYMCHIBEHHKO20 pA3eumusi u nogeoenus

KoruuTnBHbIe (QYHKIIMH BapbUPYIOT OT MOTPAHUYHBIX MHTEIUIEKTYaJIbHBIX CIIOCOOHOCTEH
70 TSDKEJIOW yMCTBEHHOM OTCTalOCTH. HIDKHSS rpaHWIla HOPMAJTBHOTO HHTEIIEKTA MOXKET
HaOmomareest y sy ¢ Jgerkumu dopmamu CJIOC [29, 30]. OcobGeHHOCTH TOBEACHHUS
BKJIIOYAIOT: CEHCOPHYIO THIIEPPEAKTUBHOCTD, Pa3Jpa)kKUTEIbHOCTb,

HapylleHWe UKJIA cHA (CIIST YacTO BCEro HECKOJbKO yacoB B cyTku [31], ayToarpeccust
(KycaHue pyK W/WIM yaapbl TOJIOBOW), HAPYIICHHUS ayTHCTHYECKOTo crekrpa (46-53%),
COIMAJIbHBIN ¥ KOMMYHHUKATHBHBIH Aedurmt [32].

Hesponoecuueckue napyuienus

MplieyHass TUIIOTOHUS, KOTOpask 4acTO BCTPEYAETCS y MAJEHbKUX JETEeH, BIUSAET Ha
MUTaHUE U 3aJIepP’KUBAET MOTOPHOE Pa3BUTHE.

VY nereii cTapiiero Bo3pacrta 4acTo HaOJII01a€TCs MBIILIEYHBIN THIIEPTOHYC.

Wnorna y natentoB co CJIOC nabmoaetcs snuienTuyeckast akTHBHOCTb.

[Tpu neipoBuzyanuzauuu y mnauueHToB ¢ CJIOC 00b14HO HaAOMIOAAIOTCS aHOMAIUH,
3aTparuBaloIIAe CPEJAMHHBIE W TapacpeJMHHBIE CTPYKTypbl Mo3ra [33]. K anomamusam

Pa3BUTHS IEHTPAIBHOM HEPBHOM CUCTEMBI OTHOCSTCS crieayromiue [22, 33]:

° HapylICHUs MUCIIMHU3AIUH,
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®  DPACIIMPEHHUE XKEIyI0YKOB,;
® IIOPOKH Pa3BUTHUS MO30JIUCTOIO T€JIa U/UIIM MO3KEUKA;
e  manbdopmanus Jenau-Yokepa u ee BApHAHTHI;

e rogomnpo33uiedanus (5%) [34].

Koorcnbie nposenenus

®DOTOUYBCTBUTEIBLHOCTh, KOTOpass oObryHO HaOmomaercs npu CJIOC, mo-BumuMomy,
orocpeioBaHa yabTpaduoaeT-uH Iy IUPOBAHHBIM TOBPEXkKACHHEM KOXH [35].

DOTOYYBCTBUTEILHOCTh MOXET OBITh CEPhE3HOM W BO3HUKATh B pE3yjibTaTe dake
KPaTKOBPEMEHHOTO BO3ICHCTBUS COJTHEUHOT'O CBETA.

MHorue mnanueHTbl HE TMEePEeHOCST BO3JCUCTBUS COJIHEYHOI'O CBETA; IPYrHE MOTYT
MEPEHOCUTh PAa3JIMYHbIE MEPUOABl BO3JACHCTBHUS, €CIU MNPABHIBHO OJETHl U 3alUIIECHBI

COJIHIEC3AIIUTHBIM KPEMOM.

Anomanuu penpodVKmugHoﬁ cucmembl

Muorue namuentsl ¢ CJIOC umeror HapyuieHue ¢opmupoBanus nona (HPII) w/mnm
aHOMAaJIUU Pa3BUTHUS MOJIOBBIX OpraHoB. [Ipu aTom cniektp ¢peHotunos y nauueHToB ¢ CJIOC
JIOBOJIBHO HIMPOK M 3aBUCHT OT HabOpa MoJIoBBIX Xpomocom/ kapuoTuia (46,XY umu 46,XX),
xapakrtepa Ju¢depeHIIMPOBKY T'OHA/T U Pa3BUTHUS HAPYKHBIX U BHYTPEHHUX MOJOBBIX OPTaHOB
[9, 22, 36]. Bpos/ieHHbIC TIOPOKU Pa3BUTHI MOJOBBIX OPraHOB AMArHOCTHPYIOT y 91-100%
nanueHToB Myskckoro moia [9, 36]. V 50% mnauueHTOB BBISBISIOT THIIOCIAIMIO H/HIN
JIBYCTOPOHHUIN KPUNTOPXU3M, PACUICTVIEHHYIO MU TUIOIUIa3UPOBAaHHBIE MOLIOHKY U SIMUKU
[37, 38].

Hannune myxckoro kapuorumna (46,XY) y HalMEHTOB C Pa3BUTHEM TE€HUTAIMN 110
KEHCKOMY Tumy xapaktepHo mnsi XY-unBepcun mona [39; 40] mpu Tsokenbix (opmax
3a0oneBanus [41]. Ilauuentsr ¢ kapuotunom 46,XY u TspkensiMu nposiieHusMu CJIOC
XapaKTepU3yIOTCs HapylleHneM AU dEepeHINPOBKU TOHA/ [0 MYKCKOMY THUIY (IucreHe3nen
roHan). Tsokenmast cTenmeHb MACKYJIMHU3AIMM TeHUTanuid BexeT K XY-MHBEpCHH Toja
(pa3BUTHE MOJOBOM CUCTEMBI 110 KEHCKOMY THITy IPU HOPMAJIBHOM MYKCKOM KAapUOTHIIE).
[Ipumepno y 20-25% mnanuentoB c¢ kapuotunom 46,XY c¢ CJIOC orMeyaroT pa3BuUTHE
TeHUTAIINH 110 jkeHCKoMy Tty [9, 38].

AHOM&JIMM TOJIOBBIX OpPraHOB Yy NanUeHToK xkeHckoro mnona c¢ CJIOC, umeronmx

HOpMaJIbHBIN XKeHCKUU KapuoTun (46,XX), Kak MpaBUiIo, OTCYTCTBYIOT WIM HE BBIPAKEHBI,
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HampuMep, He3HAYUTeNbHAs CTENEHb yBeIMYeHHs (TunepTpodun) KIuTopa. Y MalueHToK cOo
CJIOC, umerommx kapuotun 46,XX, onucaHbl CICAYIOUIME aHOMAJIMHU PA3BUTHUS IMOJOBBIX
OpraHoOB: JUCTE€HE3Usl TOHAJ C pa3BUTHEM CMELIAHHOM TI'€PMUHOICHHOW OITyXOJH,
roHasobmactomsl [42], nByporas MaTKa W BaruHajJbHas eperoponka [43], yporeHUTaIbHbIHA
CHUHYC M 3aJHUIl cnoHaunoze3 ryd 0e3 kiauTopoMeranuu [44], npexaeBpeMeHHOE MOJI0BOE
cospeBanue [45].

[Tporuo3 misa manmentoB co CJIOC B OTHOIIEHUH COXPAaHHOCTH (DYHKIUH PEPOTYKTUBHOM
CHCTEMBl CBSI3aH C OTCYTCTBUEM/HAJMYMEM U TSDKECTHIO AHOMAJIMHM Pa3BUTHUS IOJOBBIX
OpraHoB. XUpypruueckas KOppeKIus HETHKENbIX (OpM TMIOCTIaIuu, KaK MIPABHUIIO, TIPUBOIUT
K XopouieMy (yHKIHOHABHOMY U KOCMETHYECKOMY pPe3yJbTaTy Yy MalUeHTOB MYMXKCKOTO
nosia. DOyHKUMOHMPOBAHUE T'MIIOTATAMO-TUNIO(PU3APHON CHUCTEMbl M HAANOYEUHUKOB,
MIPOXOXKICHHUE TI0JIOBOTO CO3peBaHmsI (TyOepTara) y OOIbIIMHCTBA MTAIMEHTOB KEHCKOTO T0J1a
M YacTH MAIMEHTOB MY>KCKOIO Ioja, He HapymieHbl. OJHAKO COCTOSHUE IaMeTOoreHesa U
¢beprunpHOCTh y manuenToB co CJIOC HepocTaTtoyHO M3y4eHbl. Cpeau MalueHTOB MYKCKOTO
rojla He ONucaHo (EepTHIBHBIX MY)XYHH. B nmrTepatype ommcaH ciydail OEpeMEHHOCTH,
HACTYIHMBILIEH €CTECTBEHHBIM IyTEM W 3aKOHYMBILMNCA pPOAAMM 3JI0pOBOr0o pedeHKa, y
KEHIIUHBI ¢ HEeTshKeNoi Gopmotii 3adoneBanus [119]. YVuuTeiBas BO3SMOKHOCTH PETIPOLYKIIUU
y HekoTopbix namuentoB ¢ CJIOC, mpu coxpaHeHHM MOTeHIHMana (epTUILHOCTH CielyeT
MIPOBOINTH TECTUPOBAHKE CYIIPYTOB HA HOCHUTEIIHCTBO MTATOTEHHBIX BapraHToB B Tene DHCRY.

CJIOC B HEKOTOpPBIX Cllydyasx [IUArHOCTHUPYIOT TMpEHATalbHO IMPU  BbISBICHUU
HECOOTBETCTBHs (peHOTHIA reHoTHNy — y miojaoB ¢ XY-uHBepcued nona (46,XY HOII),
HampuMmep, NMpU MPOBEJCHUN HEUMHBAa3UBHOIO MpeHaTanbHOro tectuposanus (HUIIT) wnn
WHBa3WBHOU T€HETUUECKON AuarHocTuku. Hanmane Tsoxensix anomanuit pazsutust npu CJIOC
SBJIAETCS OJIHOM W3 TEHETHYECKHX MPUYMH HaApYLIEHWs pa3BUTHUS SMOpUOHA/TUIONA U
PENpOIyKTUBHBIX OTEPh, B TOM YHCIIE IPUBBIYHOTO HeBbIHaIMBaHus 6epemenHocTH (ITHB).

AHoManuu mouesbloenumenbHou CUCIEeMbl

ITpumepHo y 25% manmeHTOB HAOIIOAAIOTCS aHOMAIMU IOYEK, Yallle BCETO TMIOILIA3HS
WM areHes3us Moyek, KOpTUKabHbIe KUCThI IOYEK, TUAPOHEPPO3 U CTPYKTYpHbIE aHOMATIUU
MOYEBBIICIUTEIBHON CUCTEMBI.

0¢maﬂbM0]l02Ll1l€CKu€ HapyuweruA

W3meHeHus oprana 3peHust XapaKTepHbI IS CTPYKTYp MEPEIHEro U 3aJTHETO OTPE3KOB IJ1a3
u mpugatoyHoro ammapara. Co CTOPOHBI NepeaHero oTpeska riaa3 yacto (20%) BbIBIsSETCS
NOMyTHEHHE XpycTaiuka (karapakra) [8, 38], koropas MOXeT HMETh OBICTPO

nporpeccupytoniee reuenue [46]. M3menenus npuaarounoro anmapara (70%) nposiBistoTces
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OIyIIEHHEM BepxHEro Beka (Omedaponro3) u snukaHToM [47]. Y dYacTH manueHTOB
XapaKTepHbl TAaKUE HM3MEHEHHS CTPYKTYp 3aJHEr0 CEerMeHTa TJia3, Kak aTpodus wu/wim
TUIMOIDIa3usl 3pUTENbHOr0 HepBa. Ha (oHe M3MEHEHMI CBETONMPOBOMASAIIMX CTPYKTYp IJiaza
(XpycTanuka v 3pUTeIHbHOTO HEPBA) y MAIMEHTOB Pa3BUBACTCS CTPaOU3M (KOCOTIa3ue).

Hapywenus cepdeqno-cocvducmoﬁ cucmemul

Jlo 50% marueHToB UMEIOT BPOXKICHHBIE MOPOKH CEP/IIIa, IPEUMYIIECTBEHHO CeNTAIbHBIC
nedexTsl (B TOM 4YuClie AePEKT MEXIKETYI0UYKOBOW MEPErOPOAKH, aTPHOBEHTPUKYIISPHBIN
KaHall) ¥ aHOMAJIbHBI JIPEHaX JIEro4HbIX BeH. Co0OLIaIOCh TaKKE O JISTOYHOM CTEHO3E U
OTKPBITOM apTepuanbHOM mpoTtoke [48, 49, 50].

HapvmeHuﬂ ObIXAMENbHOU CUCTNEMDbL

Kapnuopecnuparopusie mpoGieMbl MOTYT BO3HHKHYTH BCJIEICTBHE TOPOKOB Pa3BUTHSA
Cep/lla WK JbIXaTeNbHBIX ITyTeH, BKIIFOYas TPaxero WK TOPTaHb.

AHOMaIUU J10JIEBOTO CTPOCHHUS JIETKUX (B T.4., aHOMAJIbHOE JIeTICHUE JETKUX, OTCYTCTBUE
JONIU  JIETKOTO), areHe3usi, CeKBecTpalus, THIOIUIa3usl JIETKUX YacTO BCTPEYAIOTCS ¥y
MalMeHTOB C TSDKEJIBIM BapuaHToOM cuHApoMa [51]. Takke ommcaHbl Ciy4au JIETOYHOM
THIIEPTCH3MH U JIApUHTO/TpaxeoMaisuuu [48], kucto3Ho-aeHoMaTo3HOH Mambpopmarmu [51,
52]. Habnroaercsi MOBBIIICHHAS YaCcTOTA WH(EKIMI BEPXHUX W/WIN HUKHHUX JbIXaTebHBIX
nyTel, 0COOEHHO B MJIaJICHUECTBE U paHHEM JIETCKOM BO3pacTe.

Hapyuwenus xocmuou u Mbluie4Hou cucmem

W3 ckeneTHbIX aHOMAIUH CIIEyeT OTMETUTh OJHO- WJIH JIBYCTOPOHHIOIO TOCTAKCHAIIbHYIO
MOJMUAAKTWINIO KUCTed u/mnu crom. [lepBblil maner; oObIYHO KOPOTKHMH M HMPOKCUMAIBHO
CMEILEH C XapaKTepHOU TMIOIUIa3uel MeTaKapIaJlbHON KOCTH M BO3BBIIIEHHOCTH TeHapa. 13
IpYTUX TOPOKOB  OIMCAHbl  JKTPOAAKTHIIMS, MOHOJAKTUIMS W  OJMIOJAKTUIIUSA,
OpaxuIakTUIIUS, OTCYTCTBHE Cpe/iHel (hajaHTy BTOPOro Maiblia, paanaibHasi WK yJIbHapHas
JIeBUALIMS TANBIEB, KIMHOJAKTHIINS, KAMITOJAKTHINS U Pa3IMYHbIe CUHAAKTUINU, PU30- U
ME30MEINUYECKOE YKOPOUYEHHE KOCTEH, IMOJIMCUHAAKTWIINASA CTOI, BaJbIyCHass U BapycHas
nedopmarusi CTom, BBIBUX Oenmpa, Y-oOpasHas cunmaktuiaus II-III mameieB Ha cromax
SIBJISIETCS HamOoJiee pacrpoCTpaHEHHON HaxoJkoW. Peke BcTpewaroTcss Takue CKEJeTHBIE
aHOMaJIuH, KaK CKOJIN03, Ku(o3, meitHble pedpa, oTcyTcTBHE pedep, ToHKue pedpa [22, 53, 54,
55].

Opean cayxa

Tak kak mpu cungpome CJIOC yacto BeTpeuaercs 3a7ep)KKa pedyeBOro WM TMCUXO-
peueBoro pa3BUTHUS, KaXIblii pebeHOK ¢ ycraHoBIeHHBIM auarHozom CJIOC nomxeH ObITh

o0crieoBaH BpayoM cypzoioroM. I1ockonbKy XonecTepuH UrpaeT BaXHYIO pojb B Ipolecce
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muenuHuzaruy, y gereid ¢ CJIOC wmoxer OBITh PETPOKOXJI€apHAs CEHCOHEBpaJIbHAs
TYrOyXoCThb - ayJIuTOpHas HeWpomatus (HeWpomaTusi ciayxoBoro Hepsa). Bo3moxHa u
KoxjieapHast (opMa CEHCOHEBPAIBbHOM TYrOyXOCTM WJIM COYETaHHE KOXJECapHOH U
PETPOKOXIICAPHOI POPM TYTOYXOCTH.

Koxuneapnast miu perpokoxiieapHas ciyxoBasi TUCHYHKIUS Hablto1a1ach 1o KpaiHel Mepe
B OJIHOM yxe y 65,6% manuentos ¢ CJIOC [56].

Hapymenus uukiia cHa BbI3BIBAIOT TPYAHOCTH IIPH MONBITKE IPOBEPUTH COCTOSHUE CIIyXa,
TaK KaK perucTpalys CIIyXOBbIX BbI3BaHHbBIX IIOTEHIIMAJIIOB TPEOYET JOCTATOYHOIO 110 BpEMEHU
cocTosiHUS TiIyOokoro cHa. HeoOxomumo 3apaHee mpenymnpexaarh poauTeneil pebeHka o
BO3MOXXHBIX TPYJHOCTSAX MPU MPOBEICHUH PETUCTPAIIMH CIYXOBBIX BHI3BAaHHBIX MOTEHIIATOB
BO n30ekaHne KOHMIMKTHBIX CUTYaIHH.

[Tpu Hamm4My BpOXKICHHON pacmienuHbl HeOa JII000H CTENeHN BBIPaKEHHOCTH Y JIETEH ¢
CJIOC HabmofaoTcs peLUAMBUPYIONIME 3KCCYNAaTHUBHBIE CPEJHHE OTUTHI, BEAYyLIHE K
KOHIYKTHUBHOU Tyroyxoctu. Ilpu ocmorpe mojoctu pra cieayeT oOpaiaTh BHUMaHUE Ha
HAJIMYHME PACIICIUICHUS s3bIYKa HeOa WIIM CKPBITYIO pacuieNuHy Heba, KOTOpble MOTYT
YKa3bIBaTh Ha HAJIMYME HEOHO-TJIIOTOYHON HEAOCTATOYHOCTU U OOBACHATH PELIUINBUPYIOIINE
WA XPOHUYECKHE IKCCYAATUBHBIE OTUTHI.

IIpuy  ycTaHOBIEHMM  CHIDKEHHMs  cliyXxa JII000ro  xapakrepa  (KOXJIEapHOTO,
PETPOKOXJICAPHOTO WJIM KOHJAYKTUBHOIO) peOeHKYy HeoO0XoAMMO HalJlo/leHne Bpaua
CypAoJora U JUHAMHUYECKHI KOHTPOJIb 32 COCTOSIHUEM CIIyXa, CBOEBPEMEHHOE Ha3HAYCHHE
JIe4yeOHBIX ¥ peaOMINTAlIMOHHBIX MEPOIPUATHH.

Hapvmemm BHaOKDZ/lHHOZZ cucmemnvl

K snanoxkpunnasiM nposiBienusM CJIOC M0XHO OTHECTH 3aJ€p>KKYy pOCTa/HU3KOPOCIOCTh
(cM. cTp. 9 — pocTo-BeCOBBIE MTOKA3aTEIH ), IEPBUYHYIO HAIIIOYCUHIUKOBYIO HEIOCTATOYHOCTb,
Hapymenne QopmupoBanus mnona (H®PII) u runoronamusm (cm. 10 — aHomanmuu
PENPOAYKTUBHON CHCTEMBI).

[TockoITbKY XOJIECTepUH SBISICTCS MPEANIECTBEHHUKOM CTEPOHIHBIX TOPMOHOB, BKITIOUAs
KOPTHU30JI, allbJIOCTEPOH M TECTOCTEPOH, MOTYT HAONIONAThCS SHAOKPHHHBIC HApyIICHUS,
BKJTIOYAIOIIUE DIIEKTPOTUTHBIC HAPYIICHHUS, TUIIOTJIMKEMHUIO U TUIIEPTOHUIO.

HaamouyeunrnkoBass HEJOCTATOYHOCTh MOXKET MPUBECTH K TSKEIBIM DJICKTPOIUTHBIM
HapyuieHusm [44].

Bo Bpemsi pu3HOIOTHYECKUX CTPECCOBBIX COCTOSHUM (HAampumep, WH(EKIHUH), JTIOIU C
CJIOC uHora yMHpAIOT OT BHE3AMMHBIX 3MH30,I0B TUTIOTIITMKEMHUH WITH COCTOSIHUS, TIOJJOOHOTO

H&,Z[HO‘-IG‘-IHHKOBOﬁ HEJOCTAaTOYHOCTH, ITIOCIJIC I/IH(I)CKI_[I/II/I, TpaBMbl, IJIUTCIBHOI'O CHHUXXCHUA
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nprueMa BHYTPb XOJIECTEPUHA WM XUPyprudeckoro Bmemniarenbcta [57, 58]. Tem He meHee,
opUIIMaTBHBIX HCCIEAOBaHUHM, BBIICHSAIOMNX TouHble mpuuuHbl cmeptu npu CJIOC, mo-
npexxHemy He xBataeT [59]. Ilpu 3TOM B KaropTe JIMI[ C JISTKOH U YMEPEHHOW TSKECTBHIO
3a00JeBaHMsl HUKAKUX JIOKA3aTEeNIbCTB HAIMOYCUHUKOBOH HEIOCTaTOYHOCTH HE OBLIO
0OHapy’KEHO.

Humynnas cucmema

Kpome Toro, coobmanoch, uto netu ¢ CJIOC yMupaioT OT BHE3AMHBIX U TSKEIBIX
MHQEKINI, HECMOTPSL Ha OTCYTCTBHE y HUX HACHTU(QHUIMPYEMOTO OCHOBHOTO MMMYHHOTO

nedexra [59].

Anomainuu, xapakrepabie s naueHToB co CJIOC [60] npencrasiens B [Ipunoxenun

A3.4.

1.7 InddepeHuuajabHbIi ITUATHO3

Ilopoku pa3BuUTHs BKIIOYAIOT OTIMYMTEIbHBIE UEpThl JIMLA, pacIieanHy Heoa,
MOCTAKCHAJIbHYIO TOJUIAAKTUIMIO M CHUHAAKTWINIO 2-3 TasblieB HOL. AHOMaluu 3y0OB
BKJIIOYAIOT OJIUTO- U MOJIMACHTHUIO, TUIIOIUIA3HIO AMAIIU, CKyYE€HHOCTh 3y0O0B, areHe3HIo 3y0oB,
BBIpaXEHHYI0 KpuBU3HY lllnee (OKKII0O3MOHHYIO KPUBHU3HY) U IIMPOKO PACCTABIEHHBIE PE3IIbL.
Haubonee pacnpocTpaHeHHOH (XOTS U HE YHHBEpCAJIbHOW) HaXoAKOW sBisieTcs Y-oOpa3Has

CUHJAKTUJIUS BTOPOTO M TPETHETO MaJbLIEB CTOMNHI [61].

IlocrakcuannHas JABYCTOPOHHSAA MOJUAAKTUIINA CTOIIbL Ha6n}oz[aeTcs[ Y YCETBCPTU HIIA
IIOJIOBUHBI BCEX IMOPAKCHHBIX Hmﬂeﬁ. Yy HCKOTOPBIX J'IIOI[CI71 ¢ Oojee TSHKEIBIM (I)CHOTI/IHOM
TaKXC Ha6JIIOI[aCTC$I MOCTaKCHAJIbHAad  JABYCTOPOHHSASA  MNOJUOAKTUINA  PYK. Menee
PpacnpoCTpaHCHHBIC IPOABJICHUA BKIIIOUAOT T'MITIOIIIA3UIO UJIUW YKOPOUCHUEC OONBIINX maJIbIICB
n TUIIOINIIa3HIO TCHapa. VkazareapHbBIN ITaJIcIy qacTo nMeeT cJBa 3aMETHBIN
((3HF38.FOO6p3.3HBIﬁ» By H3-3a CMCIICHHA (banaHr. Pexe BCTPCUAIOTCS KIIMHOOAKTUIINA,

MOJIOTKOOOpa3HbIe MANbIIBI H THUIBHOE CTHOaHe OONbIIHNX HanibieB [61].

PaccrpoiicTBa, npeacrasistomue nHTEpec npu nuddepennuanpaoi auarnoctuke CJIOC

mpeicTaBiIeHbl B Tabmuie 1.

Tadoauua 1. uddepenumansuas quarnoctuka CJIOC
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= Kiaunnyeckne npuzHaku JuddepeHunaabHOM
§ AMATHOCTHKM PACCTPoOiicTBA
=
Ten(b1) 3a6osieBanne =
é Oﬁmn%ﬂ;‘g‘éﬂalm ¢ Otanune ot CJIOC
=
o
B9DI1; B9D?2
CC2D2A4;
CEP290
KIF14; MKSI;
NPHP3; Cunnpom 3 — Kucroznas 601e3Hb
RPGRIPIL Mexkkens AP TTOYEK
TCTN2; (OMIM 249000) DHiiedarorerne
TMEMI107,
TMEM?216;
TMEM?231;
TMEMG67
BRAF; KRAS;
LZTRI AP KpbutoBunssle ckinagku Ha |HakiioHHbIE BHU3
MAP2KI; NRAS |Cunnpom Hynan A Ii mmee [1a3HbIE MIEIU
PTPNI1I; RAF1; |(OMIM 163950) Huzkopocnocts CreHo3 JierouHoi
RITI; I'umocnagus apTepuu
SOS1
I'enepanuzoBaHHBIM
Hapymenue oomena OCTEOCKJIEPO3
CTEpOJIOB V3enku Ha AeCHAX
Heonno3naunslie reHuTanmu | I unormrazus
DHCR24 HAecmocreportos AP |Pacuienuna neba IIEPEHOCULIBI
(OMIM 602398 ) I
Muxkpouedanus Makxkpouedanus
ToTansHBIN aHOMATBHBIN Kopotkue koHeuHoctu
JIpEHaX JIETOYHBIX BEH ToscThie aNbBEOIAPHBIE
OTPOCTKH
Hapymenue oOmena
CTEpOJIOB
Cunnpom MEND Tnnonuasus cpesei Hactn Cunpnaktmnms 4-5
(OMIM 300960) na MalbleB
V3Kkuii 100
EBP iy xouapoaucn | XL ITos Kamnromaxkruimms
J1a3us ToUCyHas- Ckonmnos

2 (CDPX2)

CugmakTuians 2-3 majablieB
HOT

ITocrakcuanpHas
MOJIMJAKTHIIU S

FI/IHOHI/IFMGHTaHI/Iﬂ KOXHU
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https://omim.org/phenotypicSeries/PS249000
https://www.ncbi.nlm.nih.gov/books/n/gene/noonan/
https://omim.org/entry/602398
https://www.ncbi.nlm.nih.gov/books/n/gene/x-dcdp/
https://www.ncbi.nlm.nih.gov/books/n/gene/x-dcdp/
https://www.ncbi.nlm.nih.gov/books/n/gene/x-dcdp/

= Kiaunnyeckne npuzHaku JuddepeHunaabHOM
§ AMATHOCTHKM PACCTPoOiicTBA
S
)
I'en(w1) 3a0o01eBaHHE = o
~ Iye NMPU3HaKU ¢
s Otianune ot CJIOC
= CJ0cC
=
=
<=
Hopmansnsiii 7-DHC
Cungaktuians 2-3 manbleB
Hor 1 ma3Ma apHe3om
[Ipodunes oprarmueckux
Jucmopdusm numa
KHCIIOT MOYH C T B:
AHOMAaJINH MOJIOBBIX
Hedunur ODIAHOR METHUJICYKIIUHATE;
FDFTI CKBaJICHCHHTA3bI> | AP CI; CTVDHBLE TODOKH MEBaJIOHAT-JIaKTOHE;
(OMIM 618156) a:i};nzf MO3La P HACBIIIEHHBIX U
p HEHACKIIIEHHBIX
BpoxeHHbIe TOPOKH
cepa JTUKapOOHOBBIX
KHCJIOTax C
AyTtusm .
Pa3BETBICHHOM LIETIHIO
Cunapom
ITammmcrepa- I'nmorazamuueckas
GLI3 P Al |Tlonunaktunus
Xoima ramaprooiacToma
(OMIM 146510)
Hapymenue oOmena
CTEpOJIOB
Pacmennna Heba
.. CUHIAKTUINA 2-3 IajIblleB
SC5D JlaTtocTeposniés AP Hor]l 1 T'emaronornueckue
(OMIM 607330) aHOMAJIUH
Kuposas nuctpodus
IIeYEeHU
Muxkpouedanus
V3kuii 100

1.lecMocTepoiié€3 MOXKeT ObITh CBsI3aH C Makpouedanre nin MUKporedaiei.

2. Jlepunut ckBame€HCUHTA3bl — PEJIKOE BPOXKICHHOE HapyllIeHne OMOCHHTE3a X0JIecTeprHa ¢
MYJIBTUCUCTEMHBIMU KIIMHUYECKUMU MPOsiBIEHUsIMU, cxoHbIMU ¢ CJIOC.

Jlpyrue paccTpOMCTBa, KOTOpblE cJenyeT Y4HuTbiBaTh npu AuddepeHnnanbHoMl
muarHoctuke cunapoma CJIOC, BrimowaroT criemyromiee (oOImue KIMHUYECKUE JaHHBbIe

yKa3aHbl B CKOOKax):

e Cunapom tpucomuu 13 (romompossHuedanus, paciienuHa ryOsl U HeOa,

MOPOKH CEep/Ia, TOTUAKTHAIINSA )

e Cungpom mncepmorpucomun 13 (OMIM 264480 ; rononpo3zsuHiedanms,

TTOJTUTAKTHITHS )
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https://www.ncbi.nlm.nih.gov/books/n/gene/ss-def/
https://www.ncbi.nlm.nih.gov/books/n/gene/ss-def/
https://www.ncbi.nlm.nih.gov/books/n/gene/ss-def/
https://www.ncbi.nlm.nih.gov/books/n/gene/phs/
https://www.ncbi.nlm.nih.gov/books/n/gene/phs/
https://www.ncbi.nlm.nih.gov/books/n/gene/phs/
https://www.ncbi.nlm.nih.gov/books/n/gene/lathosterolosis/
https://omim.org/entry/264480

e Cungpom Jlyoosuma (OMIM 223370 ; 3amepkka pocrta, Onedapodumos,

CHHIAKTHUJINA ITAJIBLEB HOI, 5K3€Ma U I/IMMYHOI[C(l)I/II_II/IT)

e Cungpom Hryena (OMIM 609643 ; nunieBoit aucMopdu3M, CUHIAKTHINAS 2-3

MaJbLEB HOT, 3aJICPIKKa Pa3BUTHUA, HU3KUH YPOBEHB XOJICCTCPUHA B HJ'Ia3MC)

e Cungpom I'apanepa-Cunenro-Baxrenss uin reHuUTO-NanaTo-KapAUaibHbIA —
ATO PacCTPOMCTBO MYKCKOH (46,XY) roHamHON IUCTEHE3WH, CUHTAroIIeecs JM0o
CIEIUIEHHBIM C X-XpOMOCOMOH pEleCCHUBHBIM, JHUOO ayTOCOMHO-PEIECCUBHBIM

pacCcTpOMCTBOM.

. BpO)K,I[eHHBIe dHOMAJIMY, BKJIKOYasAdA MHUKPOTHATHIO, pPACHICIUHY He6a,

BpOXKICHHBIN MTOPOK cepAana [62, 63].

2. JluarHocTtHuka 3a00J1eBaHUS WJH COCTOAHHUS (TPyNIbI
3200J1€eBAHUMA WJIM COCTOSIHHI) MEIUIMHCKHE TOKA3aHUA |
NMPOTUBOINOKA3aHUA K NIPUMEHEHUI0 METOI0B JUATHOCTUKH

Juaenos cunopom CJIOC ycmarnasnueaemcsi Ha OCHOBAHUU XAPAKMEPHLIX KIUHULECKUX
NPU3HAKOS, NOBbLUUEHUSL YPOBHS 7-0e2UOPOXOIeCepUna u/uiu 08y auilelbHbLMU NAMO2EHHbIMU
(unu eeposimno namoeennvimu) eapuanmamu 6 2ene DHCR7, @bvisieieHHbIMU ¢ NOMOUbBIO
MONEKYNISIPHO-2EHEMULECKO20 MECTUPOBAHUSL.

Obpawaem eHumanue, umMo, CO2NACHO MpPebOBAHUAM K pa3pabomke KIUHUYECKUX
pexkomeHoayull, K KANCOOMY ME3UCY-PEKOMEHOAYUU HeoOX00UMO  YKA3bl8AMb  CULY
pekomeHOayull U O0O0KA3amenbHylo 0a3y 8 COOMEEemCmEUU CcO WKAIAMU OYEHKU VYPOBHs
oocmogepHocmu doxkazamenvcms (YI[/]) u yposus yoeoumenvrnocmu pexomenoayuti (YVP).
Jns muoeux mesucos YVP u YIJ[ 6yoem Huzkum no npuuure omcymcmeus noCesaujeHHblX uUm
KAUHUYECKUX UCCIe008aHUll BblcOK020 oOuszauna. Hessupas na 5mo, ounu A61A10MCA
HeoOX00UMbIMU  dNleMeHmamMu 00c1e008aHus nayueHma O YCMAHOBIeHUs OuaeHo3ad U

6bl60pa MAaKmuKu jlederusl.

2.1 7)Kano0b1 1 aHAMHE3
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https://omim.org/entry/223370
https://omim.org/entry/609643

IIpu cOope anamHe3a U KanoO PEKOMEHIOBAHO OOPAaTUTh BHUMAHHME HA CIEIYIOIIHE

JKaJIOOBI 1 aHAMHECTHYECKUE COOBITH:

OMALOWEHHBII CeMeUNbIll AHAMHE3 (CXOOHble CUMNIMOMbBL Y CUOCO8);
MHO020800Ue 80 8peMs bepeMeHHOCmU,

NPEHAMANbHAsL U NOCMHAMANbHAS 3A0ePACKA pOCIdA,

MpPYOHOCIU 8CKAPMAUBAHUSL 8 PAHHEM 803DACME,

Odepuyum seca npu a0eKk8amHoOM NUMAHUU,

cneyughuueckue vepmol 1uya (NMo3 6eK, KOPOMKULL 630epHYMulil HOC, WUPOKAsL
nepeHocuya, WUpoKUuti pom, pempocHamus, KpynHsie 0ecHbl),

Haauyue noauoaKmuIu, CUHOAKMUIUU;

AHOMANUU MASKO20 U MEepo020 Heba,

3a0epaHcKka UHMELIEeKMYAIbHO20 PA3GUMUL, AYIMU3M, HapyuleHue N08e0eHUs.,
3a0epoicKa peuesoeo pazeumusl;

HapyuieHue cHa;

NOPOKU PA3BUMUsL 20]I06HO20 MO32d, CepOYa, NESKUX, NOYEK, NUWEBAPUMENbHOO
MpaKma u nojio8vix OpeaHos;

COMHUMENbHASL PEaKyusi Ha 36VKU,

BbICOKAS UYBCMBUMENbHOCHb KONCU K 8030€UCMBUI0 COIHEUHbIX TIVYell,
yacmole peyuousupyrowue uHgexyuu (yunvie uHpexyuu, NHeBMoHuUsA U m.o.);
MblULeYHAs. 2UNOMOHUSL 8 PAHHEM 603DACMe, MbIUEUHbI 2UNEePMOHYC Y CIApPUIUX
nayuenmos;

cyoopoau;

3a0epaHcKa MOMOPHO20 paA36UMUSL,

CHUDICEHUE 3PEHUSL,

cunoxojiecmepunemust no pesylbmamam Jla60pam0pr1x uccne0o8anull.

2.2 OuzukajabHoe 00c/Ie10BaHNe

[Ipu ocMoTpe HeoOXoauMO OOpaTUTh BHHMAaHUWE Ha CIEIYIOIIME OCHOBHbBIE

KJIMHU4eckue nposiienus cunapoma CJIOC:

Muxpoyeghanus;
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® xapaxmepHvle uepmul auya (y3Kutl OUDPOHMANbHLINL Ouamemp, AHMUMOHEOIOUOHDBLLL
paspes 2nas, nmos, SUNEPMeENOPUM, UWUPOKAsL 3aNasuids NepeHocuyd, KOpOMKuUll
630epHymblil HOC, PEMPOSHAMUSL, PaACUeuna Héba (6 mom yucie u pacujennienue uvula,
CKpblmas pacwenuna Heba), HU3SKOPACNOI0H#CeHHblE U POMUPOBAHble K3a0U YUil),

o cundakxmuausi 2-3 nanvyes (0m MUHUMATLHOU 00 Y-00pa3HOU HA HUNCHUX U/UMU
BEPXHUX KOHEUHOCMSX), ROCIAKCUATbHASL NOTUOAKMUIUSL, KOPOMKULL OOIbULOU naey;

®  onyweHue gepxne2o gexa (bregpaponmos);

® cmpabusm (Kocoenasue);

®  MbIUWEYHAS 2UNOMOHUS,

®  3a0epoicKka QusuuecKo2o0 pazsumus, OeIK080-IHepPeeMU4ecKds HedOCMAamoyHOCHb,
HU3KOPOCIIOCb;

®  300epICKA MOMOPHO20, 3A0ePIHCKA NCUXO-Peuesoe0 Pa3eumust Uil YMCMEEHHAS.
omcmanocme;

® aHOManUU pa3eUMUsL NOJLOBbIX OP2AHO8 (V NAYUEHMO8 MYHCCKO20 NOA - SUNOCHAOU,
KPURMOPXU3M, HENPABUIbHO PA3GUMbBLE NO MYWCCKOMY MUNY WU HCEHCKUE 2eHUMATUU,

Y RAYUEHMOB HCEHCKO20 NOa- 2unepmpo@us Kiumopa,).

Pexomenayercst npoBoauTh (pusukanbHoe odcnenoBanue nanueHToB co CJIOC ¢ nenbro
PEryJIsipHOrO MOHHUTOPHHTA COCTOsIHUS [6].

Yposenb yoenuteabHocTH pekoMenaanuii C (YpoBeHb 10CTOBEPHOCTH 10Ka3aTeJIbCTB — 5)
KommenTapuu: ¢gusukanvueiii ocmomp npogooumcs pe2ynsapHo, Kadxcovie 6 mecayes unu
yawe, npu HeoOX0OUMOCMIU.

Pexomennayercst olieHKa pU3NYECKOTO pa3BUTHS (M3MEPEHHE MACCHI TeJa, pOoCcTa, HHIEKCa
Macchl Tela U OKPYKHOCTH royioBsl) nanueHTam co CJIOC ¢ nenbro OLleHKH HYTPUTUBHOTO
craryca [27].

YpoBeHb y0enuTeIbHOCTH peKoMeHIaluii A (YPOBeHb 10CTOBEPHOCTH 10KA3aTeJbCTB —1)

Kommenrtapuu: Pocm, ec, u okpyscHoCmb 20710861 HEOOXOOUMO UBMEPAMb NPU NEPEBUUHOM
ocmompe U 60 6pems NOcAeoyiowux npoghuraxmudeckux ocmompos. Ilapamempol
Hosopoxcoénnvix ¢ CJHIOC 3auacmylo MeHvbuwe COOMBEMCMBYIOWUX 2eCAYUOHHOMY
6o3pacmy. PojcoénHvle ¢ HOpMANbHOU ONUHOU mena U 8eCoM, 0ObIYHO NIOXO PACMYm, MaK
ymo u OIuHa mena, u eec Kk gospacmy 6 mecsayes Haxoosamces nudxce 2 SD 0ns onpedenennozo
go3pacma u noaa. Xoms Habop eeca Modcem YIYUWUMbCA 6 MIaoeHdyecmsee u Oemcmae,
OKOHUAMENbHbI POCH 83POCIbIX MAKdHce 00bIYHO Haxooumcs nudxce 2 SD 0na onpedenennozo

eozpacma u noJa. Hab;ueHWZbl c bonee Cepbéb’HblMu ouoxuMuyecKumMu HapyweHuimu, Kax
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npasuio, umerom Xyouiyro npubasKy eeca u pocma u MeHbULyI0 OKPYHCHOCMb 20J106bl, YeM
nayuenmsi ¢ Oonee cradblmMu OUOXUMUYLECKUMU HAPYULeHUIMU.

Tax kak y 6onrvuwuncmea nayuenmos ¢ CJIOC ommeuarom HedOCmMamouHOCMy JTUHEUHO20
POCMA, 8AXCHO YHUMbBIBAMNb OMHOUEHUE 8eCd K POCTY, NOMUMO OMKIAObIBAHUSA ADCOIOMHBIX
3HAYeHUuti dSMux napamempos Ha npoyeHmuibHuvix epaguxax. Cmanoapmmusie Kpusvie 0.
napamempog pocma, éeca, UMT u Ol npeocmasnenwvi 6 [lpunoscenuu A3.3.

IIposooumcs peaynapro, kaxcovie 6 mecayes uiu yawe, npu HeodXo0UMoCmu.

2.3 JIabopaTopHbIe THATHOCTHYECKHE HCCIeT0BAHUSA

Pexomenayercest MoJeKysipHO-TeHeTHUECKOe uccaenoBanue rena DHCR7 B kpoBu BcemM
nanueHTam ¢ nojo3peHueM Ha CJIOC ¢ uenpio BbISBICHHUS NATOTEHHBIX BAapUAHTOB,
MOJIEKYJISIPHO-TEHETUYECKOI0  MOATBEPKACHUS JAuarHo3a (OmpeaeneHue CTPYKTYpPHBIX
BapHAHTOB T'E€HOB B 00pasile OMOJOTMYECKOro Marepuaja IPyroM WU HEyTOYHEHHOM
Heksaccu(UIMPOBAHHBIC B IPYTUX pyOpHKax MeToIoM cekBeHupoBanus o Cenrepy) [59].
YpoBenb yoenutesibHocTH pekoMenaamnuii C (YpoBeHb 10CTOBEPHOCTH 10KA3aTEIbCTB — 4)
Kommenrapuu: Aunanuz mymayuit DHCR7 nposooumcs ¢ yenvro noomeepaicoenus ouachosa,
0OHapYIICEeHUs HOCUMENLCMBA 8APUAHMO8 U NPeHamalbHou JuazHocmukuy. Haubonee uacmo
(6onee, uem 6 65% cryuaes) ecmpeuaromes credyrouue uecnmos mymayuil (c.964-1G>C (1VS8-
1G>C), ¢.278C>T (p.Thr93Met), c.976G>T (p.Val326Leu), c.452G>A (p.Trpl51Ter),
c.1210C>T (p.Arg404Cys) u c.1054C>T (p.Arg352Trp)).

Ipu amunuunoil KIUHUYECKOU KapmuHe 3a001e8aHUsl 6APUAHMOM 8b100pa OUALHOCTUKY OJisL
8PAUA-2CHEMUKA SBTIACMCS CeK8EHUPOBAHUE IK30Md, MAKNHCE B03MONCHO NOIHOCEHOMHOE
cexeenuposatnue [6].

PexoMenayercst BBIIOJNHATH aHANM3 ITUTa3Mbl KPOBU TIAIIMEHTA ISl ONPEICIICHUS
KOHIICHTPALIMH XOJIECTEpUHA, 7- U 8-IETUPOX0JIECTEPHHA METOIOM I'a30BOii XpoMaTorpapuu-
Macc-CIeKTPOMETPHH C IIEeJIbI0 yCTAaHOBJICHHS Auarnosa [59].

YpoBens yoenureabHocTH pekomenaamuii C (YpoBeHb 10CTOBEPHOCTH 10KA3aTEIbCTB — 4)

KommenTtapuu: [logviuenue 7- u 8-oecudpoxonrecmepuna nosgonsem 3ano0o3pums OUASHO3
cunopom  Cmuma-Jlemnu-Onuya, 00HAKO oOnucamvl peoKue CaAyuau, Hnpu Komopwvlx
KOHYenmpayus 7-0e2u0poxoiecmepuna 6 npeoeiax pegepeHcHvlx 3nadenutl (y nayuenmos ¢
MONEKVIAPHO-2eHEeMU4eCKU NOOMBEPHCOCHHbIM OUACHO30M), 8 MAKOM clyuae HeobXooum
ananuz cmeponos 6 Kyaibmype (uopoodracmos uau nposedenue JJHK-uccreoosanus [64].

Taxorce uzsecmmui CIydau J10OHCHONOI0AHCUMETIbHBLX PE3YIbNANIO6 NOBbIUWEHUA KOHYEeHmpayuu
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T-Oecuopoxonecmepuna y nayuewmos, HNPUHUMAIOUUX NCUXOMPONHbIE J1eKaApPCMEEHHble
npenapamul [6]. Yposenwv xonecmepuna y nayuenmos ¢ CJIOC, kaxk npasuio, CHUMCeH, 00HAKO
npumepro y 10% nayuenmos e2o yposenb 6 niazme Kpo8U HAXOOUMCA 8 Npeoenax
peepencuvix 3navenutl, ocobenno npu nézkou gopme bonesnu [8]. Cxema memaboruueckux
npoyeccos npu CJIOC npedcmasnena 6 Ilpunosicernuu A3.2.

PexoMenayercst BceM nanueHtaM ¢ kinHuueckumu nposisieHusmu CJIOC nposeneHue
obmiero (KIMHUYECKOT0) aHalli3a KPOBU Pa3BEpHYTOro (MCCIEOBaHHE YPOBHS OOIMIETO
IeMOTJI00MHA, IPUTPOLUTOB, JEHKOUUTOB, TPOMOOLUTOB B KpPOBH, Iu((depeHInanTbHbINH
MOJICYET JIEMKOLMTOB (JeHKoIuTapHas Gopmyiia), ONpeAesieHUe CPEAHET0 CONIEpKaHUS U
cpenHel KOHIEHTpauuu remorsiobuna B spurpormrax (MCH — mean corpuscular
hemoglobin), onpeaencaue pasmepoB sputporuroB (MCV — mean corpuscular volume),
WCCIICZIOBAaHNE CKOPOCTH OCEINAHMsI SPUTPOIMTOB) JJISi OICHKH OCHOBHBIX IIapaMETPOB
KPOBETBOPEHUSI C 1IEJbI0 CBOEBPEMEHHOIO BBISABICHUS AaHEMHUHU, TPOMOOLUTONCHUH,
JICUKOTICHUH , CBOCBPEMEHHOT'O BBISIBIICHUS MTATOJIOTMYECKUX U3MeHeHui [21, 65].

YpoBenb yoenutesbHocTH pekoMenaamuii C (YpoBeHb 10CTOBEPHOCTH 10KA3ATEIbCTB — 5)
Kommenrapuu: /ccrnedosanue npogooumcsi npu nepeudHoll OUdAZHOCMuKe U 8 npoyecce
OUHAMUYECKO20 HAONI0EHUs, YAComa onpeoensiemcs uHOUeuodyaivHo. Tpomboyumonenus
ONUCAHA Y NAYUEeHMO8 ¢ maxcelblm meyuenuem 3abonesanus [65].

Pexomennyercest BceM manueHTaMm ¢ knuHudeckumu mnpossiaeHusMu CJIOC mposeneHue
aHamM3a KpPOBH OHMOXMMHYECKOTO OOIIETepParieBTUYECKOTO C MENbI0 CBOEBPEMEHHOTO
BBISIBIICHHS ITaTOJOTHYECKUX M3MeHeHui [6, 21, 28].

YpoBens yoenureanHocTn pexomenaanuii C (ypoBeHb J0CTOBEPHOCTH 10KA3aTeJIbCTB — 4)
KommenTapun: neobxooumo onpedensimo obwuii 6enok, anvoymun, C peakmusHulii 6€oK,
Mouesuny, KpeamuHuH, oOWUll XolecmepuH, mpueiuyepuobsl, JaUnONpoOmeuHsvl HUKOU
NJIOMHOCMU, JTUNONPOMEUHbL BbICOKOL NJIOMHOCMU, WeNounylo gocpamasy, 2noKo3y,
anaHuHamMuHompancgepasy, acnapmamamuHompancgepasy, amuiasy, oowul Ourupyoun,
npamot  ounupyour, Henpamou ounupyoun, eumamun D (25-cudpoxcuxanvyughepon),
SNIEeKMPONUMbL — KAWL, HAMpUtl, MacHul, ymop, Kanrbyuii, @ maxice dHceie3o, Peppumun).
IIpu CJIOC naznauaemcs ouema, Ha ¢poHe KOMOpPoU HeoOOXOOUMO OYEHUBAMb OUOXUMUYECKUL
AHATU3 KPOBU.

Pexomenayertest mpoBeieHNE OOMIETO (KIMHUYECKOT0) aHAIM3a MOYH BCEM MAI[MEHTaM CO
CJIOC c 11en1b10 OLIEHKH COCTOSIHUS TIOYEK I

YpoBens yoenureabHocTH pekoMenamuii C (YpoBeHb 10CTOBEPHOCTH T0KA3aTEIbCTB — 5)
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Pexomennyercss BceM namueHtam ¢ guarHozoM CJIOC wnm nomo3penueM Ha CJIOC ¢
LENbI0 OMNpEJENIeHUs] TeHETUYECKOTO TII0JIa M BBIABICHUS XPOMOCOMHBIX aHOMAaJIUil U
HapylieHuii  (GOPMHUpPOBAHUS TMOJIa TPOBEACHHWE CTAHJAPTHOTO  ITUTOTCHETUYECKOTO
WCCJICIOBAHUS - aHAIIN3 KAPUOTHUIIA TI0 TuMdonuTam nepudepudeckoit kposu [45].

YpoBens yoenureabHocTH pexoMenaanuii C (YpoBeHb 10CTOBEPHOCTH 10Ka3aTeJILCTB — S)
KommenTapum: no pesyromamam yumozeHemuuecko2o UCC1e008aHUsl  KOLIe2UANIbHO
pewaemcs 8onpoc evibopa nona éocnumanus. Ha ocnoge pe3ynbmamos yumozeHemuiecko2o
UCCIe006aHust Npu HeobXO0UMoOcmu Moz2ym Oblmb PEeKOMEHO0B8AHbL OONOIHUMENbHbIE
UCCe008aHUSL.

s nayuenmos c kapuomunom 46, XX u HOpMAILHO PA38UMBIMU HCEHCKUMU 2EHUMATUAMU,
He UMelwux NPUHAKU 2OPMOHANILHBIX HapyuleHull, He mpebyemcs OONOIHUMENbHBIX
06cn1e008aHuUll.

Jna nayuenmos ¢ xapuomunom 46,XY u cenumanuamu, pazeumolMu nO HCEHCKOMY UIU
08OLUICMBEHHOMY UL NOJI-HEONPeOeleHHOMY MUNY, ¢ NPUSHAKAMU 0epuyuma MackyiuHu3ayuu,
HeoOX00UMO  OONOTHUMENbHOE SHOOKPUHOLO2UYECKOe U  CUHEKONo2UYecKoe Ul  Ypo-
/anoponozuyeckoe, U 2eHemuueckoe o00ciedosanue 0ns OUppepeHyuanbHo OUaAeHO CMUKU
sabonesanusi om opyaux gopm XY-napywenuii hopmuposanus noaa.

Pexomenayercst mannentam co CJIOC onpenenenne yposHs koptuzoia 1 AKTI ocobenno
IpU HAIMYUUM  DJIEKTPOJMTHBIX HAPYUIEHUH W TUMNOIJIMKEMHUHM [UISl UCKIIOUYEHHUS
HAJIMOYCYHUKOBOW HEAOCTaTOYHOCTH [57].

YpoBeHb yoenuTeJbHOCTH peKoMeHaanui B (ypoBeHb 10CTOBEPHOCTH A0KA3ATEIbCTB — 3)

Pexomenayercs mnamuentam co CJIOC ompeneneHune TOJIOBBIX TOPMOHOB B TEpPUOE
myOepTata IS CBOEBPEMEHHOW JUAarHOCTUKUA 3aJ€P>KKH  IOJIOBOTO Pa3BUTHUSI  UIIU
rurnoronaausma [6, 78].

YpoBens yoenuteabHocTH pekomenaamuii C (YpoBeHb 10CTOBEPHOCTH T0KA3aTEIbCTB — 5)

2.4 I/IHCprMeHTa.ﬂbele AUATHOCTHYECKHUE UCCJICA0OBAHNUA

2.4.1 UHcTpyMeHTAIbHBbIE HCCIEA0BAHNS NJIA JTUATHOCTUKHA M3MEHEHU HePBHOM
CHCTEMBI

PexomMeHnayercss mpoBeAEeHUE HEUPOPATUOIOTHUECKOTO UCCIAEAOBAHMS TOJOBHOIO MO3Ta
(MPT/KT romoBHoro mo3ra) narueTam ¢ CJIOC, ¢ nenbo UCKIIOYeHHUS aHOMAITUN pa3BUTHS
TOJIOBHOTO MO3Ta, KpaHHO(aIMaIbHBIX aHOMaJWi, BKIIOYas paclienuHy Heba u

CpeMHHYOTUIIONTa3 o auma. [6, 21, 22, 33, 34, 66].
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YpoBens yoenureqbHocTH pekoMennanuii C (ypoBeHb 10CTOBEPHOCTH 10KA3aTEJIbCTB —5)
Kommentapuu: Cmanoapmuvie TI1-636ewennvle  u300padicenus 6  NOJHOU — Mepe
OeMOHCMPUPYIOM  NOPOKU  PA3BUMUS  MO30IUCMO20 Meld ¢ 2Unonidazuei CmpyKkmyp
Mo3oiceura, nopok pazsumus [{enou-Yokepa u e2o éapuanmel, pacuiupenue Hcenyo00yKos.
T2-636euennvie uzobpasicenss nOKa3vl8aOmM OMCymcmaue npo3pavHoll nepecopooxiu.

YV 21% nayuenmog npu Hetipogusyanuzayuu Ouliu 0OHapYHCeHbl NOPOKU PA3BUMUSL 20JI08HO20
Mo3ea (Mukpoyeghanus, 2unonaasus 1006HuIX 00ael, AHOMAIUU CIPOEHUSL MO30IUCTNO20 Meid,
SUNONILA3USL YEPBSL MO3ICEUKA, NOPIHYedanus, 2010NPO3IHYeDanUs, GeHMPUKYIOME2ANU).
Hapko3z no nokasanusm.

Pexomennyertcest nposenenue anekrposnuedanorpaduu (331) nanuentam co CJIOC npu
HaJU4YUU HEBPOJIOTMYECKON CUMIITOMATUKHU JUJISl BBIABJICHHS SIUJICHTUYECKON aKTUBHOCTH
[21, 67].

YpoBeHb yoenutesibHocTH pekoMenaamuii C (YpoBeHb 10CTOBEPHOCTH 10KA3aATEIbCTB — 5)

Kommenrtapuu: ¢ mom uucne 331" ¢ sudeomonumopuneom. CJIOC moocem couemaemcs ¢
cumnmomamudeckou gokanvHou snunencuei. Ha D3I pecucmpupyemcs pecuonanvHas
INULENMUDOPMHASL AKMUBHOCHb C 6MOPUYHOU 2eHepanuzayuell uiu Oe3 Hee, 603MONCHA
MUSpayus dNUIENMUYecKux 04a208 no pasiuidHblM 001ACmaM KOpbl KaK 6 npeoenax 0OHOU
2emucghepul, mak u ¢ pacnpocmpanenuem Ha KoHmpaiamepaivrHoe noayuiapue. JJomunupyem
3ameoneHue ¢ghonosoti AKMUBHOCMU. IIpogedenue @DYHKYUOHATbHBIX npood
(cunepseHMUNIAYUOHHAsL NPOOA, PUMMUYECKAsk POMOCMUMYNAYUSL) CYUECNEEHHO He Glusem

Ha xapaxkmep 20T

2.4.2 UHcTpyMEHTAJIbHBIE MCCICAOBAHUSA I IMATHOCTUKH KAPAHOJOTHYEeCKNX
OCJIOKHEHUH

Pexomennyercst nepBuuHasi peructpanus snektpokapauorpammel (OKI') mokos B 12
otBefeHusx BceM manueHTam ¢ CJIOC ¢ 1enbio HCKITIOUCHHS aToIoruu cepana [6].
YpoBens yoenureanHocTn pexomenaanuii C (ypoBeHb 10CTOBEPHOCTH I0KA3aTEJIbCTB — 5)
KommenTapum: npu noseienuu ocanod unu KiUHUYECKOU CUMAMOMAMUKYU NOPANCEHUs
cepoeuHo-cocyOuUcmor cucmemsl B8ONPOC KPAMHOCMU HAONOO0eHUs: U HeobXo0umMocmu
BLINOJIHEHUS INEKMPOKAPOUOCDAMMbL PEUlaemcst UHOUBUOYATILHO OISl KAHCO020 NAYUeHma.

Pexomennayercst 3xokapauorpadpuieckoe ucciegoanue Bcem mnanueHtam co CJIOC c
1IEJIbI0 UCKJTFOUCHUS maTojioruu cepia [48].

YpoBeHsb yoenutesibHOCTH pekoMeHaamnuii C (YpoBeHb 10CTOBEPHOCTH 10KA3aTEIbCTB — 4)
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KommenTapum: sxokapouocpagusi ¢ 00nnieposckum ucciedo8anuem 8binoIHAEnCs 8 NEPEYIo
ouepeods ¢ Yenbio UCKTIOYEHUsL MUNUYHBIX BPOAHCOCHHBIX NOPOKOS cepoyd, dcCOYUUPOBAHHBIX C
CJIOC (0eghexm medncoiceny00uKko8oll nepe2opooKU, AmpuoSeHMpUKYIAPHBIN KAHATL, CIEHO3
JIe204HOU apmepulL).

Ilpu noodospenuu Ha NOpPoK cepoOeuHO-coCYOUCMOU CUCMEMbl He0OX0OUMbl KOHCYIbMAayuu
8paua-KapouosLoea, 8paya-0emcKoco Kapouonoad, 8paid-cepoedHo-cocyoucmozo xupypea,
Mo2ym  Obimb  UCHONBL306AHbI Opyeue Memoobl GU3YAIUAYUU: Kamemepuzayus cepoyd,
auneuocpaghus 1e2ouHbIX 8eH, MACHUMHO-PE3OHAHCHAS momozpadus, momozpaghus epyOHOU

KAemKU U Ypecnuuje6o0nas 3xokapouozpagus u op. [49].

2.4.3 UncTpyMeHTAJIbHbIE UCCIeTOBAHUSA IJIS1 JTMATHOCTUKH OCJI0KHEHUH CO CTOPOHBI
MOY€EI0JIOBOI CHCTEMBI

Pexomenayercst yapTpa3ByKOBOE UCCIIEJOBAHHE MOUEBBIBOSIIIUX ITYTEH U TOYEK
(YnpTpa3ByKOBOE UCCIIEIOBAaHIE MOYEBBIBOSIINX MMy TeH, Y IbTPa3ByKOBOE HCCIEAOBAHNE
nouek) BceM naruentam co CJIOC ¢ 1enpio UCKITIOYeHHsI TaTOJIOTMHA MOYETIOIOBOI CHCTEMBI
[6].

Yposens yoeautenpnoctn pekomenaaumii C (ypoBeHb 10CTOBEPHOCTH 10KA3aTeJIbCTB — 4)
Kommenrapuu: Ha ocnose pesynomamos Y3U, moeym Ovimb  pekoMeHO08aHbl
O00NoNHUMeNbHble UCCAEO0BAHUSL.

Pexomenayercs manuerntam co CJIOC BbIMoTHEHNE YPOIOTHYECKOT0/aHAPOIOTHYECKOTO
WM THUHEKOJIOTMYECKOro OOCJIENOBaHMS C TPOBEIECHUEM YIBTPa3BYKOBOI'O HCCIEIOBAHUS
nosoBbix opraHoB (Y3U opranoB momonku u TPY3U, Y3U opranoB manoro Ttasa) mis
BBISIBJICHUSI CTPYKTYPHBIX U MOP(OJIOTHYECKUX H3MEHEHUH OpraHOB pernpoAyKTUBHOMN
CUCTEMHI [6].

YpoBens yoenuteabHocTH pekomennanuii C (ypoBeHb 10CTOBEPHOCTH 10KA3ATEJIbCTB — 5)
KommenTapuu: wna ochose pesynomamos Y3U, mocym Ovimb  peKomMeHO08aHbL

oononnumenvHule ucciedosanus (MPT u op.).

2.4.4 UHcTpyMeHTAJIbHBIE UCCIETOBAHMS JJIsl JUATHOCTHKH OCJI0KHEHHI CO CTOPOHBI
JbIXaTeJIbHOH CHCTEMbI

Pexomennyercss BHyTpHyTpoOHOMY peOeHKY ¢ kinHu4eckuMu npuszHakamu CJIOC mpu
MIPOBEICHUH YIBTPA3BYKOBOIO HCCIICAOBAaHUS IUIOAa OOpaTUTh BHUMAaHHME Ha COCTOSIHHE
JIETKUX C LENBI0 CBOCBPEMEHHOM TUarHOCTUKU aHOMANUH uX cTpoeHus [51].

YpoBens yoenureabHocTH pekoMennamuii C (YpoBeHb 10CTOBEPHOCTH T0KA3aTEIbCTB — 5)

26



KommeHnTapuu: csoespemennas ouacHocmuxka u onpeodeieHue obvema U Xxapakmepa
NOPAadNCeHUs! JIe2KUX NO3BOIAI0M ONpedelumvcs ¢ 8e0eHueM pebeHKa nocie pOHCOeHUs.
Pexomenayercssi mnamuentam ¢ kiuHuueckumu npusHakamu  CJIOC  npoBenenue
peHTreHorpaguu  JIeTKUX/peHTreHorpaduu Jerkux IHM(pPOBOH € LENbI0 JUATrHOCTUKU
aHOMAJTM CTPOEHUS JICTKUX /WK cepana [68].
YpoBens yoenureabHocTH pekoMennanuii C (ypoBeHb 10CTOBEPHOCTH T0KA3aTEIbCTB — 5)
KommenTapuu: npu nodospenuu na onpedenennvie 0eghekmvl — UCCIEO08AHUSL NPOBOOAMCS
CO2NACHO ~ COOMBEMCMEYIOWUM — DEKOMEeHOayusam, 6 m.4., Hpu  HeoOX0OUMOCmu,

Komnvromepnas momoepaghus opearoe epyornot nonocmu [48].

2.4.5 UHucTpyMeHTAJIbHBIE HCCIe0BAHUA 1A AMarHocTukm ociao:xkaenunint CJIOC co
CTOPOHBI JKeJTyT0YHO-KUIIIEYHOT0 TPAKTA
Pexomenayercsi Bcem mnanuentam co CJIOC ynbTpa3ByKOBOE HCCIIEIOBAHHME OPIraHOB
OpIOIIHOM MOJIOCTH (KOMIUIEKCHOE) JIJIsl UCKITFOUYCHUS TIOPOKOB pa3Butus [6, 69].
YpoBeHb yoenureabHocTH pexkomenaanuii C (YpoBeHb 10CTOBEPHOCTH 10KA3aTeJbCTB — 5)
Pexomennyertes netsam co CJIOC ¢ nepcuctupytoiieil pBoTol U OTCYTCTBUEM IPUOABKH B
Bece IMpoBeCTH oOcleqoBaHue s OOHapykeHus mnuiopocteHo3a u ['OPb ¢ uenbio
HCKJTFOUEHUS MMaTojIoruu [6].
YpoBeHb yoenureapnocTu pekomenaanuii C (YpoBeHb 10CTOBEPHOCTH J0KA3aTeJIbCTB — 5)
KommenTapuu: B Oononnenue Kk mwamensHoMy OCMOMpY 8pava-neouampa/epava-
2aCMpPoIHMEPO102a/6paia-0emcko2o xupypea, peKomeHOyemcs VIbMPA38YKOBOE
ucciedosanue NpUBPAMHUKA U PeHM2eH08CKoe UCCIe008aHUe C NOMOWbIO OAPUEsoli 838eCu.
Ananu3z s1ekmponaumos HeobXo0uUM 015 UCKTIOUeHUs. SUNOXIopeMuyecko2o aikanioza [68].
Pexomenayercs manuertam co CJIOC ¢ XpOHHYECKUMH 3amopaMH WU YepeoBaHUEM
3alopoB W TMOHOCAa, OCOOGHHO €CM OHMU CBS3aHBl C JAPYTMMHU TpH3HaKaMu OOJe3HU
[lupmpyHra, npoBeneHWe UPPUTOCKONHUUA H/WIIM OUOTICHH TOHKOTO KHIIEYHUKA C IENbI0
HCKJTFOUEHUS MMaTo0ruH [6].
YpoBens yoenuteabHocTH pekomennanuii C (ypoBeHb 10CTOBEPHOCTH 10KA3ATEJIbCTB — 5)
KommenTapuu: eciu nooospesaemcs b6onesnv I'upwnpynea, neobdxooumo obcredosanue y

gpaua- xupypea/ 8pava-xupypaa 0emckozo.

2.4.6 UucTpyMeHTAIbHBIE MCCIEOBAHUSA IJIA IMATHOCTUKH OCJI0KHEHUI CO CTOPOHBI
3pUTENbHON CHCTEMBI
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Pexomenayertcst Buzomerpus Bcem naruentam ¢ CJIOC npu quarHoctuke 3a00yieBaHUs U
JMHAMHUYECKOM HaOJIIOICHHUH C LIEIBI0 OIpeacIeH st OCTpOoThI 3perus [70, 71, 72].
YpoBeHb yoenutesbHocTH pekoMenaanuii C (YpoBeHb 10CTOBEPHOCTH 0KA3aTEIbCTB — 4)
KommenTapumu:

Ilpu nomymuenuu Xpycmanuka cHudiCeHue ocmpombusl 3PEHUA Yaue 6Cce20 NPoAsIsiemcs

08YCMOPOHHUM CUMMEMPUUHBIM npocpeccupyrowum npoyeccom [11, 73].

Ilpu usmenenuax 3pumenbHO20 HeEPEA GbIAGNAEMCA CHUJICEHUEe OCMPOmbl 3PEHUs,
KOMOpoe MOMCHO UsMepums no madauyam, y Opy2ux — CHUNCEHUe 3peHus He Moxicem Oblmb
U3MEPEeHO KOIUYeCMBEeHHO No mabauyam u3-3a 803pacma pedeHKa Uil HU3K020 3PeHus U
coomeemcmeyem cuemy naivyed y Jauyd, OBUINCEHUIO pPYKU V JUYd, NpasUibHOU
ceemonpoexyuu [10].

Pexomennyercest pedpakromeTpuss WM OmnpenesieHne pedpakiuuyd ¢ MoMOIIbI Habopa
poOHbIX uH3 (A02.26.013) Bcem mamuentam ¢ CJIOC npu auarHoctuke 3a00JIeBaHUS U
JUHAMHYECKOM HaOItoieHuu ¢ enbto onpenenenus MKO3 (MakcuMaabHO KOPPUTHPOBAHHOM
OCTPOTHI 3peHUs1) C LIETbI0 OIpeIeJICHHs] HAIUYUS COMYTCTBYIOIINX aHOMAIUK pedpakiuuu u
BO3MOXKHOCTH UX KOppekiuH [74].

YpoBeHb yoenureabHocTH pexomenaanuii C (YpoBeHb J0CTOBEPHOCTH A0Ka3aTEIbCTB - 4)

Pexomennyercst OMOMUKPOCKOIUS MIEPEAHETO O0TAena ria3a BeceM namuentam ¢ CJIOC npu
JUArHOCTHKE 3a00JIeBaHMs U TUHAMHYECKOM HAOIIOIEHUH C LIEbI0 OTpeeNIeHUs U3MEHEHUS
xpycranuka [70, 75].

YpoBeHb yoenureabHocTH pekomenaanuii C (YpoBeHb 10CTOBEPHOCTH 10KA3aTeJbCTB — 4)
KommenTapuu: 6uomuxpockonusi enasa Heob6xoouma 01 OYeHKU COCMOSHUSL CIMPYKMYP C
Yenvio OYeHKU NPO3PAYHOCIU ONMUYECKUX CPeO, OOHAPYIHCEeHUs NOMYMHEHUs. XPYCMAaluKd
[75].

Pexomenayercsi OMOMUKPOCKOIHS TJA3HOTO JHA WM O(TAIBMOCKOMHS B YCIOBHIX
MeMKaMEHTO3HOT0 Muprasa (¢ ucrmonb3oBanrueM SO1FA AHTHXOIMHEPTHIECKUX CPEJICTB U
S01FB  CuMmaToMHMETHKH, KpOME IPOTHBOTJIAYKOMHBIX  IpENaparoB,  BKIIOYAs
¢ukcupoBanubie komOuHaIun) BceM namnuertam ¢ CJIOC npu auarHoctuke 3a00JieBaHUS U
JMHAMUYECKOM HaOJIIOJICHUH JJIs1 OLIEHKU U3MEHEHU# 3puTensHoro Hepsa [70, 71, 72].
YpoBens yoenureabHocTH pekoMenaamuii C (yYpoBeHb 10CTOBEPHOCTH J0KA3aTEIbCTB — 5)

Pexomennyercsas nepumerpus Bcem mnanueHtam ¢ CJIOC ¢ uenpro onpeneneHus
(YHKIIMOHATBHBIX U3MEHEHUH 3PUTEIHHOTO aHAIM3ATOPA U UX MOHUTOPHHTA IS KOHTPOJIS

MPOrpecCUPOBaHus 3a00JIEBaHUS C IOCTATOYHBIMU JJIsL TOTO 3PUTEIBHBIMU (DyHKIUSIMH |72,

76].
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YpoBens yoenureabHocTH pekoMenaanuii C (ypoBeHb 10CTOBEPHOCTH 10KA3aTEIbCTB —4).
KommenTapuu: uccieoosanue nonei 3peHus 8axcHo 0isi OUAZHOCMUKY U OYeHKU Cmaouu u
OUHAMUKY MedeHUs UsMeHeHUull 3pumenvroo Hepsa. Credyem obpamums 6HUMAHUE HA MO,
Ymo nepumempus 0CyujeCmeuma iub oemsam cmapuie2o eospacma (6 cpeonem nocie 10
Jiem), ¢ 00CMamoyHvIM YPOBHeM UHMENIEeKMYANbHO20 PA38UMLSL.

Ilpu mecmuposanuu nons 3peuus y nayueHmog ¢ ampoghuel u/unu cunoniasuel
3PUMENbHO20 Hepea BbIABNAEMCA NPOSPECCUPOBAHUE YEHMPATbHBIX CKOMOM 00 aOCOIIOMHbBIX
YEeHMPANbHbIX CKOMOM, nepughepuyeckue noas 3peHuss Npu 9MOM COXPAHAIOMCA 6
HopmamueHwlx 3Havenusx [12].

Pexomennyercest snextpodusnoiornueckoe uccienoBanue (ODM) Bcem mnamueHTam c
CJIOC wu HammuueM oO(TaIbMOCKONUYECKUX MPHU3HAKOB aTpopuu W/WIM TUIOIUIa3HH
3pUTENBHOIO HEpBa JJIs  ONpENeNIeHUs (PYHKIMOHAJIBHOIO COCTOSHUSL 3pPUTEIIBHOTO
aHaJIN3aTopPa, BKIIIOYAIOIIEE PErHCTPalMI0 3pUTENbHBIX BbI3BaHHBIX NoTeHUKanoB (3BII) na
CBETOBBIC U CTPYKTYPUPOBAHHBIC CTUMYJIBI [ 72, 76].

YpoBeHs yoenureabHocTH pekoMenaamuii C (YpoBeHb 10CTOBEPHOCTH 10KA3aTEIbCTB — 4)
Kommenrapuu: 3Bl npogooam nayuenmam npu omcymcmeuu npomueonoKa3aHull
(pomocencumusHoll dnunencuu) Kaxk 60 6pemsi 600pCmME08aHuUs, MAK U 6 COCMOSHUU
MeOUKAMEHMO3H020 CHA unu Hapkoza. OcobeHHo saxicHviMu Asnaomcs oanuvie IDPU npu
OMCYMCMBUU 803MONCHOCMU OYEHKU OCMPOMbL 3PEHUSL U COCTNOSHUS 3A0He20 Ce2MeHma 21a3d
u3-3a 603pacma pebenKa, K020a Helb3sa GU3VAIUUPOBAMb CIPYKMYPbl 3A0He20 NOIOCA.

Pexomenayercst ONTHYECKOE UCCIENOBAaHUE 3pUTEIBHOIO HEpBa C  IOMOIIBIO
KOMITBIOTEpHOTO aHanmu3aropa (onrudeckas korepeHTHas tomorpadus - OKT) B ycioBusix
MEIMKaMEHTO3HOTO0 MHIpHa3a (C HCIOJb30BAHUEM AaHTUXOJMHEPTHUECKUX CpPEICTB U
CUMIIAaTOMHUMETHKOB, KpOME MPOTHUBOTIAYKOMHBIX MpernapaToB, BKIOUYas (UKCUPOBAHHBIE
koMmOuHammu) BceM nanueHtam ¢ CJIOC u atpodueli n/umm Trnoria3ue 3puTeIbHOTO HEpBa
IpU JIMAarHOCTHKE 3a00JieBaHUS U JAMHAMUYECKOM HAONIOACHUM C LEJIbI0 ONpeesieHus
CTPYKTYPBI 3pUTEIILHOTO HepBa [72].

Yposens yoenuteabHocTH pekomenaanuii C (YpoBeHb 10CTOBEPHOCTH 10KA3aTeIbCTB -4)

KomMmeHTapuu: npu usmeHenusx 3pumenbHO20 Hepea YenecooOpasHo OYEeHUBAMb
CMPYKmMypy 3pUmenbHo20 Hepea U ClOs HEPEHLIX B0JIOKOH CEemyYamku MAaKyI0NanuisapHo20

nyyKa.
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2.4.7 UucTpyMeHTAJIbHbIE UCCIIETOBAHUS 1JIs1 TUATHOCTHKH OCJI0KHEHHUH CO CTOPOHBI
opraHa cjayxa

Pexomennyercs nanuentam co CJIOC peructpanyst CiyXOBbIX BbI3BAHHBIX TOTEHIIMAIOB
110 MOKAa3aHMsIM C I1eJIbI0 THArHOCTUKU HapyIieHus ciyxa [56].

YpoBeHb y0enuTeJIbHOCTH peKoMeH1alnii B (YpoBeHb 10CTOBEPHOCTH 10KA3aTeJILCTB — 2)

2.4.8 UHCTpYMEHTAJIbHBbIE MCCJIe0BAHUS LISl AUATHOCTHKHU OCJI0KHEHHUI CO CTOPOHBI
ONOPHO-ABUIaTEJBLHOI0 aNNapara

PexoMeH10BaHO CEIEKTHBHOE IMPOBEICHUE PEHTreHorpaduu KUCTEH M CTOM B MPSMOM
npoekiuu nmanueHTam co CJIOC ¢ uenpro UCKITIOUEHUs MOPOKOB Pa3BUTHS CKeJleTa: KOCTHOU
cungaktiimy [I-111 naneues cromnsl U momuIakTHiIMu [77].
YpoBeHb yoe1uTeIbHOCTH peKoMeHaanuii B (YpoBeHb 10CTOBEPHOCTH 10KA3aTENIbCTB — 3)
PexomengoBana mnanuentam co CJIOC pentrenorpadusi Ta300€IpEHHBIX CYCTaBOB C
3aXBaTOM HIKHUX KOHEYHOCTEH ISl OICHKH COCTOSIHUS SMU(HU30B KoCTew [77].
YpoBeHb y0enuTeIbHOCTH peKoMeH1aiuii B (ypoBeHb 10CTOBEPHOCTH 10KA3aTeJILCTB — 3)
KomMeHTapuu: uccredosanue modcem npogooumcs marodice 0as oughghepenyuanvrou
OUACHOCMUKU ¢ OpYeUMU NPOABIEHUAMU HAPYUWEHUN OUOCUHmMe3a Xolecmepura (Oucniazus
I'punbepea, cunopom CHILD, cyennennas ¢ X-xpomocomou 00MUHAHmMHAs1 XOHOPOOUCNIA3USA
moyeunas, Oepuyum MyHCCKO20 IMONAMUN-CEA3bleaAOWe20 bOenka). [na  yKka3aHHvix
3a001e8aHUll XapaKkmepHa mMoYeyHdas XOHOPOOUCHIA3UsL dNUPU308, 8 MO 6pemMs KAk, O
cunopoma CJIOC smo ne xapakmepHo.

PexomengoBaHo cenexkTuBHOe MpoBeaeHue nanuentam co CJIOC pertrenorpaduu uepena
B MpsAMON OOKOBOW MPOEKIMH TpPHU HATWYUKM TUApoledaTn A HCKIIOUEHHUS pPaHHETO
3aKpbITHS poaHUuKa [77].

YpoBeHb y0enuTeJIbHOCTH peKoMeH1annii B (ypoBeHb 10CTOBEPHOCTH 10KA3aTeJILCTB — 3)

2.5 nbie AHATHOCTHYECCKHUE UCCJICA0OBAHUA

Beoenue nayuenmos c¢ CJIOC nodpazymesaem MyibmMuOUCYUNIUHAPHBIU NOOXOO.
Koncynomayuu cneyuanucmos mo2ym nposooumscs NAyueHmam Ha pasHulX Smanax oKazaHusl

MEOUYUHCKOU NOMOWU, 8 MOM YUCTIE 8 NePUOO OUACHOCIUKU 3a001e6aAHUS.
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Pexomenayercs B Benenuu naiuentoB ¢ CJIOC ucnosib30BaTh MyJIbTUIUCIUIIIIMHAPHBIN
MOAXO0Jl B BHJY TOTO, YTO 3a00JeBaHHE XapaKTEPU3YeTCs MOpPaXCHHEM MHOTUX OpraHOB U
CUCTEM, TpeOyeT KOMIUIEKCHON TepaluM, C LElbl0 COBMECTHOIO BEICHMS MalMeHTa
CIIeIMaICTaMU Pa3HbIX poduIeii [6].

YpoBens yoenurenbHocTH pekomennanuii C (ypoBeHb 10CTOBEPHOCTH 10KA3ATEIbCTB — 5)
KommenTapuu: noxazamsi nepgsuyHwvle u n08MopHvle KOHCYIbMAayuU 8paia-neouampa/ epava-
mepaneema, 6paya-ceHemuKd, 8paia-Heepon02d, 8pava-mpasmamono2a-opmoneod, epava-
ogpmanvmonoza, 8paua-nyIbMOHOI02d, BPAYA-2ACPOIHMEPOL02A, 8PALA-OUemOol02d, 8paa-
oemcko2o kapouonozal epaua-kapouonoea, 8paia-sHOOKPUHONI02A, 8PAYA-HeppoLo2a, 6paya-
ypoaioaa, 8paya-aKyuiep-cuHekoo2d, 8paia-aHoponozd, epadeli U UHbIX CHeyualucmos u3
MEOUYUHCKOU — Op2aHu3ayuu uiu e€ CMmpPYKMypHO20 Nnoopa3oeleHus, OKa3vl8aoue2o
CReyuanu3upoOBaHHyI0 NALITUAMUBHYIO MEOUYUHCKYIO NOMOWb, 8payd-Heupoxupyped, epaid-
aHecme3uo102a-peanumMamonced, — 6pada-xupypea Ui 0emckoz20 — Xupyped, — 6pavad-
9HOOCKONUCMA,  6pA4a-omMOPUHOIAPUHR0I02A,  8pada-Cypo0oNo2d,  8paAyYa-allepeoioca-
UMMYHONI02A,  6PAYA-CIMOMAMON02d,  6pPAYA-YeNOCMHO-TUYe8020  Xupypea,  epaua-
oepmamonoza, 6pava-ncuxomepanesmd, 6pavd Qusuueckoti u peaburUMayUOHHOU
MeOUYUuHbvl, MEOUYUHCKO20 NCUX0N02d, a makKdxice epavel Opy2ux cneyuarbHocmel u
cneyuanucmos.

Pexomennyercst mpuéMm (OCMOTp, KOHCYNbTallMs) Bpadya-TeHETHKa TMEpPBUYHBIN U
MOBTOPHBIA BceM manueHTam ¢ nogo3perueM Ha CJIOC ¢ uenwpio ompeaeneHus odbema
MOJIEKYJISIPHO-TEHETUYECKOIO0 ~ MCCIEOBaHUS M NIPOBEACHHUS  MEAMKO-T€HETHYECKOTO
KOHCYJIbTHpOBaHus [6].

Yposensb yoenuteabHocTH pekoMenaanuii C (YpoBeHb 10CTOBEPHOCTH 10Ka3aTeJIbCTB — 5)
Kommenrapmii: no pesyromamam JHK-Ouacnocmuku mpebyemcs npuem (ocmomp,
KOHCYIbmayusi) 6pavya-ceHemuKa HNOBMOPHbLIL C  Yelblo  00CYHCOeHUs  pe3Vibmamos
MONEKYIAPHO-2eHeMmU4eckou OUa2HOCMUKYU U 2eHeMU4ecKUX PUCKo8 8 cemve.

Pexomenayercss mnpuém (OCMOTp, KOHCYJbTallMsl) Bpada-HEBPOJIOra MEPBUYHBIA U
MOBTOPHBIA BCEM MAal[MEHTaM C IEJIbI0 OLICHKHM HEBPOJOTHYECKOIO CTaTyca U BBISABICHHS
MaToJIOTHH HEPBHOM cuctembl [6].

YpoBens yoenureabHocTH pekomenaamuii C (YpoBeHb 10CTOBEPHOCTH J0KA3aTEIbCTB — 5)

Pexomenayercsi npuém (0CMOTp, KOHCYJIbTaIMsl) Bpada-opTasibMOJIOTa TEPBUYHBIA H
noBTopHbIii marmenTaM CJIOC ¢ mono3pennem Ha HalTMuue 0PTaIbMOIOTUIECKUX N3MEHEHUI
C LEJIBIO TIOATBEPKIICHUS TMarHo3a [6].

YpoBens yoenureabHocTH pekoMennamuii C (YpoBeHb 10CTOBEPHOCTH J0KA3aTEIbCTB — 5)
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KoMMeHTapHMM: npumepho y noioguHbl ONUCAHHBIX nayuenmos naomodaemces nmos [9], a y
20% - kamapaxma [8, 9, 46]. Jonornumensuvie ogpmanvmono2uueckue nPUsHAKU 6KIHOYAIOM
Kocoznazue, 2eMaHeUOMbl Cemyamiy, OeMUETUHUZAYUIO 3PUMENbHbIX HepB0s8, CKIepo3
JIamepanbHO20 KOAeHYamoz0 meid, U OMmCcymcmeue 3pumeibHo20 6bl36aHHO20 NOMEHYUALA.

o Tax kax ecmb 603MONCHOCHL OOHAPYIHCEHUSL BPONCOEHHOU KAMAPAKMbL, BANCHO
npoeepsmb KPACHbIL peleKc 2a3H020 OHA Y HOBOPOICOEHHBIX U NPOBOOUNL OCMOMP
2Na3H020 OHA Y bojlee cmapuiux nayueHmos.

o Taxoice Hab0OOANIOCH NOCMHAMANbHOE pA38UmMue Kamapakmosl, HOIMOMY
He0obX00UMO NPoBOOUMb MuamenvbHoe OQPManbMoIocUdecKoe 00ciedo8anue npu
KAACOOM NPOPUIAKMUYECKOM OCMOompe.

e Ecauy nayuenma Haba00a0mes NPU3HAKU NmMo3d, 8POHCOEHHOU Kamapaxkmul,
AHOMANULL 21A3008UCAMETLHO20 ANNApama Uiy aobsie opyeue HapyuleHus 3peHus,
DPeKoMeHOYemcs HanpasieHue K 8payy- 0hmanbMonoz2y.

Pexomennyercss npuém (OCMOTp, KOHCYJbTALlMs) Bpadya-KapauoJiora TEPBUYHBIN |
noBTopHblii manueHTamMm co CJIOC ¢ momo3peHHMeM Ha MaTOJIOTHIO CeplIeYHO-COCYAMCTON
CUCTEMBI C IIeNBI0 TIOATBEPXKIACHHS JMArHo3a ¢ TOCICIYIONINM OIpEACICHUEM CTCIICHH
TSOKECTH BBIABJCHHBIX marosioruii [6, 48, 49, 50].

Yposennb yoenureabHocTH pekomenganuii C (YpoBeHb 10CTOBEPHOCTH 10KA3aTEIbCTB —5)

Pexomennyercest mpuéM (OCMOTp, KOHCYNbTalusl) Bpaya-TpaBMaTOJIOTa-opToIea
MIEPBUYHBIN U MMOBTOPHBINA, TIPU HEOOXOJUMOCTH, MAIIMEHTY C MOATBEPKAEHHBIM TUATHO30M
CJIOC nnst OuEHKM HaNU4Msl CKEJETHBIX JAeopMaruil, (yHKIHMOHAIBHBIX BO3MOXKHOCTEH
narueHTa, HeoOXOJMMOCTH 1 00bEMa JieueHus [6].

Yposensb yoenureabHocTn pekomenganuii C (ypoBeHb 10CTOBEPHOCTH 10KA3aTEIbCTB — 5)
KomMmenTapuu: xoucyromayus epaua-mpasmamonoza opmoneoa Heooxoouma Ons OYeHKU:
HAnU4Us CUHOAKMUIUU, NOAUOAKMUIUU U AHOMATUU NATbYEE HO2; NOOBUNCHOCMb KPYNHbLIX U
MENKUX Cycmagos;, NOmpeOHOCMU 8 Opme3ax 20AeHOCMONHO20 CYCmasd Uiu Opyeux
OpPMONeOUHeCcKUx U30enusix, MOOUIbLHOCMU, NOBCEOHEBHOU AKMUBHOCMU U NOMpeOHOCMU 8
A0aNMUBHbLIX YCMPOUCMBAX U Op.

Pexomennyercsi pueéM (ocMmoTp, KOHCYJBTAITH) Bpaya-JepMaToIiora
(mepMaToBeHEpOJIOTa) TEPBUYHBIA W TOBTOPHBINA, NPH HEOOXOJMMOCTH, MAIMEHTY C
noaTBepkAEHHBIM quarHo3oM CJIOC u KOXHBIMU MPOSBJICHUSMH CHHAPOMA C LEJIbIO
OIpe/IeJICHUS TAKTUKHU JieueHus [6].

YpoBeHsb yoenutesibHocTH pekoMeHaanuii C (YpoBeHb 10CTOBEPHOCTH 10KA3aTEIbCTB — 5)
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KommenTtapuu: y nayuenmos co CJIOC nabnooaemcs paznooopasue KONCHbIX NPOSGIeHUIL.
Bonvwuncmeo umerom ceemuviii ygem Kodcu U ceemibvie 80J10CbL NO CPABHEHUIO CO 300POGLIMU
poocmeenHuxkamu nepgoii cmenenu poocmea [9)]. Houmu y eécex nayuenmos nposensiomcs
9puUmMeMamosnvlie peakyuu Ha COIAHEUHbll C6em, NOIMOMY POOUMenU 3auuujarom ux om
connya. Okzema ommeuaemcsa y 10% nayuenmos. Kax npaeuno, KodicHvie nposieneHus.
CUHOPOMA He CepbE3HBL U MO2YM OblMb YCMPAHEHbl ¢ NOMOWbIO NPEBEHMUBHBIX MEp.

Pexomenayercst npuém (0CMOTp, KOHCYJIbTALINS ) Bpaua-OTOPUHOIAPUHT0JIOTa TEPBUYHBII
Y TIOBTOPHBIN, MPH HEOOXOJUMOCTH, MAIMEHTY ¢ NOATBepkIEHHBIM nauarnozom CJIOC mis
OLICHKU HAJIMYMsI naTojoruu co croponsl JIOP-opranos [6].

YpoBens yoenureanHocTn pexomenaanuii C (ypoBeHb J0CTOBEPHOCTH 10KA3aTeJIbCTB — 5)

Pexomennyercss npuém (OCMOTp, KOHCYJIbTAlUs) Bpada-Cyplojiora IEpBUYHBIN U
MOBTOPHBIN, MPU HEOOXOAMMOCTH, MALUEHTY € MOATBEpk AEHHbIM auarHozom CJIOC nns
JMAarHOCTUKY U Ha3HAYCHHsI CUMIITOMATHYECKOro JiedeHus [56].

YpoBens yoequreasHocTn pekomenaanuii C (ypoBeHb J0CTOBEPHOCTH 10KA3aTEJIbCTB — 5)
KomMmeHnTapum: npu ewiaerenuu cuudcenus cayxa 1100020 xapakmepa mpebyemcs
Habno0enue 8paia-cypoonoed, OUHAMUYECKUU KOHMPOAb 3d COCMOAHUEM CIyxd U
ce0espeMenHoe Ha3HaueHue 1e4eOHbIX U peabunumayuoHnvlx meponpusmuil. Ilpu nanuuuu
pacwenunst neda y pebenka co CJIOC moxcem 6vims sKccyoamusnbiii cpednuii omum. Taxoice
8 C6A3U C HapyuleHueM MUETUHUZAYUY, He UCKTIOYeHAa AYOUmMOopHAs Hetiponamus (Hetiponamus
CYX08020 Hepea), umo mpebyem OUHAMUYECKO20 KOHMpPOAsA 3a cocmosuuem cayxa. Ilpu
HApYWIEHUAX CHA U HEeBO3MOJICHOCMU NpoGecmu NOTHOYEHHOe UCCIe008aHUue CayXd
(kopomkonamenmuule cyxogvle gvizeanuvie nomenyuanvt (KCBII) u pecucmpayuio omeemos
Mo32a  HA  AMAUMYOHO-MoOynuposannvie mousl (ASSR)  pexomenoosano nposecmu
uccne0o8anue CLyxa  COCMoAHUU MeOUKAMEHMO3HO20 CHA.

Pexomenayercst mpuém (0CMOTpP, KOHCYJIbTAIMS) Bpaua-racTpOIHTEPOIIOra NEPBUYHBIN 1
noTopHbIX naruenTam co CJIOC, umeromum cumntomsl nopaxenus JKKT, s tnarHocTuku
Y Ha3HAUCHHS CHMIITOMATUYECKOTO JICYEHHsI, TP HEOOXOIUMOCTH - ONlepaTHBHOTO [6].
YpoBens yoenureasHocTn pexomenaanuii C (ypoBeHb J0CTOBEPHOCTH 10KA3aTEJIbCTB — 5)
Kommenrapun: anomanuu scenyoouno-kumeyno2o mpakma oviiu onucauwvt om 25% [8] oo
29% [9] Ouoxumuuecku noomeepacoénuvix cayuaes. OmMMeEUEHO MHONCECMBO KAK
cneyuguueckux, max u Hecneyuguieckue ocobennocmeni. Ommeuanucsb XxpoHuiecKue 3anopbul
UIU NOHOCHL, a Yy Haubonee MANCeN0 NOPANCEHHbIX NAYUEHMOE HAONI0OANUCL HEKOMOopble
S1eMEeHMbl HapYUeHUs MOMOPUKY KuuieyHuka. bviiu onucanvl nunopocmenos, marbpomayus

KUueyHuxa u 0oestb Fupmnpynea. Ocoboeo eHuUMaHUSA 3acnyacusaom nayuermsl C
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xonecmasom [8, 9]. Ilpeononacaemcs, umo Oannas namono2us 603HUKaem 6 pe3yibmame
AHOMANUYU JHCENUHBIX KUCIOM, XOMs MOYHble NAMO2eHemuyecKue MeXaHuzMvl OCMAaromcsl
Heussecmuvimu. Kax npasuno, cnabwiii annemum u pgoma (6e3 cmpyKmypHvlX AHOMAIUU 8 eé
OCHOB€e) NPox00am, Koeoa 0emu CMmaHo8amcs cmapuie.

*  Mnadenyam c¢ nepcucmupyrower peomou u omcymcmeuem npudbasKu 6 eece
He0bx00uMo nposecmu 00ciedosanue 0isi OOHAPYICeHUsT NULOPOCMEH03d. B dononnenue K
MWAmenbHOMy OCMOMPY mepanesma, peKomMeHOyemcs yibmpaszgykogoe uccieooganue (Y3H)
npuepamuuxa. Amaiuz  NEKMpOIUMO8  MOJHCEem — NpedoCmasums — OOKA3amenbCmed
2UNOXIOPEMUUECKO20 ATIKAI03A.

*  Tlayuenmam c XpoHU4ecKuMu 3anopamu uiu yepedo8aHuem 3anopo8 U HNOHOCA,
0COOEHHO eClu OHU C8A3AaHbI C OpYy2UMU NpU3HaAKamu ooneznu I upwnpynea, ciedyem npogecmu
UppU2OCKONUIO U/Uiu OUONCUIO MOHKO020 KUUEUHUKA, KOHCYIbMAYUlo y 8paia-xupypead.

Pexomennyercst mpuém (0CMOTp, KOHCYNbTAallMs) Bpada-JUETOJOra MEPBUYHBIA U
noBTopHbIA nanueHTaMm co CJIOC mpu BO3MOXKHOCTU C II€NIbI0 Ha3HAYEHUS HEOOXOAUMOUN
nuethl [6].

YpoBeHb yoenureabHocTH pekoMmenaanuii C (YpoBeHb 10CTOBEPHOCTH 10KAa3aTeJbCTB — 5)

Pexomennyercst mpuém (0CMOTp, KOHCYJIbTAIIM) Bpaya-I€TCKOro XUpypra/Bpada-xupypra
MEpPBUYHBII M TOBTOPHBIN, mpu HeoOxoaumoctu, mnamueHtram CJIOC ¢ npusHakamu
XUPYPTrUYECKON MATOJOTHH C IeNbI0 CBOEBPEMEHHON TUArHOCTHKHU U ONPEAETECHUS] TAKTHKU
nanbHerIero geueHus [6].

YpoBeHb yoenureabHocTH pekomenaanuii C (YpoBeHb 10CTOBEPHOCTH 10KA3aTeJbCTB — 5)
Kommenrapuu: nanpasnenue x xupypey u cmanoapmuoe jnedeHue peKoOMeHO0B8AHO Ol
MIA0eHye8 ¢ NPUHAKAMU NULOPOCEHO03d, MAalbpoOmayuy KuuledHuka uiu 0o1e3Hu
Tupwinpynea. J[na nexomopwix OONbHBIX €O CMOUKOU HeCnOCOOHOCMbIO NUMAMbCA
ecmecmeenHbuIM NYMéM, HeobXo0uMo 001208peMeHHoe pazMeujeHue 2acmpocmomsl, ¢
@ynoonnuxkayuei unu 6e3.

Jna nayuenmos ¢ noauoaxmuaueli peKoOMeHO08AHA KOHCYIbMAayus mpasmamonoza-
opmoneda. IIpocmoe ucceuenue 000ABOUHLIX NANLYEE MOHCEM OblMb GbINOIHEHO 6 OeHb
obpauenust, Xoms HeKOmMopvIM 0emsaM ¢ ROAUOAKMUNUEU HO2, NPU KOMOPOU OONOIHUMENbHbLE
nanvywvl Mo2ym Ovims Oojee pazeumol, mpedyemcs 6ojiee CIOHNCHbLL XUPYPSUYECKULL NOOXO0O.

Pexomenayercest puéM (OCMOTp, KOHCYJBTaIlMsl) Bpada-AeTCKOTO Kapauoyiora/ Bpaua-
KapAuoJora MepBUYHBIN U TOBTOPHEIN, IPU HEOOXOAMMOCTH, MAIUEHTAM C MIOATBEPKACHHBIM

nuarao3oMm CJIOC c 1enbto CBOEBPEMEHHOM TMArHOCTUKU MATOJIOTUU CEPIIEUHO-COCYIUCTOM
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CUCTEMBI, TP HEOOXOAMMOCTH, Ha3HAYCHHUSI CUMIITOMATHYECKOTO JICUCHUS U ONpPEICIICHUS
TaKTUKH JajbHelIero Habmoaenus [6, 48, 49, 50].
YpoBeHb yoenuresbHocTH pekoMenaanuii C (YpoBeHb 10CTOBEPHOCTH 10KA3ATEIbCTB — 5)

Pexomenayercsi mpuém (OCMOTp, KOHCYJIbTAlIMsI) Bpadya-3HIOKPUHOJOTA MEPBUYHBIN U
MMOBTOPHBIN, TIpH HeoOxoaumocTtH, namueHtam co CJIOC ¢ nenplo BBISIBJICHUS MPU3HAKOB
SHIOKPHUHHBIX HAPYIIEHUH, KOPPEKIIUH JaHHBIX COCTOSHUN M UX MOHUTOpHHTA [6, 78].
YpoBeHb yoenutesibHocTH pekoMenaanuii C (YpoBeHb 10CTOBEPHOCTH 10KA3aTEIbCTB — 5)

Pexomennyercss mpuém (ocMOTp, KOHCYJIbTallusl) Bpauda-Hedposjora TIEpBUYHBIA U
MMOBTOPHBINA, Bpada-ypoJiora/Bpada-IeTCKOro ypoJiora-aHapoyiora MpH HEOOXOIUMOCTH,
namuentam co CJIOC ¢ maronorueil MO4YenojaoBOM CUCTEMbI C IEIbI0 KOPPEKIUHU JTaHHBIX
COCTOSIHUI ¥ MOHHUTOpHHTa 3ab0seBanus [6].

YpoBeHb yoenutesbHocTH pekoMenaamuii C (YpoBeHb 10CTOBEPHOCTH 10KA3ATEIbCTB — 5)
KoMmMmeHnTapuu: npusnaku Hapywienuii MO4enosiosou Ccucmemvl GKIOYANU KUCHO3HYIO
oucnaasuto nouex (29%), anomanuu pacnonodxcenus novex (19%), %), euoponeghpos (16%),
06CmMpPYKYUIO J10XAHOYHO-MOYEMOYHUK08020 coedunenus (13%), yosoenue nouxu (13%) u
azenesuro nouex (6%). Ioueunvie Oegpexmovl Gviiu ommeuenvt ¢ 13% [8] u 29% [9]
ouoxumuyecku noOmeepHcOenHHvlx caydaes. Hapywenus eapvupyrom om annazuu noyeuusvix
JIOXAHOK 8 IMOPUOHATILHOM nepuooe 00 08YCMOPOHHEl d2eHe3UU NOYeK.

Pexomennyercst mpuéM (OCMOTp, KOHCYNbTAaIlMs) Bpada-ypoyiora (aHaposiora) u
SHIOKPUHOJIOTa BCeM mnamueHTaM Myskckoro mosa co CJIOC ¢ npusHakamu HapylieHUs
(hopMUPOBAaHHS OPTAHOB MOYETIONIOBOW CUCTEMBI C IIETbI0 KOPPEKIIMH JTAHHBIX COCTOSIHHIA [0,
79].

YpoBeHb yoenureabHocTH pekomeraanuii C (YpoBeHb 10CTOBEPHOCTH 10KA3aTeJbCTB — 5)
KommeHnTapuu: nanpasnenue x yponocy pekOMeHO08AHO OJi 8CeX NAYUEHMO8 MYHICCKO20
noia ¢ eunocnaoueu, KpUnmopxusmom uiu OpyeUMU aHOMATUAMU NOJIOBbIX OpP2AHO8,
Hanpumep, MUKPONEHUCOM.

Loobcrnedosanue: onpedenenue ypoHs 20HA0OMPONHLIX U NOL0GbIX 2opmonos (JII, DCT,

mecmocmepon) 6 Kposu, npoda ¢ Xopuonuueckum conadomponurom (XI'v) u op. [18].
IIpocno3 Ona ManbuyuKo8 ¢ AHOMANUAMU NOJIOBLIX OP2AHO8 CEA3AH C BbIPANCEHHOCHBIO
anomanuti. C COBpEMEHHbIMU XUPYPSUHECKUMU Memooamu, KAk Hpasuio, O00CMueaemcs
VO08IIemeopumeinbHulil 3¢hghexm om onepamuenoll Koppekyuu (yCmpaHeHus) 2Unocnaoull.
Manvuuxu ¢ Kpunmopxusmom OOJHCHbL HAOTIOOAMbCA 8 MedeHUue Nepeoeo 200a HCU3HU,
umoobbl OYyeHumvp, ONYCMAMCA AU AUYKU 6 MOWOHKY CHOHMAHHO. Y MAIbYUKo8 ¢

COXPAHAIOWUMCA  (NEPCUCUPYIOWUM) KPURMOPXUBMOM 00 2 Jem, peKOMeHOyemcs
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8LINOJIHAMb OpXonekcuro. Manvuuxku ¢ MUKPONEHUCOM U NAYUEHMbL C BbIPANCEHHOU CIENeHbIO
depuyuma mackyruHuzayuu (OBOUCMBEHHLIM CMPOCHUEM 2eHUMANUL) OO0JNCHbL OblMb
MwamenbHO OCMOMPEHbl, OJisL OYEHKU CMENneHU Pa3eumusi HaApPYHCHBIX NON0BbIX OP2aHO08 OJisl
onpeoeiieHusi Nold, 8 KOMOpom Oyoem 6biNOJIHeHA KOPPeKyus HOoAd U B0CNUMbIBAMbCS
pebénok. Omom eonpoc mpedyem KOANeSUANIbHO20 00CYIHCOeHUs 2pynnou  epadeli-
CReyuanucmos, KaUanwell ypoiozd, dHO0KpUHoI02a U 2eHemurka. B npunamuu pewenui,
Kacanowuxcs onpeoeienuss noid, OOINCHbL PACCMAMPUBAMbC HECKONAbKO akmopos. Bo-
nepsvix, Cyujecmayem NOoN0AHCUMENbHASL KOPPeayusl MedHcOy MsACeCmvblo 00UjeKIUHUYEeCKUX
npuznarxos CJIOC u 8blpasiceHHOCMbI0 AHOMATUL PA36UMUS NOTOBbIX OP2AHO8 Y NAYUEHMO8 C
kapuomunom 46,XY [41]. Dmo oznauaem, umo nayuenmor co CJIOC, umerowue msicénvle
Gopmbl dehuyuma MacKyIUHUZAYUU, KAK NPABULO, UMEIOM XYOWUll NPOSHO3 PA3GUMUS U
NOBbILULEHHbIU PUCK paHHel cubenu. Pewenus 06 onepayuu Ha no108biX 0peanax u cmexe nojid
O0JIIICHO ObIMb CONAHO C YYemoM pada (Paxkmopos, 8 mom yucie msdicecmu 3a0071e6aHuUs,
BDOJICOEHHBIX NOPOKO8 pa3eumusl, 803pacma u @YHKYUOHATIbHO20 COCMOSHUA pebEHKa,
NPOCHO3a 8 OMHOWEHUU NPOOOIHCUMENbHOCIU HCUSHU, PAZBUMUSL U COYUATLHO20 OCOZHAHUSL
[39; 80].

Pexomennyercst mpuéMm (OCMOTp, KOHCYJbTAllMs) Bpaya-TUHEKOJIOra MEPBUYHBIA U
MOBTOPHBIA TIPH HEOOXOAMMOCTH, ManueHTaMm jkeHckoro mona co CJIOC c¢ mpusHakamu
HapylieHus: (OPMHUPOBAHUS TIOJIA WJIM aHOMATUSMHU Pa3BUTHSI IOJIOBBIX OPTaHOB C IEJIBIO
JUATHOCTHKHU M KOPPEKIINU JaHHBIX HAPYIICHUH, Y MAllHCHTOK PEIPOTyKTUBHOTO BO3pacTa —
TaK>Ke JJIs1 OLIEHKH PEMpPOAYKTUBHOTO MOTEHIMANIAa U 00CYKACHHS BOIIPOCOB O MIIAHUPOBAHUU
OepeMeHHOCTH, T0pOo0BOil mpodunakTuky [6, 45].

Yposens yoeaurennHocTi pekomenaanuii C (ypoBeHb 10CTOBEPHOCTH I0KA3ATEILCTB — 5)

PexoMeHaYOTCH TICPBUYHBIC W IOBTOPHBIC KOHCYJIBTAIIMN Bpadell U WHBIX CHCITHATNCTOB
W3 MEIUIMHCKON OpraHu3aluil Win e€ CTPYKTYpHOTO TOJpa3ielieHus, OKa3bIBAIOIIETO
CHEIHATM3UPOBAHHYIO0 MAITHATUBHYIO MEIUIIMHCKYI0 moMolnpb naruenTam co CJIOC, mpu
HaJU4YUH TTOKa3aHUH, ISl onpeneneHrs o0béMa HEOOX0IMMON MANTMATUBHON MEAUITMHCKON
oMo [6].

Yposens yoenureanbnocTu pekomenganuii C (YpoBeHb J0CTOBEPHOCTH 10KA3aTeJbCTB — 5)

KomMmeHTapuu: koncyremayus OmHOCUMENbHO NALIUAMUBHOU MEOUYUHCKOU NOMOWU
Modicem oKazvleamvcs Ha écex smanax eedenus nayuenma ¢ CJIOC: npu nocmanoske
0UacHO3d, 80 8pemMsa NPUHAMUSL KIIOYEBbIX MePANnesmuiecKux peueHull, npu 603HUKHOBEHUU

HCUZHEY 2P OIHCAIOUWUX COCMOAHUL, A MAKHCce 8 mepmunaﬂbﬂoﬁ cmaouu 3a0601e6anus.
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PexomeHayI0TCSl TIEPBUYHbBIC M MOBTOPHBIE KOHCYJIbTAllMU Bpauya-TICUXUATpa AETCKOro/
Bpaua-nicuxuarpa mnanueHtaM co CJIOC npu HEOOXOAMMOCTH C IIeNIbI0 BBISABICHUS
MICUXUYECKUX PACCTPOMCTB, MOBEICHUCCKUX HAPYIICHUI U UX KOppekiuu [6].

YpoBeHb yoenutesbHocTH pekoMenaanuii C (YypoBeHb 10CTOBEPHOCTH 10KA3aATEJIbCTB — 5)

Pexomenayercss mnpuém (OCMOTp, KOHCYJIbTallUsl CIELUUAIMCTa 10 MEIUIIMHCKOM
peabmnmutanu  (Bpaya 1O  MEAMIIMHCKOM  peaOwiHTanuu/Bpada  (QU3HYECKOH U
peabUIUTAIIMOHHON MEIUIIUHBI-peabuITUTONIOra/Bpada Mo JjedeOHoW (U3KYIbTYpe U IIp.)
MEPBUYHBIN 1 TOBTOPHBIN Ipu HeoOxoaumocTu nauenty co CJIOC ans onpenenenus 00bEma
U 11aHa peabuuranuu [6].

Yposenn yoenureabHocTH pekomenaanuii C (ypoBeHb JI0CTOBEPHOCTH 10KA3aTEILCTB — 5)

3. JleueHue, BKJIKOYASA METUKAMEHTO3HYIO0 M HEMEIUKAMEHTO3HY IO
Tepanum, IUeToTepanuio, 00e300,1uBaHue, MeIUIUHCKHE
NMOKAa3aHMUs U NPOTUBONOKA3aAHUS K IPUMEHEHUIO METOA0B
JIeYeHus1

Jleuenue cunopoma CJIOC exnouaem kak namozeHemuyeckoe iedeHue — Ouemomepanuio,
max u npogedeHue CUMNMOMAmu4eckou mepanuu, HanpasileHHoOU Ha YMeHbUleHUe 8MOPUYHBIX
OCIOJHCHEHUU. Beoenue  nayuenmoé ¢ cunopomom  CJIOC  npeononacaem
MYTbMUOUCYUNTUHADPHBIL NOOX00 C 005A3aMeNbHbIM  YUACMUeM 2eHemuKos, He8poJ0208,
2aCMpPoOIHMeEpPosIo208,  KApOUoi0208, OPMONEO08-mpaemMamono208 U epadeii  Opyeux

cneuuaﬂbHocmezZ, umeruux onbvlm 6 j1e4eHuU 3noco pedkozo 3ab01esanu.

3.1 MeagukaMeHTO3HAS Tepanus
B nHacmoswee epems nem edunozo muenusi omrHocumenvuo "onmumansvHou” cmanoapmuou

mepanuu o5 auy co CJIOC, omuacmu u3-3a peOkocmu u, cie008amenbHo, MAlOU3y4eHHOCMU
MO0 COCMOSHUSL.

Cuumaemcs, 4mo OONLUUHCIBO KOCHUMUBHBIX U Heliponosedenueckux Hapyuernui CJ10C
AGIAIOMCA  pe3yIbmamom —codemanus oeuyuma XoiecmepuHa U HaAKonieHus 1-
oecuopoxonecmepuna enympuympoono [59]. Xonecmepun sensemes neomwvemnemori wacmoio
ouonocuyeckux memoparn u HeoOX00UM ONs CUHME3A MHCENYHBIX KUCIOM, CMepOUOHbIX
2opmono8 u muenuna. OHu maxdice HeoOX00uUMbl 011 NOCMMPAHCIAYUOHHOU MOOUPUKayuu
HeCKONIbKUX CUCHANbHBIX benkos hedgehog, a umenno SHH [59].

Bucyepanvuvie nopoxu pazsumust hopmupyromes ewe 6HympuympooHo, mo ecmov, K020a
n100 He 8 COCMOSAHUU YOO0BIemBOPsAmb C80U COOCMBEHHbIe NOMPEOHOCMU 8 IHOOSEHHO

CUHME3UPYeMOM Xolecmepure, HeoOX00UMOM OJisl HOPMATbHO20 opeanoeenesza [59]. Taxum
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oopasom, uoeanvHviM nooxooom kK Jnevenuro CJIOC sengiomcs noevluleHue YpoGHs
XonecmepuHa u CHUdCeHue ypoeus - u 8- 0ecuopoxonrecmepuna 60 8pems. HYmMpuympoOHo20
paseumus niooa, Ymo odecneyusaem HOPMAIbHYI0 aKmusayuio cueHaivHulx nymet SHH u
cunmes panee YNOMAHYMbIX OCHOBHLIX MemaboaUmos - npou3eo0HuIX xoiecmepuna. Taxou
n00X00, 8ePOSIMHO, NPedomepamul Ovl pazeumue ps0a HeUpoONnoBeOeHUeCKUX U KOSHUMUBHBIX
HapyuweHutl 8 nepsyio ouepeds y auy co CJIOC. Oonaxo maxoi no0xoo0 K 1e4eHur0 0Cmaemcs
CIIOJACHBIM U 8 HACmoAwee 8pems HeOOCMYNEH.

C Opyzou cmopoHbl, NOCKOALKY pa3eumue HEPEHOU CUCMEMbl He NPeKpawaemcs npu
POIACOCHUU, A BMECHO IMO20 NPOOOIHCAENCSL 8 NOCIEPOO0BOl NEPUOOD U 8 medeHue Nepebix
nAMU 1em HCU3HU NOO 030eUCMEUeM PA3IUYHBIX hakmopos okpyicatowell cpeovt [81- 84],
MOOYIUPYIOWUX €20, npueM 000aB0K XOlecmepuHa emecme CO CHUNCeHUeM YposHell T-
0e2uopoxonecmepuna u Opy2ux HetupomoKCUUHbIX MOJIEKYI-NPeouecmEeHHUKO8 X01eCmepuna
ModHcem YIyUuUms Uil OMcpo4ums B03HUKHOBEHUE KOSHUMUBHBIX U HeUpONn08edeHYecKux
HapyuieHutl, Komopbvie 8 NPOMUBHOM ClyHae, CKopee 8ce20, NPOABIAIUCL Obl OoJlee cepbe3HO
be3 Kaxkozo-1ubo emeutamenscmaa. /lercmsumensbHo, Ooiee panHee Ha4aI0 npuema 000a8oK
C X01eCmepuHoM NPOOEMOHCMPUPOBALO Oa1a2onpusmusiil 3ghgekm 6 omcpouke Havanra PAC
unu cHuscenuu ux msaxcecmu y auy co CJI0C [81, 85].

Osicuoaemasn npooondxcumensrocms scusnu npu CJIOC onpedensiemcs 6 nepgyro ouepeos
MANCECMbIO NOPOKO8 PA3GUMUSL 8HYMPEHHUX OpP2AHO8 U KAYeCmBOM No00epicusarouiet
mepanuu. Yacmo  mpebylomea — xupypauueckue — Meuamenbcmeda  no - YCMpAameHuro
BDONCOEHHBIX AHOMANUU U YCMAHOBKA 2aCMPOCMOMbL Ol NOOOEPHCAHUS HYMPUINMUBHO2O0

cmamycda.

3.1.1 IlaToreHeTn4eckasi MeAUKAMEHTO3HAS TePaNus
PeKOMeHI[yeTCﬂ BCCM IMallMCHTaAM € CHHAPOMOM CJIOC wHa3nauenue JUCTBI C

HCIIOIB30BaHUEM SK30T€HHOTO XOJIeCTeprHA (B TOM YHCJIE€ BO3MOKHO Ha3HAYEHWE MHUIIEBOM
N00aBKM) C I€JIbI0 BOCCTAaHOBJIEHUS MeETa0OIMUYECKUX TPOIECCOB U  yMEHbIIEHUS
KIIMHUYECKUX TPOsIBIICHU# 3a00eBanus [ 86-88].

YpoBenb yoeauTeIbHOCTH peKoMeHaanuii B (ypoBeHb 10CTOBEPHOCTH 10KA3aTEILCTB — 2)
KommenTtapuu: CJIOC 6o3nuxaem uz-3a oegpexma cunmesa XonecmepuHa, 8 CesA3U ¢ vem
neuenue goxycupyemes na oueme [89- 93]. C yenvio obecneuenus nocmynienus xoiecmepuna
0N YAVYUIeHUs UMU 0adce HOPMANU3ayuu YpPOoeHs XONeCmepuHa Nia3mbvl UCHOAb3VIONCA

AUYHBLE JHCEIMKU (a maKdice Opyaue NPOOYKMbL € 8bICOKUM COOEPHCAHUEM XONeCMEPUHA) U/UNU
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nuwesas 000a6Kka Xorecmepuna (KpUCMAaiIuieckKuil Xoiecmeput, pacmeopEenHHblil 6 COe6oM
macne ¢ konyenmpayueti 200 me/mn).

Hosza xonecmepuna unousudyanvna u eapvupyem om 40 0o 150 me/ke/0env (8 cpedHem
cocmasnsiem 100-150 me/ke/0env) [89]. V bonvuwuncmea nayuenmos, nonyuaswux 0obasku
XonecmepuHa OblI0 OMMEYEHO YIyuueHue npubaeky 6 eece, HOPMAIU3AYUsL 6 NiA3Me KPOsU
VDOBHsI XOllecmepuHa U NobluleHUue OO0IU XOIeCmepuHa cpeou Cmepoios CyMMAapHO.
Ommeueno, umo y nayueHmos, NOAYYAIOWUX O000ABKU XONeCMepuHa, CHUNCAemcs
3a601e6aemMoCcmb UH@PEKYUAMU, YIYUUAEMC CNOCOOHOCIb NEPEeHOCUMb NUWY, NoseoeHue
(nayueHmovl CMaHOBAMC MeHee pazopadcumenrbHblMu 1 60aee NOCIYWHbIMU), pecpeccupyiom
AGNeHUsT NOIUHeUponamuy, coinb u ceemouyscmeumenviocms [87, 88]. Oonaxo ne 6wvL1o
OMMEUEHO BbIPANCEHHBIX UMeHeHull Hetiponosedenyeckux nposeienuu CJIOC [81]. Dmo 6
nepgyio  ouepedb  C8A3AHO €  HECNOCOOHOCMbIO  XOlecmepuHa  npeoodo.iesambs
eemamosnyepanuveckuti bapvep (I'S6) u e2o oepanuyennol abcopbyuell 8 KuueuHuUKe npu
nepopanvrom oobasnenuu 6 payuon [4, 87, 89]. [Jsa doreocpounvix ucciedosanus kocopmol
nayuenmog uz oOonee uyem 50 nayuenmos, y KOMOPbIX U3YYANOCL GIUAHUE 000ABNIeHUs
Xonecmepuna 8 nUWy, He CMO2IU NPOOEMOHCMPUPOBAMb KAKUX-TUOO VIyYUeHUl pa3eumus
[92, 93]. Xoms nocmynnenue donoanumenvrnoeo xonecmepuna ¢ nuujetl NOOHUMAEm YPOB8eHb
00We2o Xxonecmepura 6 CbleOPOmMKe, SMoO He OKA3bleaem 00CMOBEPHO20 GIUSHUSL HA YPOBEHb
7 - unu 8 - oecuopoxonecmepuna [92]. Juemuueckue 0obasxku xorecmepuna 6 Hacmosujee
8peMA ABNAIOMCA PYMUHHOLU NPOYeOYPOl, 0OHAKO, He 8ce Oemu OalOm Ha HUX NOJIOHCUMNETbHbLIL
omeem. B ceéa3u c smum ciredyem uHOUBUOYATbHO NOOXOOUMb K HA3HAYEHUI0 000a80K
XOJleCmepuna u y4umuléams e20 cooepicanue 8 hamypaivHolx npooykmax [20, 94].

Cooepoicanue xonecmepuHa 8 npooykmax numanusi npeocmaenena 6 Ilpunoscenuu A3.6.

Pexomenayercs Bcem nanuentam ¢ cuaapomMoMm CJIOC Ha3zHaueHUEe XO0JIEBOM KHUCIIOTHI C
L[eTbI0 YIYUIIIeHHUs BCACHIBAHUS XOJIECTEPUHA C TTUIIEH U TIOBBIIIICHHS YPOBHS X0OJeCTepUHA B
wia3me [86].

YpoBeHsb y0enuTeJIbHOCTH peKoMeH1annii B (ypoBeHb 10CTOBEPHOCTH 10KA3aTeJILCTB — 2)
KommenTapuu: odosa xonesou xuciomwl (10-15 me/ke/cym). [lobasku xonesou Kuciomol
XOpOUIO NePeHoOCAmes U NPUBOOAM K NOBbIULEHUIO VPOBHS XOJleCmepuHa 6 niasme Kposu )
oorvwuncmea nayuenmos ¢ CJIOC.

Pexomennyercst Bcem manueHtam c¢ cuaapomom CJIOC Ha3HaueHHEe BUTaMHUHHO-
MUHEpaJIbHBIX 100aBOK ¢ aHTHOKcuAaHTamMu (A11AA ITlonmuBuTamuHBI B KOMOWHAIIMHM C

muHepanbubiMu - BernectBamu/ Al11AB  TlonmuBuTtamMuHBI B KOMOMHAIMKA C JAPYTHMHU
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npenapatamu/ 0020 AHTHUTHIOKCAaHTBI M AHTHOKCHIAHTBI) C IEJIbK0 BOCCTAHOBIICHHS
METabOJIMIECKUX MPOIIECCOB U YMCHBIICHUS KIIMHUYECKUX TPOSBICHUI 3a00neBanus [86].
YpoBeHb y0enuTeIbHOCTH peKoMeH1aiuii B (ypoBeHb 10CTOBEPHOCTH 10KA3aTeJILCTB — 2)
KommenTapuu: 7- u 8- Oeeudpoxonecmepun «OKUCIAIOMCA» U NPeBPAWAOMC 8
OKCUCMeEPUHbL, KOMOpble MOKCUUHBL OJis1 20108HO20 M0O32a U 21d3. Beedenue anmuokcuoanmos
YMeHbuaem obpaz08aHue OKCUCMEpPOl08 U MAaKum o0pazom 3awjuujaem 20J06HOU MO32 U
21a3a om MoOKCUYHBIX NOOOYHBIX I hexmos.

bonee moco, nayuenwmam co CJIOC nasnauaiom oobasku (0150 Jipyeue BA/v1)

arcupopacmeopumvlx sumamunos (Hanpumep, AIIHAO3 mokogepora (sumamuna E) unu
kogpepmenma Q10 (CoQ10) (0004 BALvr — sumamumnsl, sumamuHono0oduvle seujecmed u
Koghepmenmsl) (UIU UX KOMOUHAYUIO) 8 NONBIMKE VYBETUUUNMb UX HUSKULL YPOBEHb, 0MHCUOAEMbIL
npu smom 3abonesanuu [93, 95- 97].
B mpexnemnem npocnexmuenom uccnedosanuu Katalin Koczok u coasmopos, 20e npunsanu
yuacmue wiecmsv nayuenmos 8 gospacme om 4 0o 21 2oda, npuem 0obasxku sumamuna E
(mokogepona ayemama) npusen K nogvlulenuio sumamuna E 6 niasme kposu, cHudcenue
azpeccuu, CamonopedcoeHull, pazopaxcumerbHoCmy, 2unepakmusHocmu, oeguyuma
BHUMAHUSL, ABMOMAMUZMOS, HAPYWeEHUs CHaA, @omoyyecmeumenbHocmolo. Hauanvuas
cymouHas 0o3a moxoghepona ayemama cocmasnsna 230 me ona oemeti 8 ospacme 4—10 nem
u 2 x 230 me ona nayuenmos cmapuie 10 nem. /[o6aexy 86oounu 80 epems edvl uepes
2acmpocmomuyeckuti 3010 unu per os (230 me moxogepona ayemama sxsusanrenmuo 103,5
me a-moxogepona) [98].

Pexomennyerces namuentam ¢ curapomom CJIOC Ha3HaueHue #cUMBAacTaTHHA C ENbIO
BOCCTAHOBJICHHUSI META0OJMYECKUX TPOIECCOB UM YMEHbBIIEHUS KIMHUYECKHX MPOSBICHUN
3aboneBanus [99].

YpoBeHsb y0enuTeJbHOCTH pekoMeH1anuii A (YpPOBeHb 10CTOBEPHOCTH J0KA3aTEIbCTB — 1)

Kommenrtapuu: Cuumaemcs, umo cmamunvl, se61aicy uneubumopamu 1'MI-KoA-
pedykmaswl, hepmeHma, Kamaiuzupyouie2o cmaouo OUOCUHmMe3a Xoaecmepund, oKa3vleaom
onazonpusmuoe ouoxumuueckoe oevcmeue npu CJIIOC nymem uneubuposanus I'MI-KoA-
PeoyKmaszvl, meM CAMbIM CHUJCAS YPOBHU MeBAJIOHAMA U B6CeX €20 HUNCeCMOAUUX
Memaboaumos-npeouecmeeHHUK08 xoaiecmepuna, exkuoyas (- u 8- Odecudpoxoiecmepun,
sosneuenvix ¢ namoeenes CJIOC [59, 100, 101]). Taxowce Ovi10 noxkazano, umo cmamumbl
nosviuarom sxcnpeccuto DHCR7, 00no8pemeHno uHOYYupys aKmusHOCMb yice 00CHYRHO20
Gepmenma, y Uy co 3HAYUMENLHOU OCMAMOYHOU hepMeHMamuHol aKmugHoOCmylo (m.e. ¢

SUNOMOPPHBIMU ANNENbHBIMU 8apuaHmamiL). /leticmeumenbHo, HeCKOIbKO UCCIe008aHULl Ha
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JHCUBOMHBIX U OMOENbHblE COOOUeHUsT HA 00X NPOOEMOHCMPUPOBANIU  diCeldeMble
buoxumuueckue uzmenenus nocie npumernerusi cmamunog npu CJAOC: cnudicenue ypoers 1-
oecuopoxonecmepuna 3a cuem unoykyuu axmusHocmu DHCR7 u napadokcanvhoe
noswvluterue yposrs yupkyaupyiowezo xonecmepuna [93, 101, 102]. boree moeo, dobasnenue
CMamuHo8 Kk 0006a8Kam xoiecmepuHa, no CpasHeHuio ¢ 0006a6Kamu Xoiecmepuna omoenbHo,
demMoHcmpupyem boee 8ulpadiceH bl Ihghekm 6 cHudCeHUU YPOBHs T-0ecudpoxoiecmepunda
u nosvieHuu yposHs yupkyaupyiowezo xorecmepuna [100]. Hakowney, uccreooeamenu 6
9Motl 001acmu 8b10PAIU CUMBACMAMUH 8 NEPBYIO 0Uepedb, NOCKONLKY OH A8IAemcs Hauboee
JUNOPUILHBIM U3 8CeX OOCMYNHBIX CHAMUHO8 U, Cle008amelbHo, 0b1adaem Hauboabuel
cnocobnocmoto nponuxams uepez 196 [101]. Iloomeepocoas mnocoobewaiowyo ponb
mepanuu cmamunamu y demeti co CJIOC, 68 HecKoIbKUX 0nyOIUKOBAHHBIX HA CE200HAUHUL
O0eHb omyemax o0 Cay4asx 3a001e6anus 3aPUKCUpoO8ano O1a2ONPUAMHOE CHUNCEHUE YPOBHsL -
0e2udpoxosieCmepuna U oiceiaemoe NOGblUUEHUEe VPOBHS XOAeCMepUuHd 6 Nida3me, Ymo
nPUBOOUM K YCKOPEHHOMY POCIY U yMeHbuleHuto nogedenyeckux anomanui [4, 93, 101, 102].
Jleuenue cmamunamu Ha ce20OHAUWMHUL O€Hb ODLIYHO BKIIOYAN0 CMAMUHbL 8 OONOJIHEHUE K
000a8Kam XonecmepuHa Ui CMAmMuHbl NIIC CEEHCE3AMOPONICEHHAs NAA3MA 8 Kayecmee
ucmounuka xonecmepuna. Jira u coasmopol cOOOWUIU, YMO OIUMENbHOE JeYeHue O08YX
nayuenmog ¢ CJIOC cumsacmamunom, KOmopomy npeouecmsosano 0OMeHHoe neperusanue,
ObLIO CBA3AHO C 00JI208PEMEHHBIM YIYUULIEHUEM COOMHOWEHUs [-0ecudpoxosiecmepuna K
Xonecmepuny 6 naasme u CRUHHOMO32080U dcuoxocmu. [lopmep u coaemopul coodwunu o
pesyibmamax — nedenus — cumeacmamunom — guopooracmoe CJIIOC ¢ ocmamounou
Gepmenmamusno  akmusnocmvio DHCR7. Dmo  ucciedosanue nokazanio CHUdICEHUe
KOHYyenmpayuu 1-0ecuopoxoiecmepuna U yseludeHue CUHme3d XolecmepuHd, KOmopule,
NPeOnoNOACUMENLHO, NPOUCXOOSM 3a CUem NOBbIULEHHOU IKCAPECCUU MYMAHMHO20 ALLeNs C
ocmamounou gyukyuell (uneuouposarnue HMG-CoA evizvieaem co2naco8anHy0 akmusayuro
OonbUUHCIEA hepMeHmOo8, HeoOX0OUMbBIX OJisL CUHIE3Ad XOJleCIMepPUHa).

Cumeacmamun HaA3Ha4yaemcsi OOHOKPAMHO C NOCMeneHHbiM nosviuenuem 0o3zvl 0,5
me/ke/oennb - 1,0 me/ke/0eHb u KoHmpoaem MmpaHcamunas u KpeamuHKuHasoi.

Hasnauaemca npu oocmamounoll 0CmMamouyHou aKmueHOCMU 7-0e2udpoxosiecmeput
pedykmaswl (npu coomuouteruu 7+8 decuopoxonrecmepuna u xonecmepuna <0,5).

Cumeacmamu, uHeubumop HMG-CoA-pedykmasui, NPOHUKAIOWULL yepes
cemamodnyedanuveckuti oapvep, oOvin npeonoxcen 0aa aedenuss CJIOC Ha ochosanuu
uccnedosanuii N Vitro u in VIVO, npeononazaiowux, 4mo CumeacmamuH yeeiuuusaen

akcnpeccuro  eunomopguvix  amrenreu  DHCR7.  Pandomusuposannoe — niaye6o-
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KOHmMpOupyemoe ucciedo8anue npogepKu 6Oe3onacHocmu u d¢gexmusHocmu mepanuu
cumgacmamunom npu CJIOC noxazano, umo npenapam OmMHOCUMENbHO 0e30naceH Y
nayuenmos co CJIOC, ynyuwaem coomuouwieHue 0e2uopoxoiecmepur/oouutl cmepon 8
CblOPOMKeE U 3HAYUMENbHO YMEHbUAEN CUMNIMOMbL PA30PaNCUMENbHOCMU ) NAYUEHMO8 C
neexoti u kaaccuweckou CJIOC. Tem He meHee, meKywjue uccied08aHus NOKA3bIBAIOM
02PAHUYEHHYIO NOJb3Y O/ Kavecmea dicuzhu uiu evioicusaemocmu [99, 101, 103, 104].

Oonaxo 30ecb cmoum YNOMAHYMb Omyem O JeYeHUuu CUMBACMAMUHOM NAYUEHMKU C
mscenvim CJIIOC, 6o3Hukwum u3-3a Hynesvix oOuaiienvhvix mymayuti ¢ cene DHCR7,
Komopble npugeiu K ycyeyoieHuro depuyuma xoiecmepuna u omodyscmseumenibHoCmu, 8
pe3yibmame 4e20 asmopbl 3MO020 UCCIe008AHUL NPUULIU K 861800V, UMO NOJIONCUMETbHBLI
apexm nevenus cmamurami, 8epPOSAMHO, CMEWeEeH 8 NOb3Y MOAbKO Ul ¢ 00CMAMOYHOU
ocmamounou axkmusnocmoio DHCR7, npesviwarowen 5% om nopmer [91]. 3amem smom
MOMeHm Obll 80CNPOU3BEOEH 8 UCCIe008AHUAX HA KIEMOYHbIX KYIAbMYpPax, NOKA3bl8AOWUX,
umo GubpodIaCmbl C HYNe8bIMU MYMAYUAMU U 3AMEMHO CHUdCceHHOoU akmusHocmbio DHCR7
cmpaoarom 2ryOoKol MOKCUYHOCIbIO U 2Ubenblo KIemoK Nocie JedeHus CUMBACMAMUHOM
[102]. Dmu nabriooenus anpuopu npeononacarom odxcudaemviii Ougppepenyuanvrwlii d¢hgpexm
neuenus cmamunamu npu CJIOC y auy ¢ docmamounoi ocmamoyHou (pepmeHmamueHol
axmusrnocmoio DHCR7 (m.e.> 5% om Hopmbl) no cpasHeHuro ¢ iuyamiu ¢ O4eHb HU3KOU Ui
omcymemsyroweu akmusrocmoio DHCR7 (m.e. <5% om nopmbwi)

Cmamunbl  Mo2ym  makoice  CHUNCAMb  YPOBEHb  XOJNeCMeEpUHd, 4Ymo  A611emcs
nexcenamenvruim d¢hgpexmom npu CJIOC.

Pexomenoyemces cobnrooams ocmoposicHocms npu Haswawenuu cmamunos npu CJIOC,
NOCKOJIbKY CIAMUHbL CHUNCAIOM KOHYeHmpayuio 24S-euopokcuxorecmepuna 6 niasme Kpou
v nayuenmog 6e3 CJIOC, umo ceudemenbcmeyem O CHUNCEHUU CUHME3Ad XOLecmepuHd 8
mozee. To, cuudxcarom au cmamunvl cunmes xorecmepuna y nayuenmos co CJIOC,
HeobXo0umMo noomeepoums oanvHetimumu ucciedoganuamu. Cooowanoce o 3aMemHoOM
NOBbIUEHUU YPOBHA MPAHCAMUHA3 U KpeamuHnKuHazvl y nayuenmos co CJIOC @ 6onee
msicenou popme. Jnsa oyenku s¢hghexmusnocmu u bezonacnocmu cumeacmamuna npu CJ10C

HeobX00UMbl KOHMPOAUpyemble 00120CPOUHbLE UCCIe008AHUS.

3.1.2. CumnromaTuyeckasi MEAUKAMEHTO3HAS Tepanus

Cumnmomamuueckoe neverue psoa npossienuti cunopoma CJIOC ne cneyuguuno u nuvem

He omauyaemcs om makmuxu, UCNONb3yeMoul y opyaux nayuenmos. Cmanoapmuas mepanus
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C npusneyeHuem npo@UILHBLIX CHEeYUATUCMO8 NPOBOOUMCS NpU OUCPYHKYUU KUUeUHUKA
(cacmposzoghazanvhviii peiokc u 0p.), NCUXUYECKUX PACCMPOUCMBAX U NOBEOEHUECKUX
npobnemax (3a UCKIIOYEHUeM HEeKOMOPbIX NPenapamos), dNULENCUU, AHOMAIUAX NOTOBbIX
op2anos, oghmanbmonocuueckux 3a601e6anuax (Kamapaxma, nmos, Kocoanasue), cepoeyto-
€OCYyOUCMbIX NOPOKOB, PEYUOUBUPYIOWUX OMUMAX, HAONOYEYHUKOBOL HeOOCMAMOYHOCTU.
1pu mvlueunol 2unomMoHUU U MbILLEYHOM 2UNEPIOH)Ce He0OX00MAa KOHCYIbMAayuU 8payda-
Mpasmamono2a-opmoneod, 6paia GuU3U4ecKol MeOuyuHsl U peaburumayuu, usuomepanus
u opmoneouyeckue uz0enus, Pacmsadicka 0sk npedomspaweHusi KOHmpaxkmyp u nadenui [6].

Ilpu  cmomamonocuueckux  npobremax  HeoOXo0UMO  NPABUILHO  GblOUpamby
cmomamoino2udeckue npucnocooenus u memoowvt ceoayuu [23].

Pexkomennyercss npu HeoHaTanbHOM XoJiectaze manumeHtam co CJIOC koHCymbTamus
Bpaya-raCTPOIHTEPOJIOTa C HA3HAYCHUEM TEPANUH XOJIECTEPHHOM M JKETUYHBIMU KHUCIOTaMHU
[6].

YpoBens yoenureanHocTn pekomenaanuii C (ypoBeHb J0CTOBEPHOCTH 10KA3aTeJIbCTB — 5)

Pexomennyeres namuentam co CJIOC mpu HapylieHUU CHa Ha3HAUYCHUE MEJIATOHUHA IS
KOPPEKLUH coCcTOsTHUS [6].

YpoBeHb yoenureabHocTH pexkoMmenaanuii C (YpoBeHb J0CTOBEPHOCTH 10KA3aTeJbCTB — 5)
KommenTapuu: npu neagpgpexmusnocmu paccmompems 603MOHCHOCHb OPYeUX CHOMBOPHBIX
npenapamos.

He pexomenayercs nedenne mnanueHtoB co CJIOC ramomepuaoioM U JAPYyTUMHU
npernaparamMmu 3TOTo Kiacca C IeIbI0 KOPPEKIIMU MICUXUYSCKUX HapyieHui [59].

YpoBeHb yoenureabHocTH pexkoMmenaanuii C (YpoBeHb 10CTOBEPHOCTH J0KA3aTeJbCTB — 5)
Kommenrapuu: Jleuenue canonepudonom modxcem ycy2youms OUOXUMUYECKUE HAPYULEHUS
cmepona y mooeti ¢ CJIOC u gviz6ams ycuieHue CUMRIMOMOS.

Jpyaumu NCUXOMPONHBIMU npenapamamiu, NOBLILUATOWUMU VposeHb 7-
oe2uopoxonecmepuna, s60mcs mpazoo0on u apununpazon (Abilify®) [106]. Taxum
obpazom, HeobXo0UMO CONOCMABUMb NONbL3Y MAKUX JEeKAPCME ¢ NOMEHYUATIbHLIMU
HecamusHulMU N0OouUHbIMU I Gexmamu. [lockonvky muozum nodam ¢ CJIOC deticmeumenbHo
mpebylomcsi  NCUXOMPONHvle NPenapamvl, PeKOMEHOVemcs Mujamenbhblll MOHUMOPUHS

KIUHUYeCKUx npus’na:coe/cumnmomoe U KORHyeHmpayuu 7-()e2u()p0x0ﬂecmepuua 6 Cbleopomke.

3.2 Xupypruueckoe je4yeHue
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V nayuenmos npogoosam xupypeuyeckoe ederue no n0800y AHOMAIUU PA3GUMUsL, MAKUX
KaK BpOJiCOeHHble NOPOKU cepoyd, pacuyenieHue HEOA, aHOMAIuU 2eHUMAanull, YepentHo-
Juyesvie, KHeey0ouHo-KumeyHvle depexmol u depexmul koneunocmeti [20, 55].

Xupypeuueckas Koppekyus opeano8 noioeoli CUcHmemsl y NAYUueHmos, UMerwux aHoMAaIuu
pazeumusi 2eHUManuil (Kpunmopxusm, cunocnaous, xopoa, mukponeruc u op.), npu CJIOC
HecneyuguuHa 01 bIsIBIEHHO20 NOPOKA U NPUHYUNUAILHO He OMIUYAemcs om MmakmuKu,
npumMeHsemou y Opyaux nayueHmos ¢ mem dice oegpekmonm, ne umerowux CJIOC. Ucnonvzyrom
obwenpunamole KIUHUYECKUE PeKOMeHOayuu no JedeHuro mux 3abonesanuii. Buviboop
Koppekyuu (heMuHu3upyrowas uiu MACKyIUHUUPYIOWAs RIACMUKA) 3a8Ucum om Kapuomuna
U Xxapakmepa pazeumus NOLO8bIX opeanos. Ilayuenmam ¢ Ouceenesueil 20HAO 6 GUOY
BO3MOINCHOCMU UX O03/10KAYeCMEIeHUss HeoOX00UMO Habno0eHue U peuleHue 8onpoca 0O ux
yoanenuu [107].

B cnyuae evinonnenus comadskmomuu HeoOX00umMo HabOeHue y OHKONo2a (OHKO-
VPON02a/2UHEKONI02a) U IHOOKPUHONI02d, 8 NOCAeOyIoueM — NPoGedeHue 3amecmumenbHoll
mepanuu Noi08bIMU 2OpMOHAMU. | OPMOHANLHAA Mepanus MaKice Moxcem Oblmb NOKA3AHA
nayuenmam ¢ CJIOC, umerowum npusHaku euno2onaousma. Bompocwei, kacarowuecs
COCMOsIHUSL 20HAOD, 2aMeMOo2eHe3d, COCMOAHUSL IHOOKPUHHOU U PENPOOVKMUBHOL CUCTIEM Y
nayuenmog co CJIOC nedocmamouno uzyueHul.

Couemannas xupypeuueckas namono2us, Hanpumep, NUIOPUYECKUll CmeHo3, 00Ne3Hb
lupwnpynea, anomanuu pazeumusi 2eHUMAnUull, MO2ym NpuoOUms K HeoOX00UMOCmu
NPOBeOeHUsT HEOMIIONCHO2O XUPYPSUYECKO20 JeYeHUsI HOBOPOICOECHHLIM 00 YCMAHOBIEeHUs.
ouaznoza CJIOC [14].

V nayuenmos co CJIOC makace mo2ym B03HUKHYMb CLOACHOCIU 80 8PeMsl aAHeCme3Uul.
Humybayus mooicem Oblmb upe38bluaiiHo 3ampyoHeHa u3-3a Haaudus amomanaoa Ilvepa-
Pobena, ceazannasn co CJIOC. Coobwanocs o cayuanx 310KauecmeeHHOU unepmepmul y

nayuenmos co CJIOC [14].

PexomenayeTesi pacCMOTPETh BO3MOXKHOCTh XHPYPTHUECKOTO JICUCHUS y TAIUCHTOB C
CJIOC, ¢ nenbio KOpPEeKIMU XUPypPruveckoii marosjaoruu [6].

Yposennb yoenureabHocT pekomenganuii C (ypoBeHb 10CTOBEPHOCTH 10KA3ATENIbCTB — 5)

Pexomennyerest ycraHaBimBaTh ractpocromy mnarueHTam co CJIOC mo mokazaHusM
(pyHmommuKanus J1anapoCcKOMUYecKasi, racCTpOCTOMHUS; TaCTPOCTOMHS C HCIOIb30BAaHUEM
BUJICORHIOCKOITUIECKUX TEXHOJIOTHH, JAImapoCKOMYECKas racTpoCTOMUS,
a30¢aroracTpodyHIOTUTHKAIMS ) T KOpMIIeHHUs uepe3 Heé [6].

YpoBenb yoenurebHOCTH pekoMeHaanuii C (YypoBeHb JI0CTOBEPHOCTH 10KA3aTEIbCTB — D)

44



KommeHnTapuu: o0ns Hexomopwix nayueHmos co CMOUKOU HeCcnocoOHOCMbI0 NUMAMbCS
ecmecmeenHbIM NYMém, HeobXo0uUMo 00J208peMeHHoe pa3MeujeHue 2acmpocmomsl, ¢
@yHnoonauxayueti unu oes.

Pexomennyercs cBexe3amopokeHHass mnazMa mnauueHtam co CJIOC mpu  ocTpbix
MEIUIIMHCKUX COCTOSIHUSIX M XHPYPrHYE€CKHX BMEIIATENbCTBAX C II€JIbI0 BOCIOJHEHHS
MOTPeOHOCTH B 3aMECTUTEIRHOM Tepanuu xosectepurom [59, 108].

YpoBeHb yoenutesibHocTH pekoMenaamuii C (YpoBeHb 10CTOBEPHOCTH 10KA3aTEIbCTB — 5)

KommenTapuu: mepanus npogooumcs 6 3agucumocmu om msajicecmu COCmosiHus nayuenma,
00veMa onepamurHo20 eMeuamenbCmaa, nepuooa 20100anus. Heobxooum makice KOHmMpoib
CblBOPOMOYHBIX INEKMPOIUMO8, A NAYUEHMAM C MANCENbIM NposAsleHuemM 3a001e6anus -
3amecmumenvhas mepanusi 2uopoxopmuszonom [6, 57]. Bcem nayuenmam npu nepeot
B03MONCHOCMU  80300HOGIAMb  MEPANUIO  XOJeCMEPUHOM. IKCMPeHHas Namsamka npu
3a0601€8aHUAX U XUPYPIUUECKUX eMeuamensemeax npedcmasnena 8 Ipunoscenue A3.6.

PexomengoBano xupyprudyeckoe jedeHue karapakThl BceMm manueHtam co CJIOC mpu
HAJIMYUH [TOKAa3aHUIM U OTCYTCTBUM IpoTHBOMOKa3anuit [109- 112].

YpoBeHb yoenutesibHoCTH pekoMenaamuii C (ypoBeHb 10CTOBEPHOCTH 10KA3ATEIbCTB — 4)
Kommenrtapuu: Jlevenue npogooumcs 6 coomeemcmeuu ¢ ymeepiCOeHHbIMU KIUHUYECKUMU
pexomeHOayusamMu no JjaedeHutro Kamapaxmoel. Cpedu MHO2000pa3zus pasHOBUOHOCMELl
Xupypeuieckux onepayuil Hauboivuiee pacnpocmpanenue Ha COBpeMeHHOM dmane noyuuld
yavmpaszeykoeas gakoamynvcugpuxayusa (DI).

Tlokazanuamu K Xxupypzuueckomy ne4eHulo Kamapaxmaol A6a110mcsa:

O CHUJICEeHUe OCMpOmyl 3pEHUS,

o0 KIUHUYECKU 3HAYUMAS AHU3OMEMPONUS, C8A3AHHAS C KAMAPAKMOll,

o NOMYMHeHUs XpYCMAIuKd, 3ampyonsaowue OUaeHOCMUKY u/uiu jlevenue 3a001e6anull
3a0He20 ompe3Ka 2na3a,

OmmuocumensHbiMu NPOMUBONOKAZAHUAMU K XUPYPIUUECKOMY EMEUlamenbcmey Hno
n0600y Kamapaxkmaul AAANOMCA:

O YPOBEHb OCMPOmMbl 3pEHUs C KOPPEKYUE HA NOPANCEHHOM 211A3Y, COOMEEMCMEYIOUUL
NOMpeOHOCMAM NAYUeHMa,

o Hauuuue y nayueHma conymcmeyloujeli HNCUXxoCoOMAmudecKkol namoniocuu, He
eapanmupyrowel 6e30nacH020 NPosedeHUs ONepamueHO20 BMeuamenbCmad,

o omcymcmaue ycio8uil 015 a0eK8amHo20 NOCIeoNepayuoHHO20 yxo0d 3a NAyueHmom u

I’lpOGé@@Hu}l emy coomeencmeyrueco nocieonepayuoOHnoco j1e€4eHUsl.
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AbcontomHuvimu RPOMUGONOKA3AHUAMU K XUPYPZUHECKOMY 6MEUAmMe1bCIey no nogooy
Kamapakmsl MOJICHO CYUMAMb CUMyayuu, Ko20a Xupype He odcuoaem YiyuyuleHus
3pumenvHuIX QYHKYULL 8 pe3yivmame npoeeoenus Onepayuu.

Credyem noouepknyms, Ymo 6 YCI08USAX PeanlbHOU KIUHUYECKOU NPAKMUKU KadiCOblil
nayuenm mpebyem uHOUBUOYAILHO20 nooxooa. M neuwawuii epau (xupype) 0o.iceH
NPUHUMAMb  OKOHYAMENbHOE peuleHue O HNPABOMEPHOCIU U AO0eK8AMHOCMU 6blO0pa
XUPYP2UUECKO20 JledeHUsi C Y4emoM 6cCeX ACNeKMO8 MEeCMmHO20 U CUCEeMHO20 cmamyca

nayuerma.

3.3 UHoe Jeuenue

IIpu ceemouyscmeumenvnocmu y nayuenmos co CJIOC neobxoouma 3awuma KodicU ¢
NOMOWBIO NPABUTLHOU  00eJ#Cobl, U30e2anuss 6030elicmeus COIHYA U UCNOTb308AHUS
connyezawumuozo kpema [9].

3.3.1. Ilnerorepanus

Pexomennyerest KoHCyIbTalus Bpaua-aueronora namuerntam ¢ CJIOC c uensio moadopa u
Ha3HAYCHUS ONTUMAIILHO# et [6].

YpoBeHb yoenureabHocTH pekomenaanuii C (YpoBeHb 10CTOBEPHOCTH 10KAa3aTeJbCTB — 5)
KommenTapmii: korncyrsmayuu Heodxooumo nposooums exce200Ho.

Pexomenayercst pacuér KalIOPUMHOCTH MAHETHI (KOPPEKIUS KaTOPUHHOCTH TIHIIH,
MOTpeONieHUsT JKUJIKOCTH, Makpo- M MukpoanemeHToB) marueHtam ¢ CJIOC, umeromum
HaApYIICHUS HyTPUTUBHOTO CTATYCa, C IIEJIbI0 KOHTPOJIS 3a ypoBHeM nutanus [89- 93].
YpoBens yoenureabHocTH pekomennamuii C (ypoBeHb 10CTOBEPHOCTH J0KA3aTEIbCTB — 5)
KommenTapuu: npu cocmasnenuu payuona numanus nayuenmam ¢ CJ/IOC neobxooumo
OYeHU8amb NOmMpeOHOCMb 8 KAIOPUAX (C NOMOWbIO PACUEéma pacxooa dHepeuu 8 NoKoe C
KOppeKyueti no YPO8HIO AKMUBHOCMU), MAKPO- U MUKDOHYMPUEHMO8, U dHcuoxocmu. [na
pacuéma numanusi UCNob3yiom obwue cmanoapmuzosanuvie popmyavt [89- 93].

Pexomenayercss mnanmeHram ¢ CJIOC, mnonydaromum KOpMIIEHHME 4Yepe3 30HI H
racTpoCTOMY, HCIONB30BaTh CHEIUAIBHBIE CMECH JUIsl DHTEPATbHOTO MHTAHUSA C IENbI0
obecrieyeHust cOATAHCUPOBAHHOCTH MMUTAHUS IO OCHOBHBIM MHUIIECBBIM BetecTBam [87, 113].

YpoBens yoenureabHocTH pekoMenaamuii C (YpoBeHb 10CTOBEPHOCTH 10KA3aTEIbCTB — 5)
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KomMmeHnTapum: cospemennvle cmecu Oisi 9HMEPAIbHO20 NUMAHUSL COANAHCUPOBAHbL NO
cocmaegy OCHOBHLIX nuwesvix geujecms. Cmecu 0 SHMEPATLHO20 NUMAHUSL NOOOUPAOMCSL
UHOUBUOYATILHO 8 3A8UCUMOCTIU O NOMPeOHOCMell.

PexoMeHnayercst KOpMIICHHE Yepe3 HA30TIaCTPaIbHbBIN 30H/I TSHKEI000IBHOTO MAI[MEHTA C
CJIOC c¢ mapymeHUsMH TJIOTAHUSA IS TPO(PHIAKTHKH acmupanud U o0ecreueHus
ajekBatHoro nuranus [87, 113].

YpoBeHb yoenutesbHocTH pekoMenaanuii C (YypoBeHb 10CTOBEPHOCTH 10KA3aATEIbCTB — 5)

3.3.2. [TasusimaTuBHAA MEAULUMHCKASA MTOMOIIb

Pexomenayercsi nepBUYHBIN/ MOBTOPHBIH INpHeM (OCMOTP, KOHCYJIbTAIlMs) Bpadya IIo
MAJVIMATABHOM MEIUIIMHCKOW IIOMOINM M IATPOHAXX BBIC3JHON MAaTPOHAKHOM Opuramoi
OTJICJICHUS TATHATHBHON MeMIIMHCKON oMoty nanuertaM ¢ CJIOC Ha pa3nuvHBIX dTarmax
3a00JICBAHMUS C [IEJIbI0 00JCTYCHUS TSHKEIIBIX MTPOSBIICHUH 3a00eBanus [6].

YpoBeHb yoeaureabHocTH pekomenganuii C (YpoBeHb J0CTOBEPHOCTH 10KA3aTedbCTB — 5)

KoMMeHTapuu: naiiuamusnas MeOuyuHcKas ROMOWb MOJCeN OKA3bl8AMbCsl HA 6CeX IManax
seoenus nayuenma c¢ CJIOC: npu nocmanoske OuazHo3a, 60 8pems NPUHAMUS KII04eBblX
mepaneemu4eckKux peutenutl, nPu 03HUKHOBEHUU HCUZHEY2PONCAIOUWUX COCMOSAHUL, d MAKIHCE
8 mepMUuHaIbHoU (hasze 3abonesanus. [lpu oxazanuu NALIUAMUEBHOU MEOUYUHCKOU NOMOUU
nayuenmy npeooCmasiAomcs Ol UCHONb308AHUS HA OO0MY MeOUYUHCKUe U30enus,

npeonazHauenHule 0Jis NO0OePAHCaHUs PYHKYUL OP2aHO8 U CUCEM OP2aHUBMA YeNl08eKd.

4. MeauuuHcKass peadWJUTAIIMA W CAHATOPHO-KYPOPTHOE
JieYeHHue, MEJUUUHCKHE IMOKA3aHMSl W IPOTHUBOIMOKA3ZAHUA K
NMPUMEHEHUI0 MEeTO0B PeaduJIUTAIIUN, B TOM YHCJI€ OCHOBAHHBIX
HA MCIOJIb30BAHNM MPUPOIHBIX JIe4eOHBIX (DAKTOPOB

Pexomenayercst ydactue creuuaincra mo (QU3MYeckod peabuiInTaluuu MpH BEACHUH
narenToB co CJIOC, MeOuIMHCKOro mcuxojiora M Je(eKTosiora ¢ LEeNbl0 KOPPEeKIHU
HEBPOJIOTHYCCKUX HAPYIICHUH U MTPOBEACHUS TICUX0JI0T0-TIeIarorn4eckoi koppekuuu [6].
YpoBens yoenureabHocTH pekomennamuii C (YpoBeHb 10CTOBEPHOCTH T0KA3aTEIbCTB — 5)
KommenTapuu: /[ns kasxcooeo nayuenma Heob6xo00umo pazpabomams uHOUBUOYAIbHBIL NIAH
peaburumayuu 8 3a8UCUMOCIU OM UHOUBUOVATILHBIX NOMPEOHOCMEN PACCMAMPUBAEMO20
nayueHma Komopblil MOJdcem GKI0Uamy: Qu3u4eckyro u speomepanuio Oiisl NAYUEHMO8 C
HApYWeHUAMU —NepeOsuUdNCeHUsi U/UlU  NOBCEOHEBHOU AKMUBHOCMU, OpmMoneoudecKue

eMeuamenbcmea 0is nayuermoe ¢ mAMNCesNbiM CKOJAUO3OM, KOHmpaxKknmypamu ujiu AHoOMAaiuimu
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KOHeuHoCcmell, opmoneoudeckue NpucnocoOieHus u/uiu 8Cnomoz2amenvhvie cpeocmea OJis
X00b0bI; pecnUpamopHyI0 KUHe30mepanuro 0Jis NAyUeHmos ¢ peyuousupyoUUMU 1e204HbIMU
uHpexyuaMU, 1020NeOUHeCcKyI0 KOPPeKyuio O pa3sumus peuu U YAV4uleHus 210MAaHusi,
nosedeH4ecKyIo mepanuio 0 jevenus nosedenyeckux napyuernut [105].
Pexomenayercsa koHcyibTanuu Joronega namueHtam co CJIOC ¢ uenbio mpoBeAeHUs
MEPOIPUSATHIA, HAIIPABICHHbBIX HA YIYYIICHHUE PEUCBbIX QYyHKIHI [6].
YpoBeHb yoenutesbHocTH pekoMenaanuii C (YypoBeHb 10CTOBEPHOCTH 10KA3aATEIbCTB — 5)
Kommentapumn: Jloconedsr yuacmsyiom 8 koppekyuu oucghazuu u peyesvlx paccmpoucma y
amux nayuenmos. Ipeomepanesmol u payu ©®PM oxazvieaiom nomowb, HanpagieHHyo Ha
VMeHbUeHUe 3a0ePHCKU 8 PA36UMUU U 0Decneyenue coyuatvhol adanmayuu nayuenma [63].
Ilybnuxkayuu KIUHUYECKUX HAONIOOEHULl ONUCHIBAIOM  4Mo Jlo2oneouyeckas U

Koppexyuonnas paboma y demeti co CJIOC nozeonsiem 0obumocs npocpecca 6 pazeumuu [61].

5. lIpodpuiakTuka ¥ JUCIIAHCEPHOE HAOJIIOIeHUEe, MEeIUIMHCKHAE
MOKA3aHUS M MPOTUBONOKA3aHMSA K MPUMEHEHHI0 MeETOA0B
NPOPUIAKTUKHU

5.1 lIpopunakTuka

Pexomenayercss BakuuHauusg W uMMyHu3auus nagueHtoB ¢ CJIOC ¢ uensro
npoUIaKTUKU HHPEKIIHOHHBIX 3a0oneBanuii [114, 115].

YpoBens yoenureanHocTn pexomenaanuii C (ypoBeHb J0CTOBEPHOCTH 10KA3aTEJIbCTB — 5)
KommenTapun: sakyunayus npeumyujecmeenHo unakmueupOo8aHHbIMU U PEKOMOUHAHMHBIMU
8AKYUHAMU NO UHOUBUOYATbHOMY 2paduky. IIpomusonokazana 6aKYUHAYUS HCUBLIMU
saxyunamu [114, 115].

Pexomennyercss niepBUYHAsS M TOBTOpHAas KOHCYJIbTAllMsl Bpada-TeHETHKa IOCIe
ycraHoBneHus nquarno3a CJIOC nanueHTy i ero ouuaibHbIM MPEICTABUTENSAM C HENbIO
pa3bsACHEHUII TE€HEeTHYECKOIO0 pPHCKa, OOCYXIEHHS BO3MOXKHOCTEH MpeHaTalbHOU U
MIPEUMILTAHTAIIMOHHOMN THarHoCTUKH [6].

YpoBens yoenureasHocTn pexomenaanuii C (ypoBeHb J0CTOBEPHOCTH 10KA3aTEJIbCTB — 5)

Pexomenayercest MoJeKylIspHO-TeHeTHUecKkoe uccienoBanue rena DHCR7 y mmoma, u
NPEUMIUIAHTAIlUOHHOE  TEHETHYeCKOe  TeCTHpOBaHHE  (MOJEKYJSPHO-T€HETHUECKOe
UCClIeIoBaHUM) y SMOpHOHA (KOMIUJIEKC HCCIEOBAaHUN Uil AMArHOCTHKH, POIUTEISIM

nanmenta ¢ CJIOC, a Takxke mapaMm, B KOTOPBIX KaXIblii M3 MapTHEPOB SIBISAETCS
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MOATBEPKIEHHBIM F€TEPO3UTOTHBIM HOCUTENIEM T'€Ha WM B KOTOPBIX NapTHEP UK NapTHEPHI
SIBJIAIOTCSI TOMO3UTOTHBIMU HOCUTEJISIMHU MAaTOreHHbIX BapuaHToB B rene DHCRY, ¢ uensio
PeI0TBpaIeHHs TOBTOpHOTO poxaeHus pedoénka ¢ CJIOC B cembe [116, 117].

YpoBeHb yoenutesbHocTH pekoMenaanuii C (YpoBeHb 10CTOBEPHOCTH 10KA3ATEJIbCTB — 5)
KommenTapuu.  npogeoenue  npenamanvrot  JJHK-ouacnocmuku — (MOXEKyIsApHO-
2eHemuueckoe ucciedosanue namozeHuuix eapuanmos ¢ cene DHCRT y nnooa, komnnexcnoe
uccnedoganue O NPEHAMANbHOU  OUACHOCMUKU — HAPYWEHUU  pa3sumus — pebeHKa
(6HYympuympoOH0)) 803MONCHO HA PA3HLIX CpoKax Oepemennocmu. 8—I12 nedenv (8opcumvi
xopuona), 15—18 nedenv (amnuomuuecxasn sicuokocms), 20—24 nedenu (nynosunHas Kpoew).
OnmumanvHeim A6715emMcs UCCIe008anue oduonmama XOopuoHa (Ouoncus Xopuona): npu
HeONa2oNpUsmMHOM NpPOSHO3e OepeMeHHOCmb Modicem Oblmb NpepeanHa Nno MeOUYUHCKUM
NOKA3AHUAM 8 Pe2laMeHMUpo8anHvle CPOKU.

MonexynapHno-eenemuueckoe ucciedoganue namoeeHuvlx eapuanmos 6 cene DHCR7
makaice NOKA3AHO HOBbIM CYnpy2am pooumereti 60IbHbIX Oemeli 8 NOBMOPHLIX bpakax (eciu
naaHUpYyemcs: 0emopodicoenue), OaUKUM POOCMBEHHUKAM (CUOCbL NAYUEHMO8 U CUOCHL
pooumernel nayuenmosg) Oas npozHosa ux nomomcmea. Kpome moeo, monexynsapuo-
2eHemuyeckoe uccieoosanue namozenHvlx eapuanmos 6 2ene DHCR7 pekomendyemcsi npu
NIIAHUPOBAHUU OepeMeHHOCMU 8 KPOBHOPOOCcmeeHHbIX Opakax. Heobxooumo ungopmuposams
napwvl, 8 KOMOPbIX KANCObLU U3 NAPMHEPOS ABNAEMCA NOOMBEPHCOCHHBIM 2eMePO3USOMHBIM
HOCUmeneM O B03MONCHOCHU NPOBEOeHUs] NPEeHAMANbHOU (80 épemsa bepemMeHHOCmu) uiu
NPeUMNIAHMAYUOHHOU (C UCNOTb308AHUEM IKCMPAKOPNOPANbHo20 onaooomeopenus) /[HK-

OUACHOCIUKU.

5.2 MonuTopuHr cocrosinus nanueHToB ¢ CJIOC

Pexomenayercs B Benenuu nanueHToB co CJIOC ucnonb3oBaTh MyJIbTUIMCHUTLTMHAPHBIN
MOJAXOJ C LEJIb0 MOHUTOPUHIA COCTOSIHUSI M CBOEBPEMEHHOTO OKA3aHMS IOJHOLICHHOMN
MTOMOIIIU CIIEIHAIMCTAMU Pa3HbIX Tpoduieii [6].

YpoBens yoenureabHocTH pekomenaamuii C (YpoBeHb 10CTOBEPHOCTH J0KA3aTEIbCTB — 5)

KomMmeHnTapuu: nokasanvl nepgutinble u no8mMopHuvle KOHCYIbmayuu 8paia-neouampa/ 6paia-
mepanesma, 8paua-ceHemuKa, 8paia-Hesposozd, 8paia-mpasmamornoza-opmoneod, epaia-
ogmanvmonoza, 8pava-nyIbMoHON02d, 8PAYA-2ACMPOIHMEPON02A, 8PAUA-OUEeMONI02d, 8PAYA-

0emcKo20 Kapouonoza/ 6pava-kapouonoad, 8pada-3H0oKpuUHoIo2a, 8pada-Hegponoaa, 8paia-
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ypoarozea, 8paya-aKyuiep-cuHekoo2d, 8paia-aHoponozd, epadeli U UHbIX CHeyuaiucmos us
MEOUYUHCKOU — Op2aHu3ayuu uid e€ CMmMpYKMypHO20 Nnoopa3oeleHus, O0Ka3vl8aoue2o
CReYuUanu3UpoOBaAHHYI0 NALITUAMUBHYIO MEOUYUHCKYIO NOMOWb, 6paua-Heupoxupyped, epaia-
aHecme3uon02a-peanumMamonoed,  6pava-xupypea uiu — 0emckoeo — Xupyped, — 6paua-
9HOOCKONUCMA,  6pA4a-omMOPUHOIAPUH20I02A,  8pada-cypoono2d,  8paya-ailepeonoca-
UMMyHOJ02q, 8PAUA-CIMOMAMON02d, — 6PAYA-YETIOCMHO-TUYEB020  Xupyped,  8paya-
oepmamonoza, 6épaia-ncuxuampa 0emcko20/ 8paya-ncuxuampa, epava-ncuxomepanesmad,
gpaua @uzuueckol u peadurumayuOHHOU MeOUYUHbl, MEOUYUHCKO20 NCUXO0102d, d MAKICEe
8pauetl Opyeux cneyuaibHocmetl u cneyuanucmos. Kpamuocms - no nokasaHusim.

Hayuenmam ¢ CJIOC neobxo0umo pezynsipHoe MeOuyuHckoe HabOIooeHue, 6KIYas
MOHUMOPUHS NAPAMEmMPO8 POCMA, COCMOAHUSA NUMAHUS, NPOSpeccd passumus, noeeoeHus,
xapaxkmepa cmyna, usmeHeHull MmoHyca, cyoopoe (eciu OHU echb) U 08ULAMENbHBIX HAPYUEHUL
npu xasicoom nocewenuu. Excecoonoe obciedosanue demeti Ha npedmem npooiem co 3peHuem
u nomepeii ciyxa, cmomMamoo2uieckKue 0CMompsl 08a paza 8 200, HAYUHAS C MPEXIEeMHe20
go3pacma, OYeHKa NPU3HAKO8 NON08020 CO3PEe8AHUS U CKOPOCMU €20 NpopecCuposanusl,
Hayunas ¢ eo3pacma 10 nem; HeobOXO0O0uUMO cledumsv 3a PACHONONCEHUEM 2OHAO U
NPUSHAKAMU/CUMNMOMAMU UHGEKYUU MOYEBbIBOOAWUX Nymell NO KIUHUYECKUM NOKA3AHUSM.

Pexomenayercst BBITIONHATh aHaAW3 IJ1a3Mbl KPOBM TMALMEHTA Ui  OMpPEIeICHHUS
KOHIICHTPALIMH XOJIECTEPUHA, 7- U 8-IETUIPOXOJIECTEPHHA METOJIOM I'a30BOi XpoMaTorpaduu-
Macc-CIeKTPOMETPHUH C 1IeIbI0 MOHUTOPUHTa OMOXUMHUUECKHX MoKa3areneit [59].

YpoBens yoenureanHocTn pexomenaanuii C (ypoBeHb J0CTOBEPHOCTH 10KA3aTeJIbCTB — 4)
KommeHnTapuu: xasicovle mpu-uemvipe mecaya 6 nepsvle HECKONbKO Jlem JHCUSHU U 8
oanvHetiuliem 08a paza 8 200 (Unu yauje, npu HATUYUU USMEHEeHUTL).

Pexomenayercst Bcem naruentam co CJIOC npoBeaenue 061miero (KITHHUYECKOTO) aHaIu3a
KpPOBU Da3BEpPHYTOro (UCCIE€IOBaHHE YPOBHS OOIIEro TreMOrjio0MHa, SPUTPOIUTOB,
JEUKOLUMUTOB, TPOMOOIMTOB B KpoBH, Ju(epeHIHaNbHBIA TOACYET JIEHKOLUTOB
(mefixouunTapHas Gopmyiia), orpeeleHne CPEIHEro CoOAEep)KaHus U CpeJHEeH KOHIICHTpaLuu
remornobuna B sputpouutax (MCH — mean corpuscular hemoglobin), ompenenenue
pasmepoB sputporutoB (MCV — mean corpuscular volume), uccinemoBaHue CKOPOCTH
OCEIaHUsl SPUTPOLIUTOB) JUIA OLEHKHM OCHOBHBIX NapaMeTpOB KPOBETBOPEHHs (C IIEIbIO
CBOCBPEMEHHOTO  BBISBJICHUS aHEMUHU, TPOMOOIMTONEHUM, JEHKOMCHUH), HAIUYH
BOCIAJIMTEIBHBIX MIPOIIECCOB U KOHTPOJIS TepaneBTHueckoro a¢dekra [21, 65].

YpoBens yoenuteabHocTH pekoMenamuii C (YpoBeHb 10CTOBEPHOCTH 10KA3aTEIbCTB — 5)
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KommenTapuu: Yacmoma npogedernust ucciedosanus He pedice, uem 1 pas 6 12 mecsayes unu
uawe, N0 NOKA3AHUSM.

Pexomenayercsst BceM TMalyMeHTaM TIPOBEACHHE aHAIW3a KPOBU OHOXMMHYECKOTO
00IIeTepaneBTUYECKOTO C IS0 OIICHKU COCTOSHUS IEUEHH, MOUYeK, OamaHca BaKHEUIINX
HYTPUEHTOB MPHU JTUETOTEPANNHU, KabLHEeBO-PocHOpHOro 0OMEHa U BBIABICHUS OTKIOHEHUN
BaXKHBIX OMOXMMHUYECKHX [TOKa3aTeleH I qanbHenei koppekuu [6, 21, 28].

YpoBeHb yoenutesbHocTH pekoMenaanuii C (YypoBeHb 10CTOBEPHOCTH 10KA3aTEJIbCTB — 5)
KommeHnTapuu: neobxooumo onpedenimo obwuii 6enok, arwoymun, C peaxmuenviii OEN0K,
MOYEBUHY, KpeamuHuH, O0Owuti Xolecmepur, mpueiuyepuosl, JIUNONPOMeEUHbl HU3KOLL
NJIOMHOCMUY, JTUNONPOMEUHbL BbICOKOL NJIOMHOCMUY, Wenounylo ¢ochamasy, 2nKo3y,
anaHuHamMuHompancgepasy, acnapmamamunompancgepasy, amunasy, oowui OunupyOuH,
npamou  ounupyoumn, Henpsamou ounupyoun, eumamun D (25-cudpoxcuxanvyughepon),
INEKMPOIUMBL — KAIUU, HAMPUL, MAcHUll, mop, Karbyull, a maxdice Jicene3o, Geppumut,).
Ipu cunopome CJIOC Hasmauaemcsa ouema, Ha one KOMOpou HeoOX00UMO OYeHUsamo
OuoxXuMuUYecKull aHaiu3 Kposu.

Yacmoma xkadstcovle mpu-uemulpe Mecsaya 8 nepevle HeCKOAbKO Jem HCU3HU U 8 OalbHeuulem
08a paza 6 200 (unu yawe, NPu HAIUYUU USMEHEHULL).

Pexomenayerest mpoBeieHUE OOMIETO (KIMHUYECKOT0) aHAIM3a MOYU BCEM MAI[MEHTaM CO
CJIOC c 1enbo OIeHKH COCTOSIHUS ToueK [].

YpoBeHb yoenureabHocTH pekomenaanuii C (YpoBeHb 10CTOBEPHOCTH 10Ka3aTeJbCTB — 5)

Pexomenayercs nmauuentam co CJIOC omnpenenenue ypoBHsa koptuzona u AKTI mpu
HAJTMYUUH DJICKTPOJIUTHBIX HAPYIICHUH Y THIOTJIMKEMHH JIJIS1 UCKITFOUSHUS HAIMIOYCYHUKOBOM
HeoCTaTouHoCTH [57].

YpoBeHb YOeAUTEIHLHOCTH pekoMeHaanuii B (YpoBeHb 10CTOBEPHOCTH 10KA3ATENbCTB — 3)

Pexomenayercst nanuentaM co CJIOC no nokas3aHusIM OINPEENICHUE OJIOBBIX TOPMOHOB
B Tiepuoie myOepTara Jijisi CBOCBPEMEHHOW JMATHOCTUKH 33JICP’KKH TTOJIOBOTO PA3BUTHUS HITH
runoronaausma [22, 45, 118].

Yposens yoenureabHocT pekomenganuii C (ypoBeHb 10CTOBEPHOCTH 10KA3aTEJIbCTB — 5)

Pexomenayercsi poBecHIE HEUPOPAAHOIOTHIECKOTO MUCCIIEIOBAHMS TOJIOBHOTO MO3Ta
(MPT/KT romoBuoro mo3ra) namuentam ¢ CJIOC mo mokaszaHusM ¢ IeNbl0 BU3YyaTU3aliH
M3MEHEHHI TOJIOBHOTO Mo3ra [6, 21, 34, 66].

Yposens yoenuteabHocTH pekomenaanuii C (YpoBeHb 10CTOBEPHOCTH 10Ka3aTeJIbCTB — 4)
Kommenrapuu: Yacmoma nposedenus ucciedo8anus onpeoensemcs UHOUSUOYAIbHO.

Hapko3 — NO NOKA3AaHUAM.
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Pexomenayertcst nmpoBeienue snekrpodniedanorpaduu (3317) marmentam co CJIOC npu
HaJIMYUU HEBPOJIOTUYECKOM CHUMITOMATHKU JUJISl BBISBICHHS IMHJICNTHYECKONW aKTHBHOCTHU
[21, 67].

YpoBeHb yoenutesbHocTH pekoMenaanuii C (YpoBeHb 10CTOBEPHOCTH 10KA3aATEIbCTB — 5)
KommenTapuu: ¢ mom uucie 331 ¢ 8u0eoMOHUMOPUH2OM.

Pexomenayercesi peructpanus annekrpokapauorpamMmmbl (OKI) mokost B 12 oTBeneHUsAX
narueHTam ¢ CJIOC, a taxke 3xokapauorpaguaeckoe UCCIeIOBaHUE MO TTOKA3aHUSIM C IIETTBI0
MCKJIFOUCHUS MMaToJIoruu cep/a [6, 48].

Yposens yoenuteabHocTH pexomenaanuii C (ypoBeHb 10CTOBEPHOCTH J0KA3aTENIbCTB — 5)
KommenTapuu: npu nosgnenuu ocanobd unu KIUHUYECKOU CUMNMOMAMUKU NOPAN’CEHUS
cepoeuHo-cocyOuUcmor Ccucmemvl BONPOC KPAMHOCMU HAONOO0eHUsT U HeobXo0umocmu
BLINOJIHEHUS DEKMPOKAPOUOCDAMMbL Peulaemcst UHOUBUOYATILHO OISl KAHCO020 NAYUEHMA.

Ilpu nooo3spenuu Ha NOPox cepoeyHO-coCyOUCmot cucmemvl He0OX00UMbl KOHCYIbMAayuu
8PAUA-Kapouoi02a, 8paua-0emcKo2o Kapouonozda, epaia-cepoeyHo-cocyoucmozo xupypea,
Mocym Ovbimb  UCNONBL3068AHLL Opyeue Memoobl SU3YaIU3aAyuUU. Kamemepusayus cepoya,
aneuocpaghus 1e2ouHbIX 8eH, MACHUMHO-PE3OHAHCHASL momozpadus, momozpaghus epyOHOU
KAemKU U 4pecnuuye600nas sxokapouocpagus u op. [49].

Pexomennyercesi poBeieHHe yibTpa3BykoBoro uccienoBanus (Y3U) (YapTpasBykoBoe
WCCIIeIOBaHHE OPraHOB OPIONIHOW MONOCTU (KOMIUIEKCHOE), YIBTPa3BYKOBOE HCCIIEIOBAHUE
MoOueBbIBOAAIMX MyTed u mouek mnamueHtaM ¢ CJIOC pans BBIIBICHHS WX OYaroBBIX
nopaxxkenuii [6, 36].

YpoBeHb yoenureabHocTH pekoMmenaanuii C (YpoBeHb 10CTOBEPHOCTH 10KAa3aTeJbCTB — 5)
Kommenrapun: Kpamuocmy - no noxazanusm.

Pexomennyeres narnueratam co CJIOC BhIOTHEHUE YPOIOTHYECKOTO/aHIPOIOTHIECKOTO
WIM THHEKOJIOTMYECKOro OOCJIENOBaHUS C TMPOBEIEHUEM YIBTPa3BYKOBOIO HCCIIEIOBAHUS
nosioBeIx opraHoB (Y3U opranoB momonku u TPY3U, Y3U opranoB masoro Ttasa) Juist
BBISIBJICHHS CTPYKTYPHBIX M MOP(OIOTHYESCKUX U3MEHEHUH OPraHOB MOYEIIOJIOBOW CHCTEMBI
[6].

Yposenb yoenuteabHocTH pekoMenaanuii C (YpoBeHb 10CTOBEPHOCTH 10KA3aTENIbCTB — 5)
KommenTapuu: wna ocHose pesynomamos Y3U, mocym Ovimb  peKomMeHO08aHbl
oononnumenvhvie uccieoosanus (MPT u op.).

Pexomennyercs nanuentam co CJIOC peructpanst CIyXOBbIX BbI3BAHHBIX TOTEHIIMAIOB
0 MOKAa3aHMSIM C IIeJIbI0 OIEHKHU CIYXOBOH (DyHKIMH, B T.4., B AMHaAMUKE [56].

YpoBeHb y0enuTeIbHOCTH peKoMeH1anii B (ypoBeHb 10CTOBEPHOCTH 10KA3aTeJILCTB — 2)
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Pexomenayercst Bu3oMeTpusi, peppakromMeTpus UK onpeaesneHue pepakiny ¢ TOMOIIbIO
Habopa mpoOHbIX JuH3 (A02.26.013), OMOMHUKpPOCKOIIMS TEPEAHET0 OTAeNa IJiasa,
OMOMUKPOCKOITHS [JIa3HOTO JTHa Wi 0 TATEMOCKOTIHSI, MepUMETpUs,
anekTpodusnosoruueckoe uccienaopanue (IDU), ontuyeckoe HCCIeOBAHUE 3PUTEIBHOTO
HEpBa C MOMOIIbI0 KOMIBbIOTEpHOTro aHanu3aTopa namueHTam ¢ CJIOC mo mokazaHusiM ¢
EJIBI0 CBOCBPEMEHHOT0 00HAPYKEeHHUS 0P TaTbMOIOTHYECKOM maTooruu [6].

YpoBeHb yoenutesbHocTH pekoMenaanuii C (YpoBeHb 10CTOBEPHOCTH 10KA3aATEIbCTB — 4)

KOMMeHTapHH: KpCZMHOCmb — NO NOKA3AaHUAM.

6. Opranusanusi OKa3aHusi MeJIULIMHCKON MOMOIIH
6.1 Iloka3aHus K TrOCHIUTAJIN3AUH

Iloka3zaHusa 1Jis IJIAHOBOM IOCIUTAJIM3AINMYA B METUIMHCKYIO OPraHU3AINI0:

1. mpoBeneHue TMArHOCTUKYU U JICUCHUS, TPEOYIOINE MPOIOJKUTEIBHOTO (JJHEBHOE HITH
KPYIJIOCYTOYHOE NPeObIBAaHNE) MEAMIIMHCKOTO HAOIOACHHSI U MOHUTOPUHTA KITMHUKO-
1a00paTOPHBIX MOKa3aTee;

2. HeoOXOJMMOCTH TPOBEICHUS PAa3IMYHBIX BHUJIOB DKCIEPTH3 WM OOCIECIOBAHUS B
MEIUIMHCKOW OpraHW3aliy MPH HEBO3MOXKHOCTH MPOBEACHUS WX B aMOYJIaTOPHBIX
ycaoBuax (B ToM  uucie  odopMieHHME — 3aKIIOUeHUs  (eaepanbHOro
KOHCHJIMYMa/BpauyeOHOM KOMHCCUN).

Iloka3zaHus AJIs SKCTPEHHOM IOCIUTAJIM3AIMUA B MEIUIMHCKYIO OPraHU3alNI0:

1. ocTpele yrpoxaromue JUisl )KU3HU M Pa3BUTHS OCIOXHEHHUI COCTOSIHMS, TpeOyrolue
HEOTJIOXKHOTO JIEYCHUSA, B TOM 4YHUCJIE€ HWHTEHCUBHOM TepalMM, a TaKKe
KPYTJIOCYTOYHOT'O MEIMIIMHCKOTO HAOIIOJACHUU U MPOBEACHMS CIELUATbHBIX BHJIOB

00ciIeI0BaHNs U JICUCHUS.

6.2 IlokazaHus K BbINMUCKE MAIMEHTA U3 MeIMIMHCKON OpraHu3amum:

1. orcyrcTBHMe yrpo3bl [Uis KM3HU MallMeHTa M YIpo3bl Pa3BUTHUSI OCIOKHEHUH,
TpeOyIOUIMX  HEOTJIOKHOTO  JIEYEHHUsS TMpU  3aBepLIEHHE  JUAarHOCTUYECKUX
MEPONPHUATHH.

2. crabuiM3anus COCTOSHMSI M OCHOBHBIX KJIMHUKO-TAOOpaTOPHBIX —IOKa3aTenei
MaTOJIOTMYECKOIO TPOLECcCca, OTCYTCTBHE HEOOXOIUMOCTH B MPOJODKUTEIBHOM

MEIUIIMHCKOM HaOJI0IeHUH (THEBHOE WIIH KPYTJIOCYTOYHOE TIPeObIBaHNUE);
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3. HEoOXOJAMMOCTh IepeBoAa OOJIBHOTO B JPYroe MEIUIIMHCKOE YUPEKIACHUE WIH

YUYpCIKACHUEC COOUAIBHOT'O obecreyeHus.

6.3 Oco0eHHOCTH OpPraHu3alMd OKAa3aHUS MeIMUMHCKOH TNOMOIIHU

namuentam co CJIOC

e Jluarnos CJIOC MOpa3yMeBaeT BO3MOKHOCTh OKa3aHUs MIEPBUYHOM,
CHELUAIN3UPOBAHHON W MAJNIMATUBHOM MEIUIIMHCKOM IMOMOILIM Ha BCEX AJTamax
3a00NeBaHusl.

e [lammentst co CJIOC yacTo TOCMUTATU3UPYIOTCA B OT/ICJICHUE TTATOJIOTHH JACTEH paHHETO
BO3pacTa, HEBPOJOTHMYECKOE, WH(MEKIUOHHOE OTAeNeHHA. [IpOTOIHKUTENBHOCTD
TOCHHUTAJIM3AUN  3aBUCUT OT CKOPOCTH Bepu(UKaLMK JMarHo3a, KOPPEKLHU
OMOXMMHUYECKUX HapyIIEHUH IyTeM IpOBEACHUS MHTEHCUBHOM Tepanuu W Hayaja
[aTOr€HETUYECKOW JTUEeTOTepanuy, a TaKKe OT CPOKOB IOSBICHUS IOJOKUTEIbHON
JTMHAMUKH, CKOPOCTH BOCCTAHOBIICHHSI OMOXMMHUYECKHX TTOKA3aTEeNeH. .

e [locne BBIMUCKM U3 cTallMOHapa PeOCHOK JOJKEH HAaXOOUThCS Ha 3Tane aMOyJIaTOpHO-
MOJUKIMHUYECKOTO HaOJII0JICHHsI y Bpayda-TieuaTpa, Bpaya-HeBpoJiora, Bpaua-reHeTHKa,
NAIMEeHThl C MpoOJeMaMU JKeTyAOYHO-KHIIEYHOTO0 TpPaKTa, HapyIIeHHEM IOBEJCHHUS,
CUMIITOMaTUYECKON JIUJIENICUEH, IaTOJIOTMEH CcepAla, OpPraHOB PENpOIyKTHBHOU
CUCTEMBbI, NEYEHU M MOYEK, DHJOKPUHHOW NATOJOTHell, HApYLIEHUSIMH B CKEJIETHO-
MBILIEYHOH CHUCTEME, CIIyXOBOW CHCTEME HY)KJIAIOTCS B HAOMIOJEHUU MPO(UIbHBIX
CHEeNMannCcTOB. Jlpyrue CenuaaucTbl JOJDKHBI IPUBIIEKATHCA IO MEPE BO3HUKHOBEHUS
crenupuIecKux IpoodieM.

e [ExeronHo manueHTaM JOKHBI IPOXOAUTH YIIyOJEeHHYIO TUCIAHCEPU3ALINIO B YCIOBUIX
JHEBHOTO CTallMoOHapa (IIMTEIbHOCTh MOCHUTAIM3aMKU He MeHee 10 cyTok), rie Takxke
OCYIIECTBISIOTCS HEOOXOJMMbIE peadMINTAIIHOHHBIE MEPOIIPUSATHSI.

e PeabmwinuranimoHHbIE MEpPONPUATHSA, BKIIOYAONIUE JIeYeOHYI0  (QU3KYJIbTYpY U

(bu3noTepaneBTUYECKUe MPOIeaYpHI.

7. JomosinuTeabHAs HH(poOpMAanud (B TOM Yuciie pakTopsbl,
BJIMSIIONHME HA MCXO0/I 3200J1€BAHUA WJIH COCTOSIHHA)

JlononHuTeNbHAsA HHPOPMALIUS OTCYTCTBYET.
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Kpurepuu oneHKH Ka4yecTBa MeIULIMHCKOM MOMOIIH

Kpurepun oneHKH KayecTBa NEPBUYHONH MeIUKO-CAHUTAPHONH MOMOIIH

Ne Kpurepun xayecrsa Ounenka
BBIIOJIHEHHU S
1 Beimonueno MOJIEKYJISIPHO-T€HETUYECKOE UCCIIeIOBaHHE Ja/ner
natoreHHsix BapuantoB B reHe DHCR7 Bcem mnamumentam c
nogo3penuem Ha CJIOC
2 BbIlosIHEHO CTaHIAPTHOE LMTOTEHETHYECKOE MCCIIEI0BAaHUE - da/ner
aHaJIM3 KapUOTHUIIA 110 JuMQoLuTam nepudepruueckon KpoBu
3 Boimonnena  razoBas  xpomarorpagus — IIa3Mbl  KPOBH da/ner
(XonecTepuH, M30MEpPhI X0JECTEPUHA)
4 Boinonnen mnpuém (0CcMOTp, KOHCYJbTAlMs) Bpaya-T€HETUKA da/ner
MIEPBUYHBIN BCEM MallMeHTaM ¢ nojao3peHueM Ha Hamuue CJIOC
5) Hauvara kak moxHo panbuie tepanust CJIOC BceM namueHTam c da/ner
TeHETUYECKU IOATBEPKIEHHBIM TUarH030M
Kpurtepun oneHKH KayecTBa CIeNNAJIN3UPOBAHHON MeIMIMHCKON MOMOLIH
Ne Kpurepun xauecrBa Ounenka
BBINOJIHCHHU S
1 BemonHeHO Ha3HaueHHWE JIeYEOHOTO TIUTAaHUS C BBICOKHM Ja/uer

COJACPKAaHNUECM XOJICCTCPHUHA

55




10.

11.

Cnucok JuTepaTypbl

baza nannpix o Mmyrauusm yenoseka HGMD

Correa-Cerro L.S., Porter F.D. 3beta-hydroxysterol Delta7-reductase and the Smith-Lemli-
Opitz syndrome. Mol Genet Metab. 2005;84:112-26

Witsch-Baumgartner M., Schwentner 1., Gruber M. et al. Age and origin of major Smith-Lemli-
Opitz syndrome (SLOS) mutations in European populations. J Med Genet. 2008
Apr;45(4):200-9. doi: 10.1136/jmg.2007.053520. Epub 2007 Oct 26. PMID: 17965227.
Porter F.D. Smith-Lemli-Opitz syndrome: pathogenesis, diagnosis and management. Eur J
Hum Genet. 2008 May;16(5):535-41. doi: 10.1038/ejhg.2008.10. Epub 2008 Feb 20. PMID:
18285838.

Waterham H.R., Hennekam R.C. Mutational spectrum of Smith-Lemli-Opitz syndrome. Am J
Med Genet C Semin Med Genet. 2012 Nov 15;160C(4):263-84. doi: 10.1002/ajmg.c.31346.
Epub 2012 Oct 5. PMID: 23042628.

Nowaczyk M.J.M., Wassif C.A. Smith-Lemli-Opitz Syndrome. 1998 Nov 13 [updated 2020
Jan 30]. In: Adam MP, Feldman J, Mirzaa GM, Pagon RA, Wallace SE, Bean LJH, Gripp KW,
Amemiya A, editors. GeneReviews® [Internet]. Seattle (WA): University of Washington,
Seattle; 1993-2024. PMID: 20301322.

Prasad C., Marles S., Prasad A.N. et al. Smith-Lemli-Opitz syndrome: new mutation with a
mild phenotype. Am J Med Genet. 2002 Feb 15;108(1):64-8. doi: 10.1002/ajmg.10211. PMID:
11857552.

Cunniff C., Kratz L.E., Moser A. et al. Clinical and biochemical spectrum of patients with
RSH/Smith-Lemli-Opitz syndrome and abnormal cholesterol metabolism. Am J Med Genet.
1997 Jan 31;68(3):263-9. PMID: 9024557.

Ryan A.K., Bartlett K., Clayton P. et al. Smith-Lemli-Opitz syndrome: a variable clinical and
biochemical phenotype. J Med Genet. 1998 Jul;35(7):558-65. doi: 10.1136/jmg.35.7.558.
Wassif C.A., Vied D., Tsokos M. et al. Cholesterol storage defect in RSH/Smith-Lemli-Opitz
syndrome fibroblasts. Mol Genet Metab. 2002 Apr;75(4):325-34. doi: 10.1016/S1096-
7192(02)00010-0. PMID: 12051964.

Fitzky B.U., Moebius F.F., Asaoka H. et al. 7-Dehydrocholesterol-dependent proteolysis of
HMG-CoA reductase suppresses sterol biosynthesis in a mouse model of Smith-Lemli-
Opitz/RSH syndrome. J Clin Invest. 2001 Sep;108(6):905-15. doi: 10.1172/JC112103. PMID:
11560960; PMCID: PMC200927.

56



12.

13.

14.

15.

16.

17.

18.

19.

20.

21.

22,

Tint G.S., Irons M., Elias E.R. et al. Defective cholesterol biosynthesis associated with the
Smith-Lemli-Opitz  syndrome. N Engl J Med. 1994 Jan 13;330(2):107-13. doi:
10.1056/NEJM199401133300205. PMID: 8259166.

Kelley R. I. RSH/Smith-Lemli-Opitz syndrome: mutations and metabolic morphogenesis.
(Editorial) Am. J. Hum. Genet. 63: 322-326, 1998.

Craigie R.J., Ba'ath M., Fryer A., Baillie C. Surgical implications of the Smith-Lemli-Opitz
syndrome. Pediatr Surg Int. 2005 Jun;21(6):482-4. doi: 10.1007/s00383-005-1415-8. Epub
2005 Apr 15. PMID: 15834578

Craig W.Y., Haddow J.E., Palomaki G.E., Roberson M. Major fetal abnormalities associated
with positive screening tests for Smith-Lemli-Opitz syndrome (SLOS). Prenat Diagn. 2007
May;27(5):409-14. doi: 10.1002/pd.1699. PMID: 17286308.

Battaile K.P., Battaile B.C., Merkens L.S. et al. Carrier frequency of the common mutation
IVS8-1G>C in DHCR7 and estimate of the expected incidence of Smith-Lemli-Opitz
syndrome. Mol Genet Metab. 2001 Jan;72(1):67-71. doi: 10.1006/mgme.2000.3103. PMID:
11161831.

Waye J.S., Nakamura L.M., Eng B. et al. 2002. Smith-Lemli-Opitz syndrome: carrier
frequency and spectrum of DHCR7 mutations in Canada. J Med Genet 39: e31.

Ciara E., Popowska E., Piekutowska-Abramczuk D. et al. SLOS carrier frequency in Poland as
determined by screening for Trp151X and Val326Leu DHCR7 mutations. Eur J Med Genet.
2006 Nov-Dec;49(6):499-504. doi: 10.1016/j.ejmg.2006.01.006. Epub 2006 Feb 9. PMID:
16497572.

Nowaczyk M.J., Waye J.S., Douketis J.D. DHCR7 mutation carrier rates and prevalence of the
RSH/Smith-Lemli-Opitz syndrome: where are the patients? Am J Med Genet A. 2006 Oct
1;140(19):2057-62. doi: 10.1002/ajmg.a.31413. PMID: 16906538.

Yu H., Patel S.B. Recent insights into the Smith-Lemli-Opitz syndrome. Clin. Genet. 2005;
(68): 383-391 doi: 10.1111/j.1399-0004.2005.00515.x.

MunosanoBa O. A., YepnsimeBa H. B., Uybaposa A. 1. u np. BpoxaeHHbIe TOPOKU pa3BUTHSL.
Cunapom Cwmura — Jlemmm — Ommna // HeBpomormyeckmii sxyprHan. 2013. Ne3. URL:

https://cyberleninka.ru/article/n/vrozhdennye-poroki-razvitiya-sindrom-smita-lemli-opitsa

Nowaczyk M.J., lIrons M.B. Smith-Lemli-Opitz syndrome: phenotype, natural history, and
epidemiology. Am J Med Genet C Semin Med Genet. 2012 Nov 15;160C(4):250-62. doi:
10.1002/ajmg.c.31343. PMID: 23059950.

57


https://cyberleninka.ru/article/n/vrozhdennye-poroki-razvitiya-sindrom-smita-lemli-opitsa

23.

24,

25.

26.

27.

28.

29.

30.

31.

32.

33.

34.

Muzzin K.B., Harper L.F. Smith-Lemli-Opitz syndrome: a review, case report and dental
implications. Spec Care Dentist. 2003;23(1):22-7. doi: 10.1111/j.1754-4505.2003.tb00285.X.
PMID: 12887150

Rojare C., Opdenakker Y., Laborde A. et al. The Smith-Lemli-Opitz syndrome and dentofacial
anomalies diagnostic: Case reports and literature review. Int Orthod. 2019 Jun;17(2):375-383.
doi: 10.1016/j.0rth0.2019.03.020. Epub 2019 Apr 17. PMID: 31005410.

Curry CJ., Carey J.C., Holland J.S. et al. Smith-Lemli-Opitz syndrome-type Il: multiple
congenital anomalies with male pseudohermaphroditism and frequent early lethality. Am J
Med Genet. 1987 Jan;26(1):45-57. doi: 10.1002/ajmg.1320260110. PMID: 3812577.
Andersson H.C., Frentz J., Martinez J. E. et al. Adrenal insufficiency in SmithLemli-Opitz
syndrome. Am. J. Med. Genet. 1999; (82):382-384.

Lee RW.Y., McGready J., Conley S.K. et al. 2012. Growth charts for individuals with Smith—
Lemli-Opitz syndrome. Am J Med Genet Part A 158A:2707-2713. DOI
10.1002/ajmg.a.35376

Rossi M., Vajro P., lorio R. et al. Characterization of liver involvement in defects of cholesterol
biosynthesis: long-term follow-up and review. Am J Med Genet A. 2005 Jan 15;132A(2):144-
51. doi: 10.1002/ajmg.a.30426. PMID: 15580635.

Mueller C., Patel S., Irons M.,et al. Normal cognition and behavior in a Smith-Lemli-Opitz
syndrome patient who presented with Hirschsprung disease. Am J Med Genet A. 2003 Nov
15;123A(1):100-6. doi: 10.1002/ajmg.a.20491. PMID: 14556255; PMCID: PMC1201564.
Eroglu Y., Nguyen-Driver M., Steiner R.D. et al. Normal 1Q is possible in Smith-Lemli-Opitz
syndrome. Am J Med Genet A. 2017 Aug;173(8):2097-2100. doi: 10.1002/ajmg.a.38125. Epub
2017 Mar 27. PMID: 28349652; PMCID: PMC6016830.

Zarowski M., Vendrame M., Irons M., Kothare S.V. Prevalence of sleep problems in Smith-
Lemli-Opitz syndrome. Am J Med Genet A. 2011 Jul;155A(7):1558-62. doi:
10.1002/ajmg.a.34021. Epub 2011 May 27. PMID: 21626671.

Diaz-Stransky A., Tierney E. Cognitive and behavioral aspects of Smith-Lemli-Opitz
syndrome. Am J Med Genet C Semin Med Genet. 2012 Nov 15;160C(4):295-300. doi:
10.1002/ajmg.c.31342. Epub 2012 Oct 5. PMID: 23042585.

Lee R.W., Conley S.K., Gropman A. et al. Brain magnetic resonance imaging findings in
Smith-Lemli-Opitz syndrome. Am J Med Genet A. 2013 Oct;161A(10):2407-19. doi:
10.1002/ajmg.a.36096. Epub 2013 Aug 5. PMID: 23918729; PMCID: PMC3787998.

Weaver D.D., Solomon B.D., Akin-Samson K. et al. Cyclopia (synophthalmia) in Smith-
Lemli-Opitz syndrome: First reported case and consideration of mechanism. Am J Med Genet

58



35.

36.

37.

38.

39.

40.

41.

42.

43.

44,

45.

C Semin Med Genet. 2010 Feb 15;154C(1):142-5. doi: 10.1002/ajmg.c.30241. PMID:
20104611; PMCID: PMC2815131.

Anstey A. Photomedicine: lessons from the Smith-Lemli-Opitz syndrome. J Photochem
Photobiol B. 2001 Sep 15;62(3):123-7. doi: 10.1016/s1011-1344(01)00171-3. PMID:
11566274.

Joseph D.B., Uehling D.T., Gilbert E., Laxova R. Genitourinary abnormalities associated with
the Smith-Lemli-Opitz syndrome. J Urol. 1987 Apr;137(4):719-21. doi: 10.1016/s0022-
5347(17)44188-7. PMID: 3560332.

Gorlin R.J., Cohen M.M. Jr., Levin L.S. Syndromes of the Head and Neck. 3 ed. New York,
NY': Oxford University Press; 1990:890-895.

Lin A.E., Ardinger H.H., Ardinger R.H. Jr. et al. Cardiovascular malformations in Smith-
Lemli-Opitz syndrome. Am J Med Genet. 1997 Jan 31,68(3):270-8. PMID: 9024558.

Lee P.A., Nordenstrom A., Houk C.P. et al; Global DSD Update Consortium. Global Disorders
of Sex Development Update since 2006: Perceptions, Approach and Care. Horm Res Paediatr.
2016;85(3):158-80. doi: 10.1159/000442975. Epub 2016 Jan 28. Erratum in: Horm Res
Paediatr. 2016;85(3):180. Koopman, Peter [added]. Erratum in: Horm Res Paediatr.
2016;86(1):70. doi: 10.1159/000447610. PMID: 26820577.

Hughes LLA., Houk C., Ahmed S.F., Lee P.A.; LWPES Consensus Group; ESPE Consensus
Group. Consensus statement on management of intersex disorders. Arch Dis Child. 2006
Jul;91(7):554-63. doi: 10.1136/adc.2006.098319.

Bialer M.G., Penchaszadeh V.B., Kahn E. et al. Female external genitalia and miillerian duct
derivatives in a 46,XY infant with the Smith-Lemli-Opitz syndrome. Am J Med Genet. 1987
Nov;28(3):723-731. doi: 10.1002/ajmg.1320280320.

Patsner B., Mann W.J., Chumas J. Malignant mixed germ cell tumor of the ovary in a young
woman with Smith-Lemli-Opitz syndrome. Gynecol Oncol. 1989 Jun;33(3):386-8. doi:
10.1016/0090-8258(89)90534-9.

Lowry R.B., Miller J.R., MacLean J.R. Micrognathia, polydactyly, and cleft palate. J Pediatr.
1968;72:859-861.

Chemaitilly W., Goldenberg A., Baujat G.et al. Adrenal insufficiency and abnormal genitalia
in a 46 XX female with Smith-Lemli-Opitz syndrome. Horm Res. 2003;59:254-256.
Tzouvelekis G., Antoniades K., Batma A., Nanas C. Smith-Lemli-Opitz syndrome in female,
monozygotic twins. Clin  Genet. 1991 Sep;40(3):229-232. doi: 10.1111/j.1399-
0004.1991.tb03082.x. PMID: 1773539.

59



46.

47.

48.

49.

50.

51.

52.
53.

54,

55.

56.

57,

58.

Goodwin H., Brooks B.P., Porter F.D. Acute postnatal cataract formation in Smith-Lemli-Opitz
syndrome. Am J Med Genet A. 2008 Jan 15;146A(2):208-11. doi: 10.1002/ajmg.a.32084.
PMID: 18076100.

Atchaneeyasakul L.O., Linck L.M., Connor W.E. et al. Eye findings in 8 children and a
spontaneously aborted fetus with RSH/Smith-Lemli-Opitz syndrome. Am J Med Genet. 1998
Dec 28;80(5):501-5. doi: 10.1002/(sici)1096-8628(19981228)80:5<501::aid-
ajmg12>3.0.co;2-j. PMID: 9880216.

Prosnitz A.R., Leopold J., Irons M. et al. Pulmonary vein stenosis in patients with Smith-Lemli-
Opitz syndrome. Congenit Heart Dis. 2017 Jul;12(4):475-483. doi: 10.1111/chd.12471. Epub
2017 Jul 18. PMID: 28719049; PMCID: PMC5825182.

Nasr V.G., Callahan R., Wichner Z. et al. Intraluminal Pulmonary Vein Stenosis in Children:
A "New" Lesion. Anesth Analg. 2019 Jul;129(1):27-40. doi:
10.1213/ANE.0000000000003924. PMID: 30451723

Park M.K. Park’s pediatric cardiology for practitioners, 7th edition, Copyright 2021 by
Elsiever, p. 10

Quélin C., Loget P., Verloes A. et al. Phenotypic spectrum of fetal Smith-Lemli-Opitz
syndrome. Eur J Med Genet. 2012 Feb;55(2):81-90. doi: 10.1016/j.ejmg.2011.12.002

https://csbg.cnb.csic.es/odcs/disease showresults.php?disO=Smith-Lemli-Opitz%20syndrome

Cemsukuna A.H., Houkos I1.B., SI6monckas M.U. Cunapom Cmuta — Jlemnu — Onwuia y
nereit. Poccuiickuii BeCTHUK niepuHaTonoruu u neauatpuu. 2006; 51(3): 19-24.

Bukelis I., Porter F.D., Zimmerman A.W., Tierney E. Smith-Lemli-Opitz syndrome and autism
spectrum disorder. Am. J. Psychiatry. 2007; (164): 1655-1661

Kosanenko-Kibrukosa H.A., Kenuc B.M., Knsrukosa 1.10O. [Topoku pa3zButus kucreit u cron
npu cuaapome Cmuta — Jlemnm — Onuta. TpaBmaronorus u opronenus Poccnn.2013 — 3
(69): 143-147. VK [617.576+617.586]-056.7

Zalewski C.K., Sydlowski S.A., King K.A. et al. Auditory phenotype of Smith-Lemli-Opitz
syndrome. Am J Med Genet A. 2021 Apr;185(4):1131-1141. doi: 10.1002/ajmg.a.62087. Epub
2021 Feb 2. PMID: 33529473; PMCID: PMC7994936

Bianconi S.E., Conley S.K., Keil M.F. et al. Adrenal function in Smith-Lemli-Opitz syndrome.
Am J Med Genet A. 2011 Nov;155A(11):2732-8. doi: 10.1002/ajmg.a.34271. Epub 2011 Oct
11. PMID: 21990131; PMCID: PMC3488380.

Jayamanne C., Sandamal S., Jayasundara K. et al. Smith-Lemli-Opitz syndrome presenting as
acute adrenal crisis in a child: a case report. J Med Case Rep. 2018 Aug 10;12(1):217. doi:
10.1186/s13256-018-1738-4. PMID: 30092813; PMCID: PMC6085650.

60


https://csbg.cnb.csic.es/odcs/disease_showresults.php?dis0=Smith-Lemli-Opitz%20syndrome

59.

60.

61.

62.

63.

64.

65.

66.

67.

68.

69.

70.

71.

72.

Kelley R.I., Hennekam R.C.M. The Smith-Lemli-Opitz syndrome (Review article). J. Med.
Genet. 2000; (37): 321-335 doi: 10.1136/jmg.37.5.321. PMID: 10807690; PMCID:
PMC1734573.

https://www.orpha.net/en/disease/detail/818

Coupe S., Hertzog A., Foran C. et al. Keeping you on your toes: Smith-Lemli-Opitz Syndrome
is an easily missed cause of developmental delays. Clin Case Rep. 2023 Feb;11(2):e6920
Golabi M., James A.W., Desai N. et al. Gardner-Silengo-Wachtel or genito-palato-cadiac
syndrome with associated autosomal aneuploidy. Am J Med Genet A. 2009 Feb
15;149A(4):693-7.

Sanghera A.S., Zeppieri M. Smith-Lemli-Opitz Syndrome. 2024 Jan 11. In: StatPearls [Internet].
Treasure Island (FL): StatPearls Publishing; 2024 Jan—. PMID: 38261705. Available from:
https://www.ncbi.nlm.nih.gov/books/NBK599510/

Koo G., Conley S.K., Wassif C.A., Porter F.D. Discordant phenotype and sterol biochemistry
in Smith-Lemli-Opitz syndrome. Am J Med Genet A. 2010 Aug;152A(8):2094-8. doi:
10.1002/ajmg.a.33540. PMID: 20635399; PMCID: PMC3027211.

Elias E.R., Irons M., Wolfe L.C., Klempner M. Effect of cholesterol deficiency on erythrocytes
and neutrophils in children with Smith Lemli-Opitz Syndrome(SL0S). Am J Hum Genet 6
1:A250, Abstract 1453, 1997

Caruso P.A., Poussaint T.Y., Tzika A.A. et al. MRI and 1H MRS findings in Smith-Lemli-
Opitz syndrome. Neuroradiology. 2004 Jan;46(1) 3-14

CemenoBa H.A., laganu E.JI., [llapkoB A.A., AkumoBa U.A. OcOOEHHOCTH TUATHOCTHKHU H
KIIMHUKO-TCHCTUYCCKUC XAPAKTCPUCTHUKHU HACJICACTBCHHBIX BAapUAHTOB MHaZ[queCKOﬁ
snmsienicuu // HepBHo-Mbiteunsie 0one3nu. 2017. Ne3.

Steiner R.D. Smith-Lemli-Opitz Syndrome Workup. Updated: Jul 22, 2024

https://emedicine.medscape.com/article/949125-workup#showall

Demirdoven M., Yazgan H., Korkmaz M. Smith-lemli-opitz syndrome: a case with annular
pancreas. Case Rep Pediatr. 2014;2014:623926. doi: 10.1155/2014/623926. Epub 2014 Aug 5
Komaesa, B. I'. I'nmasusie 6one3nu / B. I'. KomaeBa. — M.: Menununa, 2002. — 558 c.
Odranemonorusi: pykoBoAcTBO HacnmeacTtBeHHble MuUCTpOPUU  CETYATKH, MHUTMEHTHOTO
snurenus u xopuousaeu. / Hepoes B.B., IllammmuoBa A.M. — M.: I'D0OTAP-Meaua, 2008. —
C.548—565

[MammaoBa, A. M. HacnencTBeHHbIE U BPOXKACHHBIC 3a00JI€BaHUS CETUYATKH M 3PUTEIBHOTO

Hepa / A. M. lllammuoBa. — M.: Menununa, 2001. — 528 ¢

61


https://www.orpha.net/en/disease/detail/818
https://www.ncbi.nlm.nih.gov/books/NBK599510/
https://emedicine.medscape.com/article/949125-workup#showall

73.

74.

75.

76.

77,

78.

79.

80.

81.

82.

83.

Kancku /. Knuanueckas opTanpbMoJIOTHsI: CUCTEMATU3UpOBaHHbIN oaxo. [lep. ¢ anrmn. / /1.
Kancku. — M.: Jlorocepa, 2006. — 744 c.

Kanpiues B.B., Amenuna C.C., 3unuenko P.A. HaciencTBeHHas naToorusi oprasa 3peHusi B
Pocrosckoii obsactu / I'maBa 7.2. YueOHO-MeTOANYECKOE TOcOOre «MeTo0I0THsI TeHETHKO-
SIIUACMHUOJIOTHYCCKOI0 HM3YUYCHHA HACICACTBECHHBIX Oone3neii u BPOXICHHBIX IIOPOKOB
pazButus» noa penakuuet 3undenko P.A., Amenunoit C.C., Kyuea C.U., 'uatepa E.K. —
benropon: «[TIOJIMTEPPAy, 2020. — 569 C.; 70

Kageimes B.B. HacnexmcrBennble 3a0ojieBaHus TIJ1a3: SMUACMUOJIOTHS, T'€HETHYCCKAs
I'CTCPOrcHHOCTD, KJIIMHUYECKUI HOJ'II/IMOp(l)I/IBM. AUC. IOK. MCI. HayK. Ka,Z[HH_IeB Buranuii
BukToposuu. 2023;391

Odranemornorus. HanmonaneHoe pykoBoacTBO / o pea. ABerucosa C. D. , Eroposa E. A. |
Momerosotii JI. K. , Hepoesa B. B. , Taxunmu X. I1. - Mocksa : TDOTAP-Menua, 2019. — 752
Rossi M., Hall C.M., Bouvier R.et al. Radiographic features of the skeleton in disorders of
post-squalene cholesterol biosynthesis. Pediatr Radiol. 2015 Jul;45(7):965-76. doi:
10.1007/s00247-014-3257-9. Epub 2015 Feb 3. PMID: 25646736.

Berensztein E., Torrado M., Belgorosky A., Rivarola M. Smith-Lemli-Opitz syndrome: in vivo
and in vitro study of testicular function in a prepubertal patient with ambiguous genitalia. Acta
Paediatr. 1999 Nov;88(11):1229-1232. doi: 10.1080/080352599750030338. PMID: 10591424,
Greene C., Pitts W., Rosenfeld R., Luzzatti L. Smith-Lemli-Opitz syndrome in two 46,XY
infants with female external genitalia. Clin Genet. 1984 Apr;25(4):366-372. doi:
10.1111/j.1399-0004.1984.tb02006.x.

Cools M., Nordenstrom A., Robeva R. et al; COST Action BM1303 working group 1. Caring
for individuals with a difference of sex development (DSD): a Consensus Statement. Nat Rev
Endocrinol. 2018 Jul;14(7):415-429. doi: 10.1038/s41574-018-0010-8. PMID: 29769693,
PMCID: PMC7136158.

Tierney E., Conley S.K., Goodwin H., Porter F.D. Analysis of short-term behavioral effects of
dietary cholesterol supplementation in Smith-Lemli-Opitz syndrome. Am J Med Genet A. 2010
Jan;152A(1):91-5. doi: 10.1002/ajmg.a.33148. PMID: 20014133; PMCID: PMC2799534.
Zoghbi H.Y. Postnatal neurodevelopmental disorders: meeting at the synapse? Science.
2003;302(5646):826-30. [PUBMED: 14593168]

Jernigan T.L., Baar¢ W.F., Stiles J., Madsen K.S. Postnatal brain development: structural
imaging of dynamic neurodevelopmental processes. Progress in Brain Research 2011; 189:77-
92. [PUBMED: 21489384

62



84. Cao M., Huang H., He Y. Developmental connectomics from infancy through early childhood.

85.

86.

87.

88.

89.

90.

91.

92.

93.

94.

Trends in Neurosciences 2017;40(8):494-506. [PUBMED: 28684174]

Tierney E., Nwokoro N.A., Porter F.D. et al. Behavior phenotype in the RSH/Smith-Lemli-
Opitz syndrome. American Journal of Medical Genetics 2001;98(2):191-200. [PUBMED:
11223857]

Elias E.R., Orth L.E., Li A. et al. Cholic acid increases plasma cholesterol in Smith-Lemli-
Opitz syndrome: A pilot study, Molecular Genetics and Metabolism Reports, Volume 38, 2024,
101030, ISSN 2214-4269, https://doi.org/10.1016/].ymgmr.2023.101030.

Svoboda M.D., Christie J.M., Eroglu Y. Treatment of Smith-Lemli-Opitz syndrome and other
sterol disorders. Am J Med Genet C Semin Med Genet. 2012 Nov 15;160C (4):285-94. doi:
10.1002/ajmg.c.31347. Epub 2012 Oct 5. PMID: 23042642; PMCID: PMC3890258.

Thurm A., Tierney E., Farmer C. et al. Development, behavior, and biomarker characterization

of Smith-Lemli-Opitz syndrome: an update. J Neurodev Disord. 2016 Apr 5;8:12. doi:
10.1186/511689-016-9145-x. PMID: 27053961; PMCID: PMC4822234.

Elias E.R., Irons M.B., Hurley A.D. et al. Clinical effects of cholesterol supplementation in six
patients with the Smith-Lemli-Opitz syndrome (SLOS). Am J Med Genet. 1997 Jan
31;68(3):305-10. doi: 10.1002/(sici)1096-8628(19970131)68:3<305::aid-ajmg11>3.0.c0;2-X.
PMID: 9024564.

Nwokoro N. A., Mulvihill J. J. Cholesterol and bile acid replacement therapy in children and
adults with Smith-Lemli-Opitz (SLO/RSH) syndrome. Am J Med Genet. 1997 Jan
31;68(3):315-321. doi: 10.1002/(sici)1096-8628(19970131)68:3<315::aid-ajmg13>3.0.c0;2-
w.

Starck L., Lovgren-Sandblom A., Bjorkhem 1. Simvastatin treatment in the SLO syndrome: A
safe approach? American Journal of Medical Genetics. 2002 November; 113(2): 183-189.

https://doi.org/10.1002/ajmg.10722

Sikora D.M., Ruggiero M., Petit-Kekel K. et al. Cholesterol supplementation does not improve
developmental progress in Smith—Lemli—Opitz syndrome. J Pediatr. 2004;144: 783-791. doi:
10.1016/j.jpeds.2004.02.036

Haas D., Garbade S.F., Vohwinkel C. et al. Effects of cholesterol and simvastatin treatment in
patients with Smith-Lemli-Opitz syndrome (SLOS). J Inherit Metab Dis. 2007 Jun;30(3):375-
87. doi: 10.1007/s10545-007-0537-7. Epub 2007 May 11. PMID: 17497248.

Merkens L.S., Connor W.E., Linck L.M. et al. Effects of dietary cholesterol on plasma

lipoproteins in Smith—Lemli—Opitz syndrome. Pediatr Res 2004; 56: 726—-732.

63


https://doi.org/10.1016/j.ymgmr.2023.101030
https://doi.org/10.1002/ajmg.10722

95. Fliesler S.J. Antioxidants: The Missing Key to Improved Therapeutic Intervention in Smith-
Lemli-Opitz Syndrome? Hereditary Genet. 2013 Dec 1;2(2):119. doi: 10.4172/2161-
1041.1000119. PMID: 24533230; PMCID: PMC3925008.

96. Fliesler S.J., Xu L. Oxysterols and Retinal Degeneration in a Rat Model of Smith-Lemli-Opitz
Syndrome: Implications for an Improved Therapeutic Intervention. Molecules. 2018 Oct
22;23(10):2720. doi: 10.3390/molecules23102720. PMID: 30360379; PMCID: PMC6222618.

97. Korade Z., Xu L., Harrison F.E. et al. Antioxidant supplementation ameliorates molecular
deficits in Smith-Lemli-Opitz syndrome. Biol Psychiatry. 2014 Feb 1;75(3):215-22. doi:
10.1016/j.biopsych.2013.06.013. Epub 2013 Jul 26. PMID: 23896203; PMCID: PMC3874268.

98. Koczok K. et al. Biochemical and Clinical Effects of Vitamin E Supplementation in Hungarian
Smith-Lemli-Opitz Syndrome Patients //Biomolecules. — 2021. — T. 11. — Ne. 8. — C. 1228.

99. Wassif C.A., Kratz L., Sparks S.E. et al. A placebo-controlled trial of simvastatin therapy in
Smith-Lemli-Opitz ~ syndrome.  Genet Med. 2017 Mar;19(3):297-305.  doi:
10.1038/gim.2016.102. Epub 2016 Aug 11. PMID: 27513191; PMCID: PMC5303568

100. Chan Y.M., Merkens L.S., Connor W.E. et al. Effects of dietary cholesterol and
simvastatin on cholesterol synthesis in Smith-Lemli-Opitz syndrome. Pediatr Res. 2009
Jun;65(6):681-5. doi: 10.1203/PDR.0b013e31819eadeb. PMID: 19430384; PMCID:
PMC2780332.

101. Jira P.E., Wevers R.A., de Jong J. et al. Simvastatin. A new therapeutic approach for
Smith-Lemli-Opitz syndrome. J Lipid Res. 2000 Aug;41(8):1339-46. PMID: 10946022.
102. Wassif C.A., Krakowiak P.A., Wright B.S. et al. Residual cholesterol synthesis and

simvastatin induction of cholesterol synthesis in Smith-Lemli-Opitz syndrome fibroblasts. Mol
Genet Metab. 2005 Jun;85(2):96-107. doi: 10.1016/j.ymgme.2004.12.009. Epub 2005 Feb 5.
PMID: 15896653.

103. Ballout R.A., Livinski A., Fu Y.P. et al. Statins for Smith-Lemli-Opitz syndrome.
Cochrane Database Syst  Rev. 2022 Nov  14;11(11):CD013521. doi:
10.1002/14651858.CD013521.pub2. PMID: 36373961; PMCID: PMC9661876.

104. Ballout R.A., Bianconi S., Livinski A. et al. Statins for Smith-Lemli-Opitz syndrome.
Cochrane Database Syst Rev. 2020;2020(1):CD013521. doi: 10.1002/14651858.cd013521.
Update in: Cochrane Database Syst Rev. 2022 Nov 14;11:CD013521. doi:
10.1002/14651858.CD013521.pub2. PMID: 32132878; PMCID: PMC7055734

105. Ballout R.A. (2021). Smith-Lemli-Opitz Syndrome (SLOS). In: Rezaei, N. (eds)
Genetic Syndromes. Springer, Cham. https://doi.org/10.1007/978-3-319-66816-1 501-1

64


https://doi.org/10.1007/978-3-319-66816-1_501-1

106. Hall P., Michels V., Gavrilov D. et al. Aripiprazole and trazodone cause elevations of
7-dehydrocholesterol in the absence of Smith-Lemli-Opitz Syndrome. Mol Genet Metab. 2013
Sep-Oct;110(1-2):176-8. doi: 10.1016/j.ymgme.2013.04.004. Epub 2013 Apr 10. PMID:
23628460.

107. Pyle L.C., Nathanson K.L. A practical guide for evaluating gonadal germ cell tumor
predisposition in differences of sex development. Am J Med Genet C Semin Med Genet. 2017
Jun;175(2):304-314. doi: 10.1002/ajmg.c.31562. Epub 2017 May 25. PMID: 28544305;
PMCID: PMC5538907.

108. Quezado Z. M. N., Veihmeyer J., Schwartz L. et al. Anesthesia and Airway
Management of Pediatric Patients with Smith-Lemli-Opitz Syndrome. Anesthesiology 2002;
97:1015-1019 doi: https://doi.org/10.1097/00000542-200210000-00041

109. Spuesa H.C., [leeB JL.A., nmnkun I'.A. U30panHbie JeKIUH MO OPTAIBMOJIOTHA B
TpECX TOMaAx. Towm Il. YueGHOe mocobue IJIsL CUCTEMBI ITOCJIEBY30BCKOI'O HpO(I)CCCI/IOHaJ'IBHOFO
oOpazoBanus Bpauei. Jlekuus 13. M.; 2008

110. Harris J.K., Mizuiri D., Ambrus A. et al. Cataract in the Adult Eye Preferred Practice
Pattern 2016. https://www.aao0.org/preferred-practice-pattern/cataract-in-adult-eye-ppp-2016

111. Lundstrom M., Fregell G., Sjoblom A. Vision related daily life problems in patients
waiting for a cataract extraction. Br. J. Ophthalmol. 1994;78: 608-611

112. Lee T.H., Marcantonio E.R., Mangione C.M. et al. Derivation and prospective
validation of a simple index for prediction of cardiac risk of major noncardiac surgery.
Circulation. 1999;100: 1043-9

113. Ertugrul G., Yankol Y., Mecit N. Liver Transplant and Improvements in Cholesterol
Biosynthesis Defects: A Case Report of Smith-Lemli-Opitz Syndrome. Experimental and
clinical transplantation. 2022; 20 (1): 104 — 107

114. Babovic-Vuksanovic D., Jacobson R.M., Lindor N.M., Weiler C.R. Selective antibody
immune deficiency in a patient with Smith-Lemli-Opitz syndrome. J Inherit Metab Dis.
2005;28(2):181-6. doi: 10.1007/s10545-005-5515-3. PMID: 15877207.

115. Gabor K., Madenspacher J. H., Wassif C. A. et al. Smith-Lemli-Opitz syndrome reveals
requirement for sterol biosynthesis in the innate immune response. J Immunol 1 May 2016;
196 (1_Supplement): 193.2. https://doi.org/10.4049/jimmunol.196.Supp.193.2

116. Liss J., Lukaszuk K., Bruszczynska A. et al. (2008). Pregnancy and life after

preimplantation genetic diagnosis of Smith-Lemli-Opitz syndrome. Fertility and Sterility,
90(5), 2011.e13-2011.e16. DOI: 10.1016/j.fertnstert.2008.03.015

65


https://doi.org/10.1097/00000542-200210000-00041
https://www.aao.org/preferred-practice-pattern/cataract-in-adult-eye-ppp-2016
https://doi.org/10.4049/jimmunol.196.Supp.193.2

117. Waye J. S., Eng B. & Nowaczyk M. J. M. (2007). Prenatal diagnosis of Smith-Lemli-
Opitz syndrome (SLOS) byDHCR7 mutation analysis. Prenatal Diagnosis, 27(7), 638-640.
d0i:10.1002/pd.1735

118. Berensztein E., Torrado M., Belgorosky A., Rivarola M. Smith-Lemli-Opitz syndrome:
in vivo and in vitro study of testicular function in a prepubertal patient with ambiguous
genitalia. Acta Paediatr. 1999 Nov;88(11):1229-1232. doi: 10.1080/080352599750030338.
PMID: 10591424.

119. Ellingson M.S., Wick M.J., White W.M. et al. Pregnancy in an individual with mild
Smith-Lemli-Opitz syndrome. Clin Genet. 2014 May;85(5):495-7. doi: 10.1111/cge.12209.

66



IIpuaoxenune Al. CocraB padoueil rpynnbl 1o pa3padorke u
MepecMOTPY KIMHUYECKUX PEKOMEHAANN U

Anncumona Unra BaammMoBHa — K.M.H., Bpau-T€HETHK, 3aBe1yIOLIasi OTJEJI0M OpraHu3aluu
MeauiuHckoil oMo ®I'BHY «Menuko-reHeTH4eCcKuil HayyHbId LIEHTP WM. aKaJeMuKa
H.II. boukoBay, 4iieH Acconyanuy MeIJUIMHCKHUX TeHETHKOB

BapanoB Anekcanap AnekcanapoBud — akagemuk PAH, npodeccop, a.M.H., IlodeTHbii
[Ipesunent Coroza nenuatpoB Poccun, coetHuk pykooaurens HUW nenuatpun u oxpaHsl
3nopoBbs gereid HKI[ Ne2 ®I'BHY «PHIIX um. akanemuka b.B. IletpoBckoro, riaBHbIi
BHEILTATHBIN cnenuaiucT neauatp Munsapasa Poccun

Bbapanosa Ilosmna BiragumupoBaa — Hayunbiil corpynnuk LIKII «Merabonom» ®TBHY
«MenuKo-reHeTHYeCKUii HayyHbli eHTp uM. akaaeMuka H.I1. boukoBa»

BymyeBa Tarbsina BragumupoBHa — 1.M.H., I.H.C., Bpau-AHETOJIOT 1a0OpaTOpUH MUTAHUS
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MEIUUMUHCKON TeHeTnke Mun3apaBa Poccun, mnpesuaeHT Accoluanuu MEIULIHMHCKUX
reHeTukoB (AMI)

JlarpimeB Ouser FOpbeBHY — K.M.H., Bpau-3HAOKPUHOJIOT, JOLIEHT Kadeapbl AETCKOU
sHpokpuHosorun ®I'bOY 10 PMAHIIO Munsapasa Poccun

Hazapenko Jlwamuiaa IlaBioBHa — mnpodeccop, I.M.H., 3aciykeHHbIH Bpau PO
3aMEeCTUTENNb AUPEKTOpa MO HAyyHOW M JedyeOHOW paboTe, pyKOBOJIUTENb J1abOpaTOpUU
HacnencrseHHor naronorun HUW meguuumnckon renetuku, Tomckoro HUMIL PAH, unen
Acconmanuu MEAUIIMHCKUX TeHeTUKOB (AMI).

Hama3zoBa-bapanoBa Jleiina CeiimypoBna — axagemuk PAH, mnpodeccop, a.M.H.,
[pesunent Coroza neauatpos Poccum; mact-npesunent EPA/UNEPSA; pykosoautens HUN
neauatpud U oxpasbl 370poBbs gered HKI[ Ne2 ®I'BHY «PHIIX mm. akanemuka b.B.
[TerpoBckoro, 3aBemyromasi kadeapoil (akyabTeTCKOW TMenuaTpuu TMeIuaTpUIecKOoro
¢akynerera ®I'BOY BO «PHUMY um. H.U. IluporoBa» MunsapaBa Poccuu, riaBHbII
BHEIITATHBIN JETCKUH CIIEIUATUCT 10 MpoduIakTHIecKoi meauiinae Munzapasa Poccun
OBcsanuk Haranbs 'eHHaabeBHA — Bpay->HIOKPUHOJOI JETCKUH, MIIAIIIAA Hay4YHBII
corpyauuk HUW nenuarpum u oxpansl 370poBbs nereid HKI[ Ne2 ®I'BHY «PHIX wum.

akanemuka b.B. [lerpoBckoro, uinen Coro3a nenuarpoB Poccun
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IMmennynnkosa HUpuna HUropeBHa — k.M.H., cnenuamuct OMO no neguatpuu I'BY
«HANO3MM JI3M», nouent kabeapst ®I'BOY IO PMAHIIO MunsnpaBa Poccun,
nerckuit kapauoior 'bBY3 «AI'Kb nm.3.A.banuiseBoit J[3M»

Penuna CBeriiana AdanacbeBHa — K.M.H., Bpau-TeHeTuKk ®I'BHY «Meauko-renernueckuit
Hay4HbIN eHTp uM. akaaemuka H.I1. boukoBay, wien Poccuiickoro o0miecTBa METUIIMHCKUAX
T€HETUKOB, WIEH ACCOLUALNY MEIUIIMHCKUX T€HETUKOB

CenumssinoBa Jlnimmsa PoGeproBHa — K.M.H., 3aBeAyIolIasl OTAEJIOM CTaHIAApTU3ALUU U
M3Yy4YeHUs OCHOB J0Ka3arenbHoi Meauunabl HMU nequatpun n oxpanst 310poBbs geteit HKIL
No2 ®I'bBHY «PHIX um. akaza. b.B.IletpoBckoro», goueHT Kadeaphl neauaTpuu U ASTCKOM
peemaronorun GI'AOY «Ilepeeiiit MI'MY um. U.M. CeuenoBa» MunznpaBa Poccuu
(CeueHoBckuii  YHHBepcHTET),  JOUEHT  Kadempbl  (QaKyIbTETCKOW  MEAMATPUU
neauarpudeckoro ¢akynprera PIAOY BO «PHUMY um. H.U. [MuporoBa» MuHn3npasa
Poccun, unen Coroza neguatpos Poccun

CmupnoBa Oubra SIkoBiieBHA — Bpay-T€HETUK, CTapLIMi HAYYHBIM COTPYAHHUK OTAENa
CTaHJIapTU3alUA U U3YUYEHUs OCHOB JOKa3zaTenbHOM MenuuuHbl HUW nepuatpuu m oxpassl
3nopoBbs nererd HKI] Ne2 ®I'BHY «PHIIX um. akanemuka b.B. [lerpoBckoro, wien Coro3a
neanatpoB Poccun, uneH Acconuanuy MeIMIUHCKUX TeHeTUKoB (AMI')

Toponmunna Jlusi BaaamMupoBHa — K.M.H., Bpad CypJ0JIOT-OTOPHUHOJIAPUHIOJIOT, AOLEHT
Kadenpsl neTckoil oropuHosapuHrojsorun um. npod. b.B. Ilespeirmna OI'BOY MAIIO
PMAHIIO M3 PO, unen HanmoHanbHOM METUIIMHCKON acCOIUAIIMKA OTOPUHOJIAPUHTOJIOTOB.
Tpynuna Uuna UropeBHa — 1.M.H., ipodeccop Kadeapbl rOCOUTAIBLHON NeIuaTpuu UM.
B.A.Tabonmuaa PHUMY um. H.U.ITuporosa M3 P®, 3aBenyroras oTaeIeHHEM KapIUOIOTHU
I'bY3 AT'KB um. banutsieroit 3.A. JI3M, riiaBHbIM BHEMITATHBIN AeTCKUN Kapauosor J[3M
®enoceenko Mapuna BiaaauciaBoBHa - K.M.H., 3aBe/IyI0IIasl OTAEIOM pa3padOTKH HAyYHBIX
MOAXOJ0B K HMMMYHM3AallMM MAlUEHTOB C OTKJIOHEHUSMH B COCTOSHHMM 3JI0pOBbS U
XPOHUYECKMMHU OO0JIe3HSIMU, BEAYIIUN HayuyHBIH COTPYIHUK, Bpau-nenuatp HUW nenuarpun
u oxpansl 370poBbs Aereid [IKb PAH MunucrepctBa Hayku W BbICHIETO OOpa3oBaHUs
Poccuiickoit @enepannu, gomeHT Kadeapbl (akyIbTETCKOW MEAUATPUH TMEIUATPHIECKOTO
¢akynsrera ®I'BOY BO «PHUMY um. H.U. Iuporosa» Munszapasa Poccunu, unen Coroza
neauarpos Poccun

Yepubix Bsivecnias bopucoBuy — 1.M.H., T.H.C., 3aBeAyOIIUi Jabopatopueil reHeTuKu
HapymeHui penpoaykuun @PI'BHY «Menuko-reHeTnyeckuii HayqHbIi HEHTP UM. aKkaJeMuKa
H.IT boukoBa» («MI'HLL»), mpodeccop kadeapsr s3u10kpuHHbIX 601e3uel MUBuII10 ®I'BHY

"MI'HLL". ITpodeccop kadenps! oO1mIei 1 METUIMHCKON TeHETHKH MeIKo-0M0I0rHYecKoro
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¢dakynerera ['BOY BIIO “Poccuiickuii HallMOHAIBHBIA HCCIIEIOBATEIbCKUN MEIUITUHCKHMA
yHuBepcuteT umenu H.U. [Tuporosa” Munsnpasa Poccuu

IlosoxoBa Haranusa AJieKcaHAPOBHA — J.M.H., 3aBEAYyIOLIUH OTACICHUEM JIy4eBOU
JMAarHOCTUKH — BPa4-PEHTICHONOT J[eTCKOW TOpOoJCKON KIMHUYECKOW OOJIbHUIIBI CBATOTO

Brnagumupa.
[IpencraBuTenu oOLIECTBEHHBIX OPTaHU3ALINN:
Bo6poBa Upuna AJiekcaHAPOBHA — MPEICTABUTENb POIUTEIHCKOTO COOOIIECTBA ACTEH ¢

cunjipomoM Cmuta-Jlemnu-Onuna

ABTOpBI TIOJITBEPKAAIOT OTCYTCTBUE (UHAHCOBOW MOACPKKH/KOH(IMKTa HHTEPECOB,

KOTOPBIH HE0O0X0AMMO 0OHAPOI0BATh
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Hpunoxkenne A2. MeToa0y10rusi pa3padoTKi KINHUYECKUX
peKOMeHAAI NI

IleseBasi ayIUTOPHA JAHHBIX KJIMHHYECKHX PEKOMEHIAIMIA:

1. Bpauum-reHeTHKH,  BpauU-HEBPOJIOTH,  BPaYH-TPAaBMATOJOTU-OPTONEABI,  BpayH-
HEHPOXUPYpPrH, BpauyM-aHECTE3HOJIOTU-PEAHMMATONIOTH, BPAuyU-TaCTPOIHTEPOJIOTH, Bpayu-
JMETOJIOTH, BpPAYU-TYJIbMOHOJOTH, BpauyU-KapAHOJIOTH, BPadyH-OPTaIbMOJIOTH, BpayH-
9HJIOKPUHOJIOTH, Bpaun-He(PPOIOTH, Bpauu Mo JedeOHoi PpU3KyIbType, Bpaun PU3NUECKON U
pPeadMINTAIIMOHHONW MEANIIUHBI, BPAuU-3HIO0KPUHOJIOTH, Bpayn-TIeJHaTPbl/ Bpaun-TEePaIeBTH,
Bpayl  CypAOJIOTH-OTOPUHOJIAPUHTOJIOTH, Bpauyd-ypoJOTrH, BpayH-aKylIep-THHEKOJIOTH,

Bpauu-aHApPOJIOT .

2. CTy,Z[eHTbI MCAUIHUHCKHX BY30B, OpAUHATOPLI, ACIIMPAHTEHI.

MeTOIIbI, HCII0Jb3YyEMbBIEC NJIs1 cﬁopa/ce.nelcuml A0Ka3aTeJILCTB: IMOUCK B 3JICKTPOHHBIX

0a3ax J1aHHBIX.

Onucanue MeTo0B, HCNOJIb30BAHHBIX /ISl OLEHKH Ka4ecTBAa M CHJIbI I0Ka3aTeIbCTB:
J0Ka3aTeNbHON 0a30il Uil pEKOMEHJAIUil  SBISAIOTCA MyONMKaIlMM, BOILEIIINE B
KoxkpeitnoBckyro 6ubmmotexy, 6a3sl nanasix MEDLINE u PubMed.

I'myOuna noucka — 10 mer.

Metoabl, HCIIO/Ib30BaHHbIE 1JISl OCHKH KAa4eCTBAa U CWJIbI I0Ka3aTeIbCTB:

- KOHCEHCYC JKCIIEPTOB;

- OlIEHKa 3HAYMMOCTH B COOTBETCTBUU C PEHTHUHIOBOI cXeMoM (cXxeMa Impuiiaraercs).
Metoabl, HCII0/Ib30BAHHBIE /ISl AHAJIN3A 10KA3aTeJIbCTB:

- 0030pbI OMMyOJNKOBAHHBIX METa-aHAIU30B;

- CUCTeMaTUYEeCKUE 0030phI C TAOJIUIIaMHU JOKA3aTEeIbCTB.

Onucanune METOA0B, UCITOJbB30BAHHBIX JId aHAJIN3a J0Ka3aTeJIbCTB
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HpI/I OT60pC ny6n1/n<au1/n71 KaK IOTCHIHAJIBbHBIX HCTOYHHUKOB J0OKAa3aTCIbCTB HUCIIOJIb30BaHHaA

B KaXJOM HCCICAOBAHHNU MCTOHOJIOTHA H3Yy4dacTCd IJid TOTO, YTOOBI y6€I[I/ITBCSI B ¢€

BaJIMTHOCTH. PCBYJILTaT HU3Yy4YCHHUA BJIMUACT Ha YPOBCHL OOKAa3aTCIbLCTB, HpHCBaHBaeMBIﬁ

HY6J'II/IK3HI/II/I, 4TO B CBOIO OYEPCIb, BIMUACT Ha CHUITY pCKOMCHHaHHﬁ. IIJ'I?I MHWHHUMU3AIIUHN

IIOTCHIHAJIbHBIX oIIn0OoK KaXX10€ UCCICJOBaHUEC OLICHUBAJIOCh HE3aBHCUMO. JIroOble pasinuus

B OLIEHKAaX 0OCYXIaauCh BCEH TPYIION aBTOPOB B MOJHOM cocTaBe. [Ipu HEBO3ZMOXKHOCTH

AOCTHIKCHUS KOHCCHCYCA ITPHUBJICKAJICA HE3aBUCHMBIMN 9KCIICPT.

B 1aHHBIX KIMHUYECKHUX pPeKOMCHOAIMAX BCC CBCACHUA PAHKHUPOBAHBI II0 YPOBHIO

JIOCTOBEPHOCTH (70Ka3zarenbHOCTH) Win Y /[Jl B 3aBUCMMOCTH OT KOJIMYECTBA M KauecTBa

UCCIICIOBaHMIA IO IaHHOH npobiieme (Tabuuia 2 u Tadbiuna 3).

Taoauma 2

[xana onenku Y /] mist IMarHOCTUYCCKUX BMEIIATEILCTB ™.

YA

Wepapxusi nu3aiiHOB KIWHUYECKHX HCCIIEOBAHUI MO YOBIBAHHIO YPOBHS
JIOCTOBEPHOCTH JI0KA3aTeNIbCTB OT 1 110 5

Cucremaruueckue 0030pbl MCCIEJOBAHUN C KOHTPOJEM pe(epeHCHBIM
METOI0M WJIN CHUCTeMaTH4ecKuil 0030p paHIOMHU3MPOBAHHBIX KIMHUYECKHX
UCCIICIOBAaHUN C IPUMEHEHUEM MeTa-aHaJIn3a

OTnenbHBIE HCCIENOBAaHUS C KOHTPOJEM pedepeHCHBIM METOIOM WU
OTJENbHBIE  PAaHIOMHU3UPOBAaHHbIE  KJIMHUYECKHME  MCCIECIOBAHUA U
cUCTeMaTHYecKre 0030pbl UCCIIEIOBAaHMM JIF000TO JM3ailiHa, 32 HCKIIIOYCHUEM
PaHIOMHU3UPOBAHHBIX KIMHUUYECKUX HCCIEI0BaHUM, C NMPUMEHEHUEM MeTa-
aHaim3a

HccnenoBanust 6e3 MOCIEIOBATENBHOTO KOHTPOJS PEe(YEPEHCHBIM METOAOM
WM UCCIIEIOBaHUA ¢ pe(h)epeHCHBIM METO/I0M, HE SIBISIONIUMCS HE3aBUCUMBIM
OT HCCIEAYeMOro MeTOJa WJIM HEpPaHJAOMU3UPOBAHHBIE CpPaBHUTEIbHBIC
WCCJIEJOBAHMSI, B TOM YMCIJIE KOTOPTHBIE UCCIIEA0BAHUS

HeCpaBHI/ITeHBHBIC HCCJICOOBAaHUs, OITMCAHUEC KIIMHUYCCKOTO ClIyvast

Hmeetcst mumb 000CHOBaHUE MEXaHU3Ma )IGf/iCTBHH HJIM MHCHUE SKCIICPTOB
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Tao6auma 3

HIkana onpenenenuss Y/ nias jgedeOHbIX, peadUIMTAIIMOHHBIX, MPOPUIAKTHYECKHUX
BMeEIIATEIbCTB*.

YA

Wepapxusi 1n3allHOB KIMHHYECKUX HCCIEIOBAaHUM IO YOBIBAHHUIO YpPOBHS
JOCTOBEPHOCTH JIOKA3aTeNbCTB OT 1 10 5

1 CucremaTnueckuii 0030p paHI0MU3UPOBAHHBIX KIIMHUYECKUX UCCIIETOBAHUM €
IIPUMEHEHUEM MeTa-aHaIu3a

2 OtnenbHble  paHAOMHU3UPOBAHHbIE  KIMHUYECKHE  HMCCIEIOBaHUA U
cucreMaTudeckre 0030pbl UCCIIEAOBAaHUI JTH000r0 qU3aiiHa, 3a UCKIIOYEHUEM
PaHIOMU3UPOBAHHBIX KIMHUYECKUX MCCIEOBaHUMN, C MPUMEHEHHEM MeTa-
aHaIu3a

3 HepannomMu3upoBaHHbIE CpaBHHUTENIbHbIE HCCIEJOBaHMS, B TOM 4YHCIIE
KOT'OPTHBIE HCCIIEI0BaHUS

4 HecpaBuuTtenbHble UCCIIEI0BaHMS, OIIMCAHUE KJIMHUYECKOT'O CIIydasi WM CEPUU
CIJIy4aeB, UCCIIEIOBAHUE «CIIy4al-KOHTPOJIbY

5 Nmeercs numb  00OCHOBaHME MeXaHU3Ma JCWCTBUS  BMEIATENIbCTBA

(I[OKJ'IHHI/I‘-I@CKI/IG I/ICCJ'ICI[OB&HI/H[) HJIM MHCHUC DKCIICPTOB

Jlanee omnpenensyicst ypoBeHb yOSTUTEILHOCTH peKOMEeHIalnii — Tabmuna 4

Taoauua 4

Ixana onpenenenusi YYP aia IMarHocTuyeckux, Jie4yeOHbIX M NPOPUIAKTHYECKUX

MepOIpUITHI™.
YVyp Pacmm¢poBka
A CunbHas pekoMeHnaus (Bce paccMaTrpuBaeMble KpUTEpUH 3(P(HEKTUBHOCTH

(McXonbl) SABISAIOTCS Ba)KHBIMHM, BCE MCCIEIOBAaHUS HMEIOT BBICOKOE WIIU
YAOBJIETBOPUTEIBHOE  METOJOJIOTUYECKOE KA4eCTBO, HX BBIBOABI 110
MHTEPECYIOIIMM UCXO0IaM SIBJISIFOTCS COITIACOBAaHHBIMHU )

B VYcnoBHas — pekomenpanust (HE  BCe  paccMaTpUBaeMble  KpUTEPHUH
3P PEKTUBHOCTH (MCXO/IbI) SBISIOTCS BaXKHBIMHU, HE BCE MCCIIEJOBAHUS UMEIOT
BBICOKOE WJIM YJOBJIETBOPUTEIBHOE METOJI0JOTHYECKOE KaueCTBO W/WIM HX
BBIBO/IbI I10 MHTEPECYIOIINUM UCXOAAM HE SIBJISIOTCS COIVIACOBAHHBIMHU)

C Cnabast pexomeHganus (OTCYTCTBHE J0KA3aTENbCTB HAUIEKAIET0 KauyecTBa

(Bce paccmarpuBaeMble KpuTepuu 3S(H(HEKTUBHOCTH (MCXOMBI) SBISIFOTCA
HEBa)KHBIMHU, BCE MCCIIEOBAHUS UMEIOT HU3KOE METOJI0JIOTHYECKOE KaueCTBO
Y MX BBIBOJIbI [10 MHTEPECYIOIINM UCXOJaM HE SIBIISIOTCS COTJIaCOBAaHHBIMM)
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* Marepualibl i1 pa3paO0TKK KIMHUYSCKUX pekoMeHaaui https://rosmedex.ru/kr/reco

IMopsinok 00HOBJIEHUS] KIMHUYECKUX PeKOMEHIa.

MexaHu3smM ~ OOHOBIEHMSI  KIMHUYECKMX  pPEKOMEHJAUMH  IpeIycMaTpUBaeT  UX
CUCTEMATUYECKYIO0 aKTyaJu3allMIl0 — HE peXe 4eM OJMH pa3 B TPU IOAd, a TAKXKE IPH
IIOSIBJICHUH HOBBIX JAHHBIX C MTO3ULMH JOKA3aTEIbHON MEIULMHBI 110 BOIIPOCaM JUAarHOCTHKH,
JeueHus, NpoQWIAKTUKA U  peaOWIMTaluM KOHKPETHBIX 3a00/IeBaHUll, HaIU4YMU
00OCHOBaHHBIX JIOMOJHEHNI/3aMeyanuil K panee yrBepxkaéHHbM KP, Ho He yame 1 paza B 6

MCCAILICB.

Hpunoxenne A3. CipaBoyHble MATEPHUAJIbI, BKJIOYAs
COOTBETCTBUE NMOKA3aHMI K NPUMEHEHUIO U IPOTUBONOKA3ZAHUM,
CI0CO000B NPUMEHEHHUS U 103 JIEKAPCTBEHHBIX NPeNnaparos,
HHCTPYKUMH 110 NIPUMEHEHHIO JIEKAPCTBEHHOI'0 Npenapara

Ipunoxkenune A3.1 /lokyMeHTBI M pecypcChl, HCIIOJIb30BAHHbIE MIPH

noAroToBKe KJIMHUYCCKHUX peKOMeHIlaIII/Iﬁ

®denepanbHbIil 3akoH "O0 OCHOBaX OXpaHbl 310pOBbs rpaxaad B Poccuiickoit deneparun’

(N 323-®3 or 21.11.2011).

ITocranoBnenue IlpaButensctBa PO ot 30 mrona 1994 r. N 890 "O rocynapcTBeHHOM
NOJICP)KKE PAa3BUTUS MEIUIIMHCKON MPOMBIIUICHHOCTH M YJIYYIIEHHUH oOOecleyeHus
HaCEJIEHUS U YUPEXKACHUH 3JpaBOOXpaHEHHUsI JIEKAPCTBEHHBIMU CPEACTBAMH U U3JIEIHSIMU

MEUIIMHCKOTO Ha3HaueHus" (C U3MEHEHUSMH U JIOTIOTHEHUSMH ).

IIpuka3 MunuctepctBa 3apaBooxpaHeHust PO «O0 yreepxiaenun Ilopsaka okazaHuUs
MEIULIUHCKOW TOMOIIM OOJNIHBIM C BpPOXICHHBIMM M (MJIM) HACJIEICTBEHHBIMU

3a0oneBanuaMmm» ot 21.04.2022 Ne 274H.

[ToctanoBnenue IIpaButensctBa Ne403 ot 26.04 2012r "O mnopsake BeaeHus
@denepalbHOTO  PETUCTpPAa  JIML, CTPAJAIOLIUX  YIpOXKAIOIMMMH M XPOHUYECKH
IPOTPECCUPYIOLIMMUA  PeAKUMH  OppaHHBIMH  3a00JIEBaHUSMH, TNPUBOIAIMIUMHU K
COKpALICHUIO MPOJOHKUTEIBHOCTH KHU3HU TpakJaH WIM HMX HWHBAJIUAHOCTH M €ro

PErMOHAIBHOTO CerMeHTa".

[Tpuka3 MunuctepcTBa 31paBooxpanenust Poccuiickoii ®enepanyu ot 15 nekadbps 2014 r.

N 834n "OO yTBep)KACHHU YHU(PHIHUPOBAHHBIX (HOPM MEIMIIMHCKON JTOKYMEHTAIlHH,
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10.

11.

HCIIOJIB3YEMBIX B MECAWIMUWHCKUX OpTraHHU3aluAaAX, OKa3bIBalOIKWX MCIUIIMHCKYIO ITOMOIIL B

amMOyJIaTOPHBIX YCIIOBUSX, U MOPSAIKOB IO UX 3alOJIHEHHIO".

IIpuka3z MunucrepctBa 3apaBooxpanHenust Poccuiickoit denepaunu ot 20 nexadbps 2012 r.
N 11771 "O6 yTBepkIeHUH MOPAIKA Ja4l HHHOPMHUPOBAHHOTO IOOPOBOJIBEHOTO COTIIACHS
Ha MEIMIMHCKOE BMEIIATEIIbCTBO M OTKa3a OT MEIMIMHCKOTO BMEIIATEIbCTBA B
OTHOLICHMHM  ONPEIENCHHbIX  BHMJOB  MEAMLUMHCKMX  BMEUIATENbCTB,  (hopm
MH(GOPMHUPOBAHHOTO JOOPOBOJIIBHOTO COTJIACHS HA MEAULMHCKOE BMEIIATEILCTBO U (OPM

0TKa3a OT MEIUIIMHCKOTO BMEIIATEIHLCTBA" .

[Tpuka3z Mun3apasa Poccun (MunuctepctBo 3apaBooxpanenusi PD) ot 24 nosops 2021
r. Ne1094n «O06 yTrBepxkaenuu [lopsaka Ha3HaueHHs IEKAPCTBEHHBIX Mpenaparos, Gopm
pelenTypHbBIX OJAaHKOB HA JICKApCTBEHHBIC mpenaparbl, [lopsinka odopMieHUsS
YKa3aHHBIX OJIAHKOB, WX ydYeTa W XpaHCHHs, (opM OJAHKOB PEIENTOB, COJEPIKAIINX
Ha3HAYeHHE HAPKOTUYECKHX CPEACTB WIM TICUXOTPOMHBIX BemiecTB, llopsaka ux
W3TOTOBJICHUSI, PACIpellelieHHs], PerucTpaliy, ydyeTa U XpaHeHus, a Takke [IpaBun

odopmieHns OJIAHKOB PEILIETITOB, B TOM YUCIIE B JOPME AIIEKTPOHHBIX JOKYMEHTOBY

IIpukaz MunuctepctBa 3apaBooxpanenust Poccuiickoit ®enepanun ot 16 mas 2019 r. N
3021 "OO ytBepxaenuu I[lopsaka mpoxoxJIeHHsI HECOBEPIIEHHOJETHUMHU AUCIIAHCEPHOTO
HaOIIOZCHUS, B TOM 4YHCJIE B MEpUoa OOydeHUs M BOCHUTAHUSA B 0Opa30BaTENbHBIX

opraHuzanusx "

Pacniopsxenue IlpaButenscrBa P® ot 31 gexabps 2018 r. Ne 3053-p "OO yTBepxaeHun
nepeyHel MeTUIIMHCKUX U3/1eIHi, UMIUIAaHTUPYEMBIX B OPIaHU3M YeJI0BEKa IIPU OKa3aHUU
MEIULMHCKONW MOMOIIM B paMKax MPOrpaMMbl TOCYJapCTBEHHBIX rapaHTHH OecrIaTHOro
OKa3aHWs TpaXKJAaHAM MEIUIIMHCKOW TOMOIIM W OTIYCKaeMbIX II0 perentaMm Ha

MEIUIMHCKUE U3/ETUs TIPU IIPEeI0CTaBIeHUU Ha0opa COLUaIbHBIX yCIyr"

IIpuka3 MunucrepctBa 3apaBooxpaneHuss P® or 6 mrons 2013 r. N 354n "O nopsake
IIPOBEJICHUSI NATOJOTOAHATOMUYECKUX BCKPBITHH" (3aperucTpupoBaH MUHHUCTEPCTBOM

rocturu Poccuiickoit @enepanun 16 nexadbps 2013 r., peructparmonssiii N 30612).

Wudopmarnus o iekapcTBEHHBIX cpeacTBax: https://grls.rosminzdrav.ru/

OcHOBHBIC  HOPMATHBHO-TIPABOBBbIC  aKThl, peryJupymlounyge oOKa3aHue

NAJTJIHATHBHONH MeIUIIUHCKOH NMOMOIIH:
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6.

®enepanpubiii 3ak0oH "O BHeceHMH u3MeHeHmMid B DeaepanbHbiii 3akoH "OO oOCHOBax
OXpaHbl 370pOBbs TpaxkaaH B Pocculickoit ®enepanuu" 1m0 BoOmpocaMm OKa3aHUs

nayutratuBHON Meauimuackoi nomomu"” ot 06.03.2019 Ne 18-@3.

[Tpuka3z MunzapaBa Poccun Ne 345H, Muntpyna Poccun ot 31.05.2019 Ne 372m «O06
YTBEP)KACHUH TOJOKEHHS OO0 OpraHu3allMy OKa3aHWs NaJUIMATUBHOW MEIMIUHCKOM
MIOMOIIH, BKJIIOYAs MOPSIOK B3aUMOJICHCTBHS MEIUIIMHCKIX OPraHMU3alfid, OpraHn3anui
COILIMAJIBHOTO OOCITY>KMBaHHSI U OOILIECTBEHHBIX OOBEIUHEHUH, WHBIX HEKOMMEPYECKHX

OpraHM3aLHH, OCYIIECTBIIAIOMINX CBOIO AEATEIBHOCTD B c(hepe OXPAHBI 37J0POBBSI.

[Tpukaz MunzapaBa Poccun Ne 348u ot 31 masg 2019 roga «OO0 yTBEp>KICHUH HEPEUHS
MEAUIMHCKUX W3JIENNA, MTpeIHAa3HAYeHHBIX [UIs TOAJEp)KaHHUS OpPraHOB U CHCTEM

opranui3ma 4CJIOBCKa, NPCAOCTABIIACMBIX IJI UCIIOJIB30BAHUA HA JOMY».

[Ipuka3z Munzapasa Poccuu Ne 5051 ot 10 urons 2019 rona «O06 yrBepxkaenuu [lopsiaka
nepenayn OT METUIIMHCKOM OpraHU3aluu MalHUeHTy (€ro 3aKOHHOMY MPEICTABUTEINIO)
MEIUIIMHCKUX U3/IENIU, MPEAHA3HAYCHHBIX JIJIS MTOA/IepKaHus (PYHKIIMI OPraHOB M CUCTEM
opraHu3ma 4eJoBeKa, JJIsi HCIOJb30BaHUS HAa JOMY IPU OKA3aHWHM MaJNTMATUBHOU

MGI[I/IIII/IHCKOﬁ IIOMOIIM).

ITpukaz M3 P® Ne 831 ot 3 okTsa6ps 2019 roga «OO0 yTBep»KAE€HUU BEAOMCTBEHHOM
LeNeBOl mporpaMMbl  «Pa3BuTHE cHUCTEMBI OKa3aHHsA MaVIMATUBHOM MEIUIIMHCKOU

[IOMOIIIY.

Hpoqne HOPMAaTHUBHO-NIPABOBbIC TOKYMEHTBI, ¢ YY€TOM KOTOPLIX pa3p860TaHbl

KINMHUYECCKUE PEKOMCHAANN

MC)K,ILYHapOI[HaH KHaCCI/I(I)I/IKaI_II/IH 60J'IG3HCI71, TpaBM U COCTOHHHﬁ, BJIMAIOIIUX HA 300POBLC

(MKB — 10);

[Ipukaz M3 P® ot 20 nekabps 2012r. Ne 11831 «OO0 yTBepkKIE€HHH HOMEHKJIATYpPHI

JOJDKHOCTEN MEIMIIMHCKUX paGOTHI/IKOB u q)apMaL[eBTI/I‘-ICCKI/IX pa60THI/IKOB».

[Tpuka3z M3 P® ot 23 utong 2010 r. Ne 5411, Enunelii kBanu(UKaMOHHBIA CIPAaBOYHHUK
JOJKHOCTEN PYKOBOJUTENEH, CHEUAINCTOB U CIIyXKaluX, pazaen KpamudukanuoHnHble

XapaKTePUCTHKU JOJKHOCTENH paOOTHUKOB B cpepe 3/paBOOXpaHEHHUS.

®enepanbHblil 3akoH OT 25.12.2018 Ne 489 489-03 «O BHeceHHHM U3MEHEHU B cTaThio 40

@denepanbHoro 3akoHa "OO 00s3aTENILHOM MEIUIIMHCKOM CTpaxoBaHUHM B Poccuiickoii
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10.

11.

12.

13.

Oenepanun" u DenepanbHblii 3ak0H "OO OCHOBaxX OXpaHbl 3J0POBbSI TpaXIaH B

Poccuiickoit deneparuu’ mo Bonpocam KIMHUYECKUX PEKOMEH AL,

[Tpuka3 Munzapasa Poccun Ne 1031 o1 28.02.2019 1. «O0 yTBEp kK ICHUU MOPSJIKA K CPOKOB
pa3paboTKU KIMHIUYECKUX PEKOMEHIAINMA, X IEPECMOTPa, TUTIOBOU (POPMBI KITHHHYECKHUX
pexoMeHnauuii U TpeOOBaHMI K MX CTPYKTYpe, COCTaBy M HAyYHOH OOOCHOBaHHOCTH,

BKJIIOYAaE€MOM B KIMHUYECKHE PEKOMEHAAINN I/IH(l)OpMaI_[I/II/I».

[Tpuka3z Munzapasa Poccun ot 13.10.2017 N 804n "OO yTBep)KICHUH HOMEHKJIATYPHI

MEIUIIUHCKUX YCIyT".

[Ipuka3z MunucrepcTBa Tpyaa u conuanbHou 3amuTel PO ot 27 aBrycra 2019 r. n 5851 "O
KJIacCU(PUKALUAX U KPUTEPHUSIX, UCIOJIb3YEMBIX MIPHU OCYIECTBICHUN MEIUKO-COLUATbLHON
AKCIIEPTH3BI TpaXaaH (eaepaabHbIMA TOCYIAPCTBCHHBIMU YUPESIKICHUSIMH MEIUKO-

COLIMAJIbHOM AKCIIEpTU3HI";

[Ipukaz MuHucTepcTBa 3ApPaBOOXpPAHEHHMs] U COLMANBHOTO pas3BuTus Poccuiickoit
Oenepannn «O MopsIKe MPUMEHEHUS JIEKAPCTBEHHBIX CPEJICTB Y OOIBHBIX MO KUZHEHHBIM

nokazanusiMm» ot 9 aBrycra 2005 r. Ne 494
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Ipunoxenune A3.2 Cxema Mmetadoudeckux npoueccon npu CJI0OC

ALeTUn-SKoA

e LLTTTTIT

MeBanoHoBaA KMCNOTA
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(SHH) P

1 HenyHels
KMCOTH

BuTamuH

|

NMunonpoTerHesl
| Bnnasme
KPOBW

Created in https://BioRender.com

Pucynok 3. Cxema merabonmnueckux mporeccoB mpu CJIOC. Metabonuueckuii 670K BbIACTIECH

KpaCHBIM.

78



IIpunoxenne A3.3 Pocto-BecoBblie rpadpuxu y nanueaton co CJIOC

NMepyextunu (5, 50, 95)
= MyK4MHEI ¥ HEHWMHbI
co CNOC
MyzKuMHBI HOpMA
seeeens JHEHWMHB HOPMa

Bec (kr)

Nepyexmuam (5, 50, 95)
90 e My3MHBI M KEHLMHBL

co CNoC
80 T ™  MyxuMHB HOpM3a -
LEE LY m_a.ww mm . &
m.
60 4+~
—
< )
~ 80
o "
@
Qo 404
”-.
”-A.
1042
[ IR R e e e S St S S e S o A et S e S S S
0 1 2 3 4 5 6 7 8 9 10 11 12 13 14 15 16
Bozpacr (roga)

Pucynok 4: a. BecoBele kpuBble cunapoma Cmwura-Jlemnu-Omurna (0-3 roma) B
cpaBaenuu ¢ Hopmamu CDC; 6. BecoBbie kpuBbie curapoma Cmurta-Jlemmu-Onutia

(016 net) o cpaBuenuto ¢ Hopmamu CDC
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Bozpacr (roga)
¢ Hopmamu CDC; 6. Kpubie pocta cunapoma Cwmura-Jlemnu-Omuma (0-16 ner) B

Pucynoxk 5: a. Kpussie pocra cunapoma Cmurta—Jlemnn—Onutia (03 roga) B cpaBHEHUU

cpaBHeHnuu ¢ Hopmamu CDC.



T MyH4MHBL M OKEHLUMHB]
co CNOC

MyKuMHBI HOpMa

HeHwmHL Hopma

UMT (kr/m2)

9 10

Bozpacr (roga)

Pucynox 6. Kpussie UMT cunnpoma Cmura-Jlemnu-Onurua (0—16 yiet) B cpaBHEHHH €

Hopmamu CDC

Nepyentinm (5, 50, 95)
T My HMHBI M KEHUMHE]
—— co CNocC
sesseee MysRUMHEI HOpME

OKpy»KHOCTb ronossi (cm)

Bozpacrt (mecaysi)

Pucynoxk 7. KpuBble OKpy>KHOCTH TOJIOBBI y TTAIMEHTOB ¢ cuHApOoMoM Cmura-Jlemmu-Onuia

(0-3 rona) B cpaBuenunu ¢ Hopmamu CDC [27].
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Ipunoxkenune A3.4 AHoManum, XapakrepHblie 1is nagueHTos co CJIOC

AHomajus YacToTa BcTpeyaeMoCTH
MHuoroBoiue Bo BpeMsi 6€peMEeHHOCTH OueHb yacTo
3anepxka pocta Ouensb yacto
Mukpornedanus OueHb 4acTo
MukporsaTtust OueHb YacTo

AHomanibHast Mopdoorus 3y0oB

OueHp 4acTo

OTKpBITBIE BIIEpEa HO3IPU

OueHb yacTo

[IInpokast cnMHKa HOca

OueHp 4acTo

["acTpon3odareanbHbIi pedIroKe

OueHb yacTo

TpyIHOCTH BCKapMJIMBAHHUS

OueHp 4acTo

MEImeunasi THITOTOHUS

OueHp 9acTo

IHomnmakTnians

OueHp 4acTo

IloBbl1IeHNE 7-AETHIPOXOJIECTEPUHA CBIBOPOTKH

OueHb 4acTo

3az[ep>1<1<a MCUXUYICCKOI'O PA3BUTHUA

OueHp 4acTo

VYMCTBEHHAA OTCTAIOCTD

OueHp 9acTo

AHoMalbHas JepMaToriuQuka

OueHp 4acTo

CuHIakTHiIvAg 2 v 3 HaIblEB CTOII

OueHb 9acTo

Koportkas nies Yacto
3ajepKKa BHYTPUYTPOOHOTO pa3BUTHS Yacto
[[Inpokwuii poT Yacto
bunapueranbHoe Cy)KEeHUE Yacto
Bouybs nacte Yacto
YBenueHue JeceH Yacto
Hu3ko nmocakeHHsble ylu Yacro
I1To3 Yacto
Jedekt MexnpeacepaHon TeperopoIku Yacro
JedekT MexoKeny109K0OBON MEePEropoIKI Yacro
MpamopHas Koxa Yacto
ATPHOBEHTPUKYJIIPHBINA KaHaJ Yacto
Creno3s Tpaxeun Yacto
I'mnonyasus Jerkux Yacro
AHOMaJIUU TOPTaHU Yacto
AHOMaJuu JIETOYHbIX J0JEH Yacto
Kpunropxusm Yacto
['uneprpodus Kauropa Yacto
I'mmocriagms Yacto
Hapymenne dopmupoBanus nojia Yacto
['mnonsasus nenuca Yacto
PennauBupytonye nHQeKIu Yacto
Bposxaennslii BEIBUX Oepa Yacto
AHoManbHass MOPGOJIOTHS TSICTHBIX KOCTEH Yacto
[TpokcuManbHOE PacioI0KEHHE OOJIBIIOTO Majblia Yacto
KoskHast pOTOUYBCTBUTEIBHOCTh Yacto
Anuta3ust/Tunomia3us Mo3xeuka Yacro
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BenTtpukynomeranus Yacto
N30bITOUHAsI THEBHAS] COHJIMBOCTh Yacro
CungpoM aeduiTa BHUMaHUS U TUIIEPAKTUBHOCTHU Yacro
Hapymienue cHa Yacto
CamornoBpexaaroniee NoBeICHIE Yacto
AyTusm Yacto
Kanwuisipnast remanruomMa jauna Yacto

[60]
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Hpunoxenne A3.5 Coaep:kaHne X0J1eCTEPUHA B IPOYKTAX

INUTAHUA

IIpoaykT nuTaHUSA

Copep:xanue xoJjieCTepHHA MI' HA
100 rpaMM nmpoayKTa

TTOpOIIOK KeNTKa KyPHHOTO SiIa (MeTaHK) ° 2307
JKenTok Kypunoro sitia (Bapensiii) ° 1085
Wkpa pAnymKy 2 409
Situo 2 370
T OBSKbS TIEUEHD > 228
CBHMHHMHA IIEYEHb > 225
KpeBerku ? 142
CBuHMHa, KOpeiika 102
Kypuna ¢ xoxeit * 94
OKyHb 92
KypuHBIEe HOXKKH 2 84
CrIp romy6oii 2 82
Cynak 2 79
Kponbuaruna ! 78
Cenbp 2 77
CuBOUHBII CBIp 2 77
CnuBkn 2 77
Chip mBeitnapckuii 2 75
Psmymika 2 74
BapanuHa, Ko31nsTHHa 1 71
CeIp THIIA Dyiam 2 65
benpo nnHnenku ! 62
PaysxkHas dopens 2 60
dapn ToBAAMHA + CBUHUHA 2 58
TOBSIKbS JIONATKA * 55
CBMHHMHA IPyIHHKA > 54
Moioxko 2 11

1 Dinh T. T. N. et al. Cholesterol content and methods for cholesterol determination in meat

and poultry //Comprehensive reviews in food science and food safety. — 2011. — T. 10. — Ne. 5.

— C. 269-2809.

2 Piironen V., Toivo J., Lampi A. M. New data for cholesterol contents in meat, fish, milk, eggs

and their products consumed in Finland //Journal of food composition and analysis. — 2002. —

T. 15. — Ne. 6. — C. 705-713.

3 Bair C. W., Marion W. W. Yolk cholesterol in eggs from various avian species //Poultry

science. — 1978. — T.57. — No. 5. — C. 1260-1265.
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Ipuio:xxkenne A3.6 IxcTpeHHasi NAMATKA NP 3a00/IeBAHUSIX H
XHPYPru4eCKMX BMellaTeJbCTBaxX

Baumanue! Y mnmanmmeHTa B CBfI3M € HACJEACTBEHHBLIM 3a200JIeBAHHEM HMEIOTCS
0CO0EHHOCTH BeJeHHSI NMPH OCTPbIX MeIMUMHCKHMX COCTOSIHUSIX M XMPYPrUYeCKHX
BMeNIaTeIbCTBAX.

Bo3moxkHbIe C/I0KHOCTH:

XonecTepruH He MOTYT BBOAMTH dHTEpalIbHO (y nmanueHToB co CJIOC 3amecTuTenbHas Tepamnus
X0JIECTEpUHOM B J103€ 0K0s10 100 Mr/Kr/cyT)

Puck HaAMoO4YeuHUWKOBON HEAOCTATOYHOCTU (MPEXIE BCEr0 y MAIUEHTOB C TSKEIBIMU
MIPOSIBIICHUSMU 3a00JICBaHUS M KOHIICHTparuen xonecrepuna <10 mr/mn)

Hapymenue 3axxuBneHus pan

Tpyanoctn ¢ wuHTyOammeil, oOecrneuyeHUEM MPOXOJUMOCTU  JIBIXaTEeNbHBIX  IyTei
(MHKpOTHATHSI, aHOMAJIUU CTPOCHUS HeOa, racTpo33odaraibHbIi pedIrokc)

Puck pecimpaTopHOro 1ucTpecc-CHHAPOMa

AHOMaJbHBIE pEeaKIIMU Ha CEIaTUBHBIC U aHECTE3UPYIOIINUE CPEACTBA

Ilian neicrBuii:

Oxka3zaHre HEOTJIOKHON MOMOIIY B 3aBHCUMOCTH OT TSDKECTH COCTOSHUS U BMENIATENIbCTBA,
MIPUMEHEHHUE MEXIYHAPOJIHOTO OMbITa B OKAa3aHWU AHECTE3MOJIOTHYECKOTO IMOCOOUs TpH
CJIOC

KOHTPOJIb CTEPOUIHBIX TOPMOHOB

Caexeszamopoxkennas miaazMa (C3I1) kak HICTOYHHK XOJIeCTEpUHA

Pexomenpanum:

[TarueHTsl C JIETKOM/CpeqHEell CTemeHbl0 TsHKECTH 3a00JieBaHUS U KOHIEHTpaluen
xonectepuHa >50 Mr/171, He3HAUUTETbHbIE METUIIUHCKHE BMEIIATENbCTBA: TIepe]] oneparueit
10 mr/xr C3I1 BHyTpUBEHHO.

[TaimeHTBI € JIETKOW/CpelHel CTENEeHbI0 TSHKECTH 3a0oieBaHus ¢ 0o0Jiee CEepPhe3HBIMU
MEIUIIMHCKUMHU BMENIATEIhCTBAMY U JUTUTEILHBIMU TIepHoiaMu Tonofanus: 1 pa3 B cytku 10
mr/kr C3I1 B TedeHn# reprojia rojiolaHusi, MOHUTOPUHT CHIBOPOTOYHBIX 3JIEKTPOIHUTOB.
[TaneHTBI ¢  TOKETBIM — TPOSBICHUEM  3a00JIEBaHMs:  3aMECTHTENIbHAs — Teparms
ruapokopTu3oHoM (30 Mr/M? B BHjie HempephIBHOH nHdy3un), 10 Mr/xr/cytku C3I1 B Teuenun
MepHoia TOJI0IaHUs U TIPU TAPEHTEPATLHOM MMUTAHUH.

Bcem manreHnTam mpu mepBoit BO3MOKHOCTH BO30OHOBIISITh TEpANUIO XoJecTepuHoMm [59, 108].
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Hpunoxenne b. Anropurm geiicTBuii Bpaua

[TarueHT ¢ Mogo3peHueM

Ha cuaapoM Cmura-Jlemmu-Ornuia

l

JmaraocTrka

Koucynbranus
npoUIEHOTO
CHELHUAINCTA

HET

[uarnos
MOATBEPKACH?

ﬁk

HET

I[I/IQTOTepaHI/IH, CHUMIITOMAaTH4YCCKasA

Tepanus

MounuTtopuHT 1a00paTOPHBIX U
KJIMHUYECKUX IOKa3aTeyien

l

Tepanus
s dexTrBHA?

HucnancepHoe HaOIr01eHIE
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IMpunoxenue B. Unpopmanus 119 naumeHra
Kparkas undopmanus o 3a00/1eBannu

Cunapom Cwmuta-Jlemnu-Onuna (nanee CJIOC) — 3To reHeTnyeckoe, MeTaboIMIecKoe,
HACJIEICTBEHHOE 3a00JIeBaHUE, CBA3AHHOE C HAPYIICHUEM CHHTE3a XOJECTepUHA, BHI3BAHHOE
HE/JIOCTaTOYHOW AaKTHUBHOCTHIO HJIM OTCYTCTBHEM (epMeHTa 7-IeTHIpOXOJIeCTepUH-
penyKTasbl.

I'enernueckue ocodennocTu CJIOC

[Tpuumnoii 6osie3nu sBisiercs HapyieHue B rene DHCR7. B nHopme res DHCR 7 konupyet
(bepMeHT 7-AeTuAPOX0IeCTepUH-PEAYKTa3a, KOTOPBIH yuacTByeT B 0OMeHe xojecrepuna. [Tpu
nosiomke B rene DHCR7 7-geruapoxosiectepuH-peayKTa3bl HE XBaTaeT WM OHA HEaKTUBHA U
HE BHIMONHSIET cBoM GyHKIUH. M3-3a 3TOro Meradoiu3M XOJeCTepUHA B OpPraHU3ME
HapylIaeTcs.

XO0JIeCTEpUH - BaKHBIM CTPOMTENBHBIM MaTepuall BCEX KIJIETOUHBIX MEeMOpaH u Oenoro
BELIECTBA [OJIOBHOI'O MO3I'a, YYacCTBYET B CUHTE3€ TOPMOHOB, KEIUHBIX KUCJIOT U BUTAMUHA
J1. be3 Hero opranusM He MOKET HOPMAJIbHO (YHKIIMOHUPOBATb.

Kaxk npoucxoaut naciaegopanue CJI0C?

Cunnpom Cmuta-Jlemnn-Onuiia — ayTOCOMHO-PELIECCUBHOE 3a00J1€BaHNE, PUCK 3a00JIETh
CJIOC mosiBiisieTcs y 4eloBeKa B TOM CiIydae, €I OH yHacienyeT rmo onaomy reany DHCR7 ¢
MyTalUSIMA OT KaXA0ro poautens. Eciu uenoBek yHaciemyeT BCero oauH AeEeKTHBIN reH
DHCRY7, on cunrtaercs «Hocutenem». Hocutenu He UMEIOT CUMIITOMOB 3a00JI€BaHUS.

Puck moBTOpHOTO POXICHUS AETEH ¢ JaHHOW HACIEACTBEHHOM MAaTOJOTHUEH y pOAUTENEH
npobanya cocrapiuseT 25% BHE 3aBUCUMOCTH OT I10J1a, YTO OTHOCHUTCS K KaTETOPUHU BBICOKOTO
TE€HETUYECKOTO PUCKA.

Kak quarnoctuposats CJIOC?

AHanu3 KpoBH Ha XOJeCTepuH. B OONBIIMHCTBE CIy4aeB OH IMOKaXET HU3KUN ypOBEHBb
XOJIECTEpUHA;

lazoBas xpomarorpadwusi T1a3Mbl KpPOBU. YPOBHU 7-IETHApPOXOJNECTEpUHA U 8-
JeTUApoxojecTeprHa Oy Iy T MOBBIIIECHBL;

JIHK guarnoctuka rena DHCRY.

Kannunveckue nposisienust CJIOC.
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[Ipu cunapome Cwmuta-Jlemnu-Onuna OMUCAaHO MHOXECTBO IOPOKOB pa3BUTUS. Y
HEKOTOPBIX JieTel OyAeT TOIbKO OJMH WJIHM IBa HE3HAUUTEIIbHBIX MIOPOKA PA3BUTHS, TAKHE KaK
CHHJIAKTWJIMSL M paclieiHa MATKoro HEOA, Torjaa Kak y ApYrux OyayT MoyTH Bce e(eKTHI,
[IEPEUUCIICHHbIE HIKE. 3-3a BO3MOXHOCTU IOPOKOB pAa3BUTUS BHYTPEHHUX OpraHoB
nanueHToB ¢ CJIOC cnenyer TiiaTesbHO 00cIe10BaTh, 0COOCHHO Ha ITPEIMET MOPOKOB Cepaa
U MOYEK.
3anepxka BHYTpHyTpoOHOro pa3ButHs. IlocTHaranbHas 3aaepKa pocTa U HEZoOOp Beca
(maxke PHEPrUYHbBIE U XOPOIIO MUTAOLIUECS JI€TH HE pacTyT HopMmayibHO. Kak nertu, Tak u
B3pPOCJIbIE UMEIOT TEHACHIINIO ObITh MaJICHBKUMHU ).

[IpoGnemsl ¢ kopmiieHHeM (PoOJIEMBI C COCAHUEM U INIOTAaHHEM K3-3a CIA00CTH, pacIlleINHbI
Heba, 'OPB, mocTosiHHOI pBOTHI M CTEHO3a MPHUBpPATHHUKA). J[€TH OYEHb YacTO BBIHYKICHBI
MUTATHCS PU OMOIIM HA30TaCTPaIbHOTO 30H/1a WIIM FaCTPOCTOMBI.
Cuapaktrinmg 2-3 najblieB HOT; ITOJIMJAKTHIINS;
XapakTepHbIEC YepThl JULA:

a) [Ito3, sanukaHT;

0) Y3kuil OudpoHTaTBHBINA AUAMETD;

B) KopoTkuii B3epHyThIN HOC.
Pacmennna HEGa; aHOMaTUK TBEPIOTO HEOA;
AHoManuu pa3BUTHUS MY>KCKHX MTOJIOBBIX OPraHOB (TUIIOCAINs, KPUIITOPXU3M, UCKPUBIICHUE
I0JIOBOTO YIEHA, MUKPOIIEHHUC); TIOJI-HEOIIPeIeJIeHHbIE (IBOIICTBEHHbIE) T€HUTAIINY;
[Topoku pa3BUTHS TOJOBHOIO MoO3ra (IMIIOIUIA3Wsi/areHe3nsi MO3OJIUCTOrO Teja, areHe3us
NPO3payHON MEPEeropojiKH, THUIOIUIA3Us MO3KEUKa, ToJonpo3eHuedanus (B TIKENIbIX
CiTy4asix) u Jp.
BpoxieHHbIe MOPOKH CEpIIa;
3aznep)kKa pa3BUTHsI, HapylLIEHME CHA, arpeccHsi, CaMoarpeccus, ayTHUCTUUECKHUE YEpTHI,
MYTH3M H JIp.
CHmxeHHe ciyxa - KOHAYKTHBHAs TYrOyXOCTb, CEHCOHEBpaJlbHasl TYrOyXOCTb, ayJUTOpHAs
HeWlponaTus
CBeTO4yBCTBUTENBHOCTD.
CkJOHHOCTh K MH(EKIUsAM (4acTOo BCTPEUAIOTCA PELUUAMBHUPYIONIHE WH(EKINH, BKIHOYas
YIIHbIE HHPEKIIUU 1 ITHEBMOHHUIO).
Yacto netu ¢ CJIOC Gomnbliie MOX0Ku APYT Ha APYyTra, YeM Ha IPYTHUX YJICHOB CEMBH.
IIuTanue.

HGOGXOI[I/IMO CUHNTAaTh HGO6XOI[I/IMOG KOJIMYCCTBO B COOTBCTCTBUU C BO3PACTOM:
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Kanopuu/pocr;

benoxk;

KuakocTs;

[IuiieBbIe BOJIOKHA;

Buramunbsl/MuHepaibl;

XO0JIeCTepHH.

Jl06aBnsATh B palMoOH MPOIYKTHI NMUTAHUS, CHOCOOCTBYIOILIME IMOBBIIICHUIO XOJIECTEpUHA:
TOBSDKMM MO3T, TI€YCeHb, A3BIK, SUYHBIC JKEITKH, KpeBeTKH, Macio ['XU, ciuBoyHOe macio,
CIIUBKH, CBIP, OPEXH, aBOKAJIO.

N3berarh nepexapMiIuBaHusI.

Pacnipoctpanennas npodiema npu CJIOC — 3to 3anopsl. Heobxoaumo uckimrounts bone3sns
I'mpmmpynra. IToTpeOHOCT B KUAKOCTH 3aBUCHT O Macchl Tena. O0ecrneubTe TOCTYIHOCTD
KHUJKOCTU B TedeHue AHs. J06aBbTe B palluoH MUTAHUS HEPACTBOPUMYIO KJIETUaTKy. Takxke
MpH 3amopax MOMOTrarT (PYKThI, coaepKalue copOeT (S0JIOKU, TPYIIU, BUILIHS, CIUBBIL,
abpUKOCHI).

JInisi BOCCTaHOBJIGHWS HABBIKOB OPAIBHOTO IUTAHHS AETAM TpeOyeTcs JIOTOoNeInvYecKuid
Maccax. Takxke XOpoIIo 3apeKoMeH 10Ball ce0st Maccax o Metoay «Kactunbo Mopanec.
Jleuenmne.

JlexapctBa ot CJIOC He cyIiecTBYyeT U JIeYeHUE B OCHOBHOM CUMIITOMAaTUYECKOE.

B mpakTrke UCTIONB3YIOT CIeAYIOINEe BapUaHTHI-TIOIICPKUBAOIIEH Teparuu:

Jlo6aBneHne XoyiecTepuHa (MPOLYKTHI MUTAHUS COJAEpIKaIlMe IOBBILIEHHOE COJEpKaHHe
XOJIeCTepUHA WM CHUHTeTHuYeckue aobaBku xonecrepura Cholesterol Module (Nutricia),
Cholextra,CholexMax (Solace Nutrition), Sonic CholesterolTM (New Beginnings
Nutritional).

Jlo6aBneHre aHTUOKCHJAHTOB (HampuMep, BUTAMUHBI C AHTUOKCHJIAHTHBIM KOMILJIEKCOM
«DEKAS PLUSY);

JloGaBieHue xelryHbIX KUCIOT (xoeBas kuciaora Cholbam);

JlumopuneHelii  cratuH  «CumBacTaTHH»  (XOJIECTEPUH  HE  MOXET  MPEOJ0JIeTh
remMaTosHIeanuueckuil 6aprep. «CHMBacTaTUH» BIMAET Ha OHMOCHMHTE3 XOJIECTEpUHA B
LEHTpaJIbHOW HepBHOM cucteMe. OH NPUBOAUT K CHUKEHUIO 00pa30BaHUs MMAaTOJIOTHUECKOTO
cTepoja ® K TIOJOXHUTEIbHOH PpEeryisiiud  7-IeTUAPOXOJECTEPHH pEemyKTa3bl Ha
MocTynaTesibHoM ypoBHe. llpuMeHeHue BO3MOXXHO TOJIBKO €CIM HMEETCsl JO0CTaTo4YHast
OCTaTOYHAasl aKTUBHOCTH 7-AETHIPOXOJIECTEPUH peayKTasbl. PekomennoBan «CuMBacTaTuH»

TOJILKO €CJIA COOTHOIIeHue 7,8- aeruapoxonecrepuna u xonecrepuna <0,5.

89



I'paduxu pocra aereii ¢ CJ10C.

Poct u pazsutue nereit ¢ CJIOC moryt ObITh 3a7€p)KaHbl U 3aBUCETh OT CIIEKTPa TSHKECTH
3a00JIeBaHus, C YMEHBIIICHHEM Beca U KOHEUHOTO pocTa. MeIuIMHCKIE CeHaIiucThl (poHma
Cwmura-Jlemnu-Onuna pazpaboTanu AuarpaMMbl poCcTa, YTOOBI YIYUIIUTh YXOJI 32 JIFOJABMH C
CJIOC. MHorue cembu pacnedaTsiBalOT auarpammbl pocta CJIOC u mnepenaroT CBOUM
JICUaIiM Bpayam, 9ToObI UM OBbLIO MOHATHO 3aMeeHue pocta aereii (IIpumokenue A3.3).
Kakas nomomb Mmo:xxet nonagoourscs npu CJI10C?

OcHoBHble MenuuuHckue npobsembl nereil ¢ CJIOC cBsi3aHbl ¢ IUTaHUEM, POCTOM,
(bu3MYecKUM U TICUXO-pedyeBbIM pa3BUTHEeM. Kpome TOro, MOryT BO3HUKHYTH JApYyTHE
Cepbe3Hble MPOOJIEMBI CO 3/I0POBHEM, BBI3BAHHBIC OJHUM WU HECKOJIHKHMHU MOPOKAMH
pa3BUTHs, HApUMEpP, MOPOKAMH CEepAlla WIM ToueK. MyJIbTUIMCUUIUTMHAPHBIA TOAXO0I K
OKa3aHUI0 MEIULMHCKON IMOMOIIM, B KOTOPOM YYaCTBYIOT CIELUAIUCTBl CaMOI'O Pa3HOIo
podusisi, MOXKET MOMOYB YIYUIIUTh 001Iee COCTOSIHUE 3/I0POBbS U BEIKUBAEMOCTb.
VYuureiBas, yto Kaxapii nanueHt ¢ CJIOC umeer pa3Hble CUMIITOMBI M ITPOSBICHUS, YICHbI
TepaneBTUUECKOW KOMAaH/Ibl U CTETIEHb X BOBJICUEHHOCTH MOTYT MEHSITHCS B 3aBUCUMOCTH OT
MOTpeOHOCTEN U OOCTOSTENHCTB.

Kpaiine BaxkHO, 4TOOBI B 30HE Balller0 JOCTYIa OKa3alach MEXKIUCIUILUIMHAPHAS KOMaH7a
CHEIHATMCTOB B PA3TUYHBIX 00TIaCTsIX.

OneHka cocTosIHUSA KECJIYTOYHO-KHIICYHOI'0 TPAKTaA

OmnpeneneHne aKTUBHOCTH MEYEHOUYHBIX (EPMEHTOB, YPOBHSI OOIIET0 M MPSIMOTO OMIIMpyOHHa
HE00X0/IMMO NMPOBECTH HA MOMEHT ITOCTAaHOBKH iMarHo3a. Eciu onpeaeneHo noBbIeHHe 3TUX
MoKaszaTesiei, Jajnee B CTAaHAAPTHOM TIOPSIKE MPOBOIUTCS OMpEICTICHHE BO3MOXKHOTO
XoJecrasa.

MiafieHIIaM ¢ TEepCUCTHUPYIOLIeH PBOTOW M OTCYTCTBHEM INpPHOAaBKM B Bece HEOOXOJIUMO
IpOBECTH oOOcienoBaHue JuId OOHapyXeHus muiaopocteHoza u ['OPb. B nomonnenume x
TIIATEIBHOMY OCMOTpPY Te€paleBTa, PEKOMEHIYETCSA YJbTPa3BYKOBOE HccienoBanue Y3U
NMpUBpPAaTHUKA.  AHaTW3  DJIEKTPOJIMTOB ~ MOXET  NPEJOCTaBUTh  JJOKA3aTeIbhCTBa
TUITOXJIOPEMUYECKOT0 allKaio3a.

[TaneHTaM ¢ XpOHMUYECKUMH 3allOpaMH WIIM YepeJOBaHUEM 3allOpOB U MOHOCA, 0COOEHHO
€CITM OHHM CBS3aHBI C JPYTMMH TpuU3HaKamMu Ooje3Hu [wmpmmpyHra, cieayer MpOBECTH
WPPUTOCKOIIMIO W/MJIM OWOIICHIO TOHKOTO KuimeuyHuka. Eciam momo3peBaeTcsi 00JI€3HB
l'upmmpynra, HeoOX0AMMO 00CeI0BaHUE XUPYpra.

Cepae4Ho-cocyaucTbIe H3MEHEHUsI TPU CHHIPOMe
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Bo Bpems MOCTaHOBKM JAMarHo3a peKOMEHJOBAHO 00CJIEJOBaHUE CEpALA C MOCIeAYIOIINUM
OIIpeJICJIEHUEM CTEIEHHU TSKECTH BBISIBIICHHBIX IaTosioruid. O0cienoBaHue JOHKHO
BKJIIOYATh AIEKTPOKAPAUOTPAMMY C OLIEHKOW OCe M 9XOKapANOTrpaMMy ¢ 0COOBIM BHUMaHHEM
K MEXIPEICEPIHBIM U MEAOKETYIOUKOBBIM MIEPErOPOJIKAM, a TAK)KE JIETOUHBIM BEHAM.
Opronenus.

CranpapTHoro oOcienoBaHHUsA JOCTAaTOYHO JJsi OOHApYy>KEHMsl CKEJETHO-MBIIIEYHbIX
aHOMaJIU# y OOJIbHBIX.

JUj1g NalueHToB ¢ NOJUAAKTHIINEH PEKOMEHJ0BaHa KOHCYJIbTAlUsl XUPYPra.

Ocoboe BHUMaHME HEOOXOAMMO YAEIUTh OCMOTpY OEnep. Y OOJBHBIX, HMMEIOLIMX
HEHOpPMaJbHOE TOJOXKEHHEe Oelpa, OrpaHUMYEHHE OTBEIEHUS, MOXKET ObITh AUCIUIA3HS
Ta300€pEeHHBIX CyCTaBOB, UM PEKOMEHIOBAHO HAIPABJICHUE K OPTOTIETY.

[TaneHTaM ¢ MO3UIMOHHBIMH Ae(POpPMAIIUAMH CTOIBI, TAKUMHU KaK SKBHHOBApYCHAsl WA
KaJIbKaHEOBaJIbI'yCHAs! KOCOJIANIOCTh TAKXKE PEKOMEHIYeTCsl HallpaBJIeHHUE K OPTOIeNy.
Ilcuxuarpus.

[Toutu Bce aetu ¢ CJIOC umerOT pa3ivyHyl0 CTENEHb 3a/JE€P>KKU Pa3BUTUS U YMCTBEHHOUN
orcranoctd. He Bce 1eTu MOTYT XOUTh U TOBOPUTH, MHOTHE MPUOOPETAIOT XOPOIINE HABBIKH
OOIIEHUS PH MTOMOIIM AIBTEPHATUBHBIX CIOCOOOB KOMMYHUKAIUI:

MaHyaJibHbI€ KECTHI;

I'paduueckue cumBoisl (KapTouku, cucrema PECS, koMMyHUKaTHBHBIE TOCKH U T.IN);
[IpenMeTHble CHMBOJIBI (MakeThl NPEAMETOB PA3JIMYHONW TEKCTYphl, OTPAKAIOLIUE U
CHUMBOJIM3HpYIOILEe JIeiicTBHE);

KomMMyHUKaIMs1 ¢ TOMOIIbIO BCITIOMOTaTENIbHBIX YCTPOHCTB (HEAJIEKTPOHHBIE U JJIEKTPOHHBIE).
Tax kak MHOTHE 1€TH UMEIOT POOJIEMBI C PEUBI0, KPUK MJIM UCTEPUKA YACTO CIIY>KAT BBIXOJOM
sMoIid. MHOTME TaIlMeHThl MPOSBISAIOT arpecCHi0 W CaMOarpeccuio, KyCaroTcs, ObBIOT,
LaparnarTcs U TPSCYT TosioBoil. B 75% ciyyaeB cTaBUTCS CONMYyTCTBYIOIIUM AUAarHO3 Ay THU3M.
VY MHoOrux jaereil HaOJIONAIOTCS Cephe3HBIE MPOOJIEMBI CO CHOM, HEKOTOpPbIE M3 KOTOPBIX
TpeOyIoT npreMa JiekapcTB. HemoctaTok cHa MOKET MOBBICUTH Pa3pa)KUTENIbHOCTh, TO3TOMY
CEMbSIM MOXKET NMOTPEeOOBATHCSI KOHCYJIbTAIMS CHEHAINCTa, YTOObI YIy4IIUTh Ka4eCTBO CHA
pebeHka.

B cinydyae HeoOXoaMMOCTH TPUMEHEHHS ICUXOTPOIHBIX IpenapaToB Tpa3oa0H, Apunupazon
CIIEIyeT UCIIOTIB30BATh C OCTOPOKHOCTHIO, TAaK KaK OHU MOBHIMIAOT ypoBeHb 7DHC.
YpoJaorus.

JleueHne aHOManuil BEPXHMX MOYEBBIBOAALIMX IYTEH 3aBUCUT OT NPUPOABI BBIIBICHHBIX

aHOMAJIMH ¥ IPOBOJUTCS CTAaHJAAPTHO. XOTs HEMPABUIIbHOE MOJIOKEHHE TIOUYEK PEIKO TpedyeT
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KaKoro-nubo BHJA JICYCHHS, TOYTH BCEM JIETAM C YJIBOCHHEM II0YEK HEO0OXOAMMO
XUPYPruvecKoe JICUCHHE.

C  COBpEeMEHHBIMH  XUPYPTMUECKMMHU  METOJIaMHM, KaK  [MpaBWUJIO,  JOCTHIaeTCs
YAOBJIETBOPUTEIBHOE YCTPAHEHUE TUIIOCTIAUH.

Manp4uku ¢ KpUITOPXU3MOM JOJKHBI HAOI0IaThCS B TEUCHHE TIEPBOTO rojia )KU3HU, YTOOBI
YBUJETh, OIYCTATCS JIU SIMYKA CHOHTAHHO. OpXUIONEKCU PEKOMEHIYETCS JIsl MaJIbYUKOB C
MEPCUCTUPYIOLIUM KPUIITOPXU3MOM.

MaibuvKd ¢ MUKPOIIEHUCOM WJIM 3HAYUTEIbHOW CTEIEHBbIO HEOJHO3HAYHOCTH T€HHUTAJIMI
JOJKHBI OBITH TIIATEIFHO OCMOTPEHBI, AJIsl ONPEACTICHHS YMECTHOCTH I10J1a, B KOTOPOM OyieT
BOCHUTHIBAaThCS peOEHOK. HeoOxonuMo caath ananus Ha KapuoTuil. Jlyyiie Bcero 3ToT BOpoc
pelaercst KOJUIETMajabHO TPYIIONW CIIEHHAIMCTOB, BKIOYAKOLIEH YpOJIora, SHAOKPUHOJIOTa U
TFE€HETHKA. B MpUHATHH pelIeHnid, KacaroMUXCsl OMPEAEIEHHUS M0J1a TOJKHBI PACCMATPUBATHCS
HECKOJIbKO (hakTOpoB. Bo-TepBbIX, CYIIECTBYET MOJIOKHUTEIbHAS KOPPEIAIUS MEXIy
TSYKECTHIO OOIIEKITMHUYECKHUX MTPU3HAKOB U BHIPAKEHHOCTHIO aHOMAJIMil TIOJIOBBIX OPTaHOB Y
MaIbuiKOB [41]. DT0 0O3HaYaeT, YTO MAIBUYUKH C CAMBIMU TSHKEIBIMU (OpPMaMH MTaTOJOTHH
MOJIOBBIX OPTaHOB, KAaK MPABUIIO, UMEIOT XYAIIMA MPOTHO3 Pa3BUTHS U TOBBIIMICHHBIA PUCK
panHeil rubenu. Pemennst 00 onepanuy Ha MOJOBBIX OpraHaxX W CMEHE MoJia JOJKHO OBITh
CIeNaHO B  KOHTEKCTE  (PYHKIIMOHAIBHOTO  COCTOSIHMSL peO€HKa U MpOrHo3a
NPOAOJKATEIIBHOCTH KU3HH, PA3BUTHUS U COLMATILHOTO OCO3HAHUS.

OdranbMosioruyecKkue u3MeHeHHusl IPU CUHAPOMe

Tak Kak ecTh BO3MOKHOCTh OOHApyXeHHUS BPOXKIEHHOW KaTapakThl, BAXHO MPOBEPSTH
KpacHbIi pedIeKc ra3Horo JHa Y HOBOPOXKIEHHBIX U MPOBOJUTH OCMOTP TJIA3HOTO JTHA Y
OoJiee CTapIiInx MarueHTOB.

Takke BO3MOYKHO TIOCTHATAJIbHOE PA3BUTHE KaTapaKThl, MTOATOMY HEOOXOAMMO MPOBOIHTH
TIIaTeTbHOE 0()TaTEMOIOTHYECKOE 00CIIeIOBAHHE TIPU KAXKIOM MPO(PUIAKTUIECKOM OCMOTPE.
Ecnmu y OGonbHOTO HAOMIOAAIOTCS MPU3HAKH MTO3a, BPOXKIEHHOW KaTapakThl, aHOMATUI
TJIa30/IBUTATEIILHOTO ammapara WIA JIIOObIe Jpyrue HapyIIeHUs 3PEHHs, PEKOMEHIYETCS
HarpaBJieHHe K 0()TaTbMOJIOTY.

3y0ouentocTHO-IHLEeBBIE fedopManuu

3y00uenOCTHO-IUIIEBbIE  AeQOopMaIlM MOTYT IOMOYb BBISIBUTH HEIUATHOCTHPOBAHHBIX
ManueHToB. 3y0OUYeTIOCTHO-TUIIEBBIE CHMIITOMBI BKJIIOYAIOT CKYYEHHOCTHh 3y0OB, IIMPOKO
paccTaBi€HHbIE PE3Ibl, OJMIOJOHTHUIO, IMOJUIOHTHIO, TMPEKICBPEMEHHOE MPOPE3bIBAHUE
3y0OB, THWIIOIUIA3WIO SMalM, pPa3JABOCHHBIA S3BIYOK, IIUPOKHE ANbBEOJSIPHBIE BaJUKU,

pa3ABOCHHBIN SI3BIK M cUMOTOMBI cuHIpoMma [Ibepa-Pobena (rmocconrto3, perporHatus H
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pacuienuHa Heba). OTH CUMITOMBI SBISIOTCA HPEAYNPEXKJAOUIMMHA 3HAKaMU M JIOJDKHBI
HOBBICUTH HACTOPOKEHHOCTh Bpayei.

Cocrosinue ciayxa

Pebenky ¢ cunapomom CJIOC HeoOxoamma KOHCYJIbTaluUsi Bpada cypaosnora. CHMKEHHE
CIIyXa MOKET OBITh 00YCIIOBIICHO MOBPEXkKAECHUEM PELIENTOPHBIX KJIETOK YIUTKH, HApYIICHUEM
MUEJIMHU3AIMH CIIyXOBOI'O HEpBa, paclleNnHol Heba (mpu ee Hanuuuu). Hapymenue ciyxa
TpeOyeT JIe4eOHBIX W PEeaOWIMTAIMOHHBIX MEPOIPHUATHIA, JTUHAMUYECKOTO HAOIIOICHUS
BpPa4yoOM CYpPAOJIOTrOM, PEryJIAPHBIX 3aHATUN U JIOTONENI0M, U CYpAOIENaroroM.

BaxHble pecypchl.

B Poccum ectp MHOro ILIEHTPOB, KOTOpbIE TPOBOAAT MOJIEKYJISPHO-TEHETUYECKHE
JAUArHOCTHUYCECKUE TECThI. B KaXKIOM H3 PCruOHOB CYHICCTBYHOT MCIAUKO-TCHECTUUYCCKHC
OCHTPBI, Kyda MTaOUCHTbBI MOTYT O6paTI/ITBC$I 3a KOHCYJII)T&HPICIZ Bpadya-rcHCTUKa U
Ha3HA4YE€HUEM MOJIEKYJIIPHBIX UCCIIeI0BaHUM.

B Poccun ectb opranusanusi, Koropasi MO’KET IOMOYb BaM HAWTH OTBETHI Ha JIIOOBIE JIpyrue
BOIIPOCHI, CBA3aHHBIX ¢ cuHAapomom CJIOC

I'pynma B BK http://vk.com/smithlemliopitz

DJIeKTpOHHAs MoYTa I CBSA3M ¢ poauTensamu aereit smithlemliopitzrus@mail.ru

[MompoOHas mHpOpMaIUs Mpo CUHAPOM Ha caiite ponma https://www.smithlemliopitz.org

IMoMowb ceMbsiM.

Koneuno, oueHb MHOTO€ 3aBUCHUT OT Bpaueld, KOTOpbIe HAOIIOMAIOT Ballero pedeHka, Ho,
TaK)Ke, HEMAJIOBAXKEH HACTPOM B ceMbe. Henb3s TepsaTh HaAeKAy, HY’KHO BEPUTH B CBOETO
pebenka! Uwuraiite nuteparypy mpo 3aboieBaHHE, CTaHbTE HKCIIEPTOM B 3TOH 00IacTH.
OO6mraifTech ¢ APYyrUMU CEMbSIMU, HE CTECHSINUTECH 3a/1aBaTh BOIPOCHI, MOIEPKUBANTE IPYT
Jpyra.

Jlereii ¢ msarkoii gopmoii 3a0oneBaHusl HEOOXOAUMO YYUTh ObITh HE3aBUCUMBIMHU OT CBOEH
cembH. He napaiite peOeHKY U MOAPOCTKY 3aMKHYThCS B ce0e. EMy HyXHO oOIIeHHe, Ipy3bs

1 CaMOCTOSTCIBbHBIC HABBIKH.
IIpuiosxkenne I'1-I'N. IIkajbl oeHKH, BOMPOCHUKH U Apyrue

OICHOYHDbIC HHCTPYMCHTbLI COCTOSIHUA NMAIIUCHTA, IIPUBCICHHLIC B
KIIMHUYECCKHUX PEKOMECHIAIUAX
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