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B npoekTe Poccuiickmnx pekomeHgaumin npeacrasieHbl COBPEMEHHbBIE MOJIOXKEHUS, KacaloLmecs BO-
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BBEAEHUE

MoHoreHHbole GOpMbl HaCNeACTBEHHbLIX HapyLleHWn
coegnHutTensHon TkaHm (HHCT) mn gmucnnasum coegu-
HUTenbHOM TkaHu (OCT) NOAMreHHo-MHOroakTopHOW
npupoapl, BUAMMO, [OCTATO4YHO 4ACTO pacnpocTpa-
HeHbl B nonynsauuu. OgHako, HECMOTPS Ha BbICOKMUIA
YPOBEHb COBPEMEHHbIX MOJIEKYNIAPHbLIX TEXHOJIOTUIA,
yTOYHEHMEe Ho3onormnyeckon dopmbl HHCT Ha ceroaHs,
no-npexHemy, OCTAeTCs OTOANEHHON MNEepPCneKTUBOWN.
OTn TpyaAHOCTN 0OYCNOBJEHbI OOMbLUMM pa3HoObOpasu-
€M MYTaLU, BbIPAXEHHbBIM KITMHUYECKUM NonnMopdus-
MOM UX PEHOTUMMYECKUX NPOSIBAEHUN, 3HAYUTENbHBIMA
pasmMmepamMu reHoB, KOAMPYIOLLNX MHOMOYMCIIEHHbIE Oern-
K1 coeanHuTenbHom TkaHn (CT), peaKoCTbio MaXOpPHbIX
MyTaumMin M Manon NPUrogHOCTbLIO KNAacCUYeckmnx mose-
KYNSIPHO-FEHETUYEeCKMX METOAOB MWCCNeaoBaHus Ons
Bepudmrkaumm guarHosa. YTo4HeHne 4acToTbl BCTpeya-
emocTtn ACT 3aTpyaHEHO OTCYTCTBMEM €4UHON TEPMU-
HOJIOrMN, YHUDULMPOBAHHbLIX KOUTEPUEB ONATHOCTUKN 1
otbopa OAHOTUMHBIX FPYMNM NALUEHTOB, @ TakXe NPaKTu-
YeCKOlM HeOOCTYMHOCTbIO COBPEMEHHbIX MOJIEKYNISAPHO-
reHeTUYeCKUX METOOO0B AJS BbISBIEHUS FEHETUYECKOW
npeapacronoXeHHOCTU K JAaHHOW reTeporeHHon narto-
noruu. B nocnegHee necatuneTve nHTepec k npobneme
OCT pe3ko BO3pPOC, a LEHTP Hay4YHO-NPaKTUYECKMUX UH-
TEPECOB OLWyTNUMO cMmecTuncs ¢ 3anaga B Poccuio. BHu-
MaHne OTe4YeCTBEHHbIX uccrenoBaTefien HanpasieHo
Ha M3yyeHue npobnemMbl MOOUOULMPYIOLLETO BIUSHUS
JAHHOW MaTosIONMM Ha XapakTep TeYeHUs NPaKTUYeCcKu
Bcex 3abonesaHuii [3, 19, 23, 25, 31, 32, 41]. 910 060-
CHOBbIBAET L,eNeco0bpas3HOCTb BHECEHUS OO0MOJIHEHUN
K cTaHpoapTam ob6cnefoBaHUs U BEOAEHUSA 3TUX BONbHbIX

¢ 0653aTenbHbIM BKJIIOYEHNEM B KOMMJIEKCHYIO Tepanunio
OCHOBHOro 3a6oneBaHns AOMOJIHUTESNbHbIX le4ebHO-pe-
abUNNTaLNOHHBLIX MEPOMNPUATUIN, KOPPUTNPYIOLLIMX HAPY-
LLIEHVS, BbI3BAHHbIE COMYTCTBYIOLLEN NAaTONOrMEN.
3HaHMe OCHOBHbIX NMPUHLUMMNOB ANArHOCTUKM U Jleye-
Hna HHCT n OCT Heob6xoauMmMo Bpadam BCex cneunasb-
HOCTEW yXe cerogHs. Hactosawme pekoMmeHgaunm OCHO-
BaHbl HA COBPEMEHHOM MEXAYHAPOAHOM ONbITE, a TakXe
npuHUMNe NPeeMcTBEHHOCTU B TPAKTOBKE JAaHHOM naTo-
NI0rM OTEYECTBEHHBIMN KapaMonoramMmm n TepanesTamm.
Hawa uenb — nomoyb Bpadvy paszobpaTbCs B BOMpPoOcax
TEPMUHONOTNM, Knaccudukaumm, ocobeHHOCTaX aua-
rHOCTUKM Yy OeTel psaa MOHOreHHbix 3abonesaHnii CT,
MMEIOLLMX COrNacoBaHHblE MEXAYHapOLHbIE KpUTepumn
BbIIBJIEHUS, a Takxke yHUPUUMpoBaTb NOAX0Abl K Ana-
rHocTuke OCT 1 Hanbonee 3Ha4nMMbIX GEHOTUMNOB. DTO
MO3BOJINT CPaBHUTb MOJIYYEHHbIE PA3HLIMW MCCNEeno-
BaTeNsIMM pe3ynbTaThl, a NpeACcTaB/eHHble anropuTMBbl
KIMHNYECKOM ANArHOCTUKM B COYETAHUU C COBPEMEH-
HbIMW MeTogaMu MONEKYISAPHO-FEHETUYECKMX UCChe-
[OBAHUN MOryT AaTb MPaKTUYECKU BaXKHble pe3ynbTatbl
B OTHOWEHUN NAEHTUOUKALMN MPUYMHHBIX TeHOB. ep-
Bas YaCTb PEKOMEHOALMI NOCBSLLEHA NeanaTpU4YeCckum
acnektam amarHoctukn HHCT, nmetowmx cornacoBaH-
Hble MEeXAYHapPOAHbIE KPUTEPUN ONArHOCTUKMK, U COeamn-
HUTENbHOTKaHHbIX aucnna3uini. MNMoapobHO ocBeLleHbI
obLme NPUHLNMBLI BEOEHUS U TakTUKA NIeYeHUs NaumeH-
TOB C pasnnyHbiMun 3abonesanusimu CT. Bo BTopoli 4acTtu
pekoMeHpaumin 6yayT n3noxeHbl 0COBEHHOCTUN TeYEHUS
M TaKTUKN BEAEHUS passiMyHbiX 3ab0neBaHuin HA GOHe
CONYTCTBYIOLLLEN COEOVHNTENBHOTKAHHOM NaTonormn.

1. OCHOBHAS TEPMUHOAOTUA U NPUIUHBI PA3BUTUA HACAEACTBEHHbIX
U MHOTO®PAKTOPHbIX 3ABOAEBAHNU COEAUHUTEABHOU TKAHU

Tepmunonorus. TepmuHd OCT BBegeH P. Beighton B
1988 rony [45]. B Poccuiickon depepaunmn oH 6bin npu-
3HaH B 1990 roay Ha koHdepeHumn no ACT B . Omcke [37].
B nocnepHue rogbl KOOPANHMPYIOLWMM HaY4YHbIM 3BEHOM B
BOMpocax cucrtematmaaumm gaHHbix o HHCT ctana Hayuy-
HO-uCccnenoBaresibckas naboparopusi CoeauHUTENBHOT-
KaHHbIX gucnnasuii depepanbHOro LiEeHTpa cepaua, Kpo-
BU U 9HAOKPUHOMOrMmM nmenun B. A. AnmasoBa BO rnaBe C
npodeccopom 3. B. 3emuoBckum. 1o ero nHmymatmee B
2007 rony 6b11m cospaHbl KomuTteT akcnepToB 1 paboyas
rpynna no GopM1UpPOBaHUIO COMNMAacUTENIbHOrO AOKYMEHTa
Ha AaHHyio Temy. [NepBble HaLUMOHaNbHbIE PEKOMEHAALN
«HacnencTBeHHblE HApPYLLIEHUSA COEOVHUTENbHOW TKaHW»
Obinn yTBEPXAEHbI U n3panel B 2009 rony [27], a yxe B
2012 rogy Obina BbinNyweHa vx HoBas pepakuus [28].
BaxHbIM yCNOBMEM KOOPANHALMOHHBLIX WUCCNeLOoBaHUM
ABNSIETCA COrnacoBaHue TepmuHosorum. CnepyeT yno-
TpebnaTb cneayLlme eanHble TEPMUHBI U AeDUHULAN.

HacnenctBeHHbIe HapyLLEeHNs COeANHNTESIbHOM TKa-
Hu (HHCT) — reteporeHHas rpynna MOHOreHHbIx 3a60-
NeBaHN, OOYCIIOBNIEHHbIX FEHETUYECKMMU AedekTamum
CcuHTEe3a u/unu pacnaga 6e5KkoB BHEK/IETOYHOIO MaTpUK-
ca nnbo HapyleHnem mopdoreHesa CT.

Aucnnasns coeamHutenbHou TkaHu (OCT) — rete-
poreHHas rpynna 3aboneBaHuit CT noAMreHHo-MHOro-
dakTopHOM Npupoabl, 06beaNHEHHbIX B GEeHOTUMblI Ha
OCHOBE 0OLLHOCTU BHELUHUX /UKW BUCLEPabHbIX Mpu-
3HaKoB. BnonHe normyHo npeanonoXmTb, YTO NOA4 Ma-
ckon CT cerogHs CKpblBAOTCHA 3HAYUTENbHOE Konnye-
CTBO FEHETUYECKM HEeOOHOPOAHbIX MOHOreHHbix HHCT,
00OYCNOBNEHHbIX «MAFKUMW» MyTaUUSMK, NPOTEKAOLLMX

CO CTepTON KJIMHNYECKOW KapTUHOM, nMbo elle He ana-
FHOCTUPOBAHHbIE POPMBbI.

Masbie aHomannu passutus (MAP) — Hacnenoyemble
W BPOXAEHHbIE OTKIIOHEHWSI OPraHOB OT HOPMasibHOIro
aHaTOMMYECKOro CTPOEHUS!, HE CBSI3aHHbIE C aHATOMO-
dn3MonornyeckuMmn ocobeHHOCTAMM AEeTCKOro BO3pac-
Ta, CNOCOOHbIE NMPY ONPEaENEHHbIX YCNIOBUSX CTaTb Npu-
YMHOW Pa3BUTUA HAPYLUEHNT QYHKLMN.

BpoxaeHHbie nopoky pa3BuUTHS — BPOXAEHHbIE OT-
KIOHEHNSA OopraHa OT HOPMaslbHOro0 aHaTOMWYeCKOoro
CTPOEHUS, MPUBOASLLMNE K KIIMHNYECKM 3HAYUMbIM Hapy-
LIEeHNAM ero GYyHKUNN.

HHCT (CMHOHUMBbI: HacneacTBeHHble 3abosieBaHUA
coeauHuTensHon TkaHn, H3CT; paHee B Poccumn — and-
depeHumpoBaHHble OCT, cuHgpomansHble OCT) xapak-
TEPUIYIOTCA HYETKO O4epPHEHHOW KIIMHNYECKOW KapTUHOWM,
YCT@QHOB/IEHHbIM TUMNOM HACNeAoBaHWs, @ BO MHOMUX
cny4anx — BepudrnuMpPOBaAHHBIM MONEKYSAPHBLIM AMArHO-
30M. HHCT ¢ nokanuaoBaHHbIM AedpekToM UMetoT Wndp
B OMIM — 3nekTpOHHOM KaTasiore HacnenCTBEHHbIX 3a-
6onesaHunin  (http://www.ncbi.nlm.nih.gov/omim) Ha-
LIMOHANbHOIO LeHTPa BMOTEXHONOrMYECKON MHOpMaLLMn
CLLA (NCBI) [72]. B MKB-10 k knaccy XVII (BpoxaeHHbIe
aHoOManMmn 1 NOPOKKN) OTHECEHbI TOJIbKO 5 HO3010MMHYECKNX
dopm HHCT: cunapom dnepca — DaHno (Q79.6), cuH-
apom Mapdana (Q87.4), HecoBepLUEHHbIA OCTeoreHe3
(Q78.0), cunppom runepmobunbHOCTU cycTtaBoB (M35.7)
1 nponanc MutpanbHoro knanaxHa (1 34.1).

B HacTosilee Bpems onncaHo cBbile 250 HHCT, oby-
CNIOBJIEHHBbIX MyTaUMsIMX B FeHax KonnareHoB u 6enkoB
BHEKSIeTO4HOro Mmatpukca. bonee 70 HO30n0rnmyeckmx
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dopm 0bycnosneHbl myTaumsammn B 30 reHax KonsiareHoB u
depmMeHTOB nx 6uocuHTesa [17]. Bepudurkauma guarHosa
HHCT, HecMOTpS Ha BbICOKMIA YPOBEHb MONEKYNSIPHbIX TEX-
HoJMoruiA, Noka 3aTtpygHeHa. 310 o6ycnoBneHo 60nbLIKM
pa3Hoobpa3rveM MyTauuii U BblPaXeHHbIM KJIMHUYECKUM
nonumopounamMom. Hanpumep, pasHbie MyTauuy B O4HOM U
TOM X€ reHe MOryT NPMBOANTb K COBEPLLUEHHO Pa3HbIM MO
KIMHUKe 3ab0NeBaHUsAM, 4YTO CBA3AHO C MHOMOQYHKLMO-
Ha/IbHOCTbIO COOTBETCTBYHOLLLEro 6eska.

B TO Xxe BpemMsi BO3MOXHO pPasBUTUE KINHUYECKU
CXOOHbIX 3aboneBaHnii Npu NOBPEXOEeHUN PasHbIX re-
HOB. [laHHOe O0O6CTOATENLCTBO OOBACHSAETCH TEM, 4YTO
NPOAYKTbl pPa3HbIX FEHOB MOFyT B3aMMOLENCTBOBATb
Mexay coboi, GopMmpys CNoXHbIE BENKOBbLIE KOMMEK-
Cbl UM y4acTBYS B eAnHON meTabonunyeckoi uenu. MNpo-
6nema monekynspHoii anarHoctukm HHCT ycyrybns-
etca 6onblWMMN pa3zMmepamMn MHOrmMx reHoB (6onee 500
ThIC. MAP HYKJIEOTUAOB), KOAUPYIOLMX MHOFOUYNCIIEHHbIE
6enku CT, 1 peaKkoCTblo MaXKOPHbIX (AOMUHUPYIOLLMX MO
yacTtoTe) mytauuin. Knaccumyeckme MONekynsapHo-reHe-
TU4eckne MeToAdbl, MPUMEHSEMble AN MOUCKA HOBbIX
MyTauui (pasnunyHble BapuaHTtbl MNLP-aHannsa), mano-
npurogHbl ans anarHoctukn HHCT. BmecTte ¢ Tem no-
SIBUBLLUMECSH B MOCNEOHNE roAbl BbICOKOCKOPOCTHbIE Me-
TOAbl CEKBEHUPOBAHUS (ONpPeneneHns HykKIeoTuaHOM
nocneposatenbHoctn) JHK HoBoro nokonexHus (New
Generation Sequence) No3BONSAT HAAEATLCS, YTO MPO-
65emMa noncka reHoB, OTBETCTBEHHbIX 32 BO3HUKHOBEHMNE
HHCT, n npeHtTndukaumm B HUX Mytaumini B 6nmxaniiee
Bpems O6yAeT nonHocTbio pelleHa. OcobeHHo npusne-
KaTeneH MeTo NPsIMOro CEKBEHMPOBAHNS 9K30HOB, T. €.
KoampyoLwmx pparMeHToOB reHoB. [pu 3TOM CekBeHUpy-
€TCs He BeCb reHoM (3,2 mMnpa HyKNeoTuaoB), a TONbKO
ero cMbicnoBas (6enok-koaupyoLas) 4acTb BCeX reHOB
(okono 8 MNH nNap HykKNeoTUao0B), HTO NO3BONSET BCEro
3a HECKOJIbKO 4aCOB BbIIBUTb B HuUX Bce myTtauuun. Ce-
PbE3HbLIM NMPENMYLLLECTBOM AAHHON METOAUKN B OTANYME
OT TMOJIHOFEHOMHOIO0 CEKBEHWPOBAHUS SBNSETCS BO3-
MOXHOCTb TOYHOW UAeHTUdUKaAUMM NobbIX TUMOB MyTa-
UM y Kaxgoro 6osbHoro. NocnegHee o6CTOATENLCTBO
C YY4E€TOM BbIPQXEHHOIO KJIMHMYECKOro nonnMmopopunama
HHCT npeactaBnsetTcs oco6eHHO BaxHbIM [4—-6]. MeTo-
OMKa 9K30HHOIM0 CEKBEHMPOBAHUS B HACTOSILLEE BPEMS
[OCTyMNHa 1 B Halle CTpaHe, 04HaKo ganeka oT paspe-
WweHus npobrema, kak caenatb 9Ty TEXHONOMMIO Macco-
BOW, TO €CTb AOCTYNHOW ANS MPaKTUKK.

OCT (paHee B Poccuun: HeponddepeHumpoBaHHas
LCT, cnngpom OCT, me3eHxmmanbHas HegocTaTOYHOCTb
1 Op.) xapaktepusyeTcs MHOroobpasmemM KAMHUYECKUX
NPOSIBNEHNA — OT 4,06POKAYECTBEHHbIX CYOKIMHNYECKNX
dopM A0 NMONMOPraHHOM N NOJIMCUCTEMHON NaTONOrnmn
HEPEAKO C NPOrpeaveHTHbIM TEYEHNEM, He yKnaabiBa-
IOLLENCS HN B OOHO U3 N3BECTHbIX MOHOTEHHbIX 3abone-
BaHuii CT. JaHHasa naTonormus MoxeT OblTb OTHeceHa K
Xl knaccy (6one3Hn KOCTHO-MbILeYHOM cuctembl n CT)
MKB-10. ACT, Buanmo, AOCTaTO4YHO YacTO BCTpeYaroT-
Ccs B NMpakTuKe Bpada-neamarpa, 4octuras, no AaHHbIM
psga aBTopos, oT 9,8 no 35,7 % [7, 22, 33, 35]. Nono6-
Hbli Pa3bpoC CBMAOETENLCTBYET O TOM, YTO UX UCTUH-
Has NonynsauMoHHas YactoTa MpocTo HemadsecTHa. ACT
OCTaloTCA HEeOoCTaTO4YHO M3YYeHHOM MpobremMon, 4To
06YyCNOBNEHO MX KJIIMHUYECKOW FeTEpPOreHHOCTbIO, OT-
CYTCTBMEM YHUPUUNPOBAHHON TepMUHONOrMK, obLLe-
NPUHATBIX KPUTEPUEB ANATHOCTUKN U OLLEHKM CTENEHU
TAXeCTU. B nocnenHee pgecatuneTne MHTEPEC K AaHHOM
npo6neme 4pesBblYaliHO BO3POC, YTO BO MHOroOM 00y-
CNOBAIEHO MOAMDULMPYIOLLMM U, KaK NPaBuio, Heratue-
HbIM BIIMSIHWEM OAHHOW NATONIOMMKN HA TEYEHME, MPOrHO3
N NeYyeHne cambix pasnnyHbix 3a6oneBaHnin. 9To AUKTY-
eT uenecoobpa3HOCTb BHECEHUS OOMOJIHEHWUI K CTaH-
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paptam obcnemoBaHusa U Tepanuu NoaoOHbIX BOSbHbIX
n 00653aTeNbHOr0 BKJIIOYEHUS B KOMMJIEKCHOE Jle4eHne
OCHOBHOro 3a6051eBaHNs JONONHUTESbHbIX lIe4ebHO-pe-
abUNUTALNOHHBIX MEPONPUATUA, KOPPUTMPYIOLWMX Ha-
PYLUEHUS, BbI3BAHHbIE COMYTCTBYIOLLEN COEANHUTENTbHO-
TKaHHOW NaTonormen.

OCT - 9710 reteporeHHass rpynna 3abofieBaHuin
MHOroMakTOpHOM Npupoabl, 0O6YCNOBAEHHbLIX BOBMEYE-
HMeM B natoreHes3 obLmx GepMeEHTHbIX CUCTEM N pas-
JINYHBIX CTPYKTYPHbIX 6E/KOB BHEKIETOYHOIO MaTpukca
CT. B ocHOoBe hOpMMPOBaAHNSA AAHHOW NaTONOrMN NIEXUT
COYeTaHHOE AencTBMe ABYyX Bedywmx $akTopoB: re-
HEeTUYEeCKOl npenpacrnosioXKeHHOCTN, 06YCNOBNEHHOMN
CYMMUPYIOLLMM OEeNCTBUEM (OYHKUMOHANBHbLIX MOAN-
MOP®HbIX annenen 6onbLLOro Yncna reHoB, 1 NPOBOLM-
PYOLWNM OeNCTBUEM PA3JTNYHbIX BHELUIHUX PaKTOPOB.

YuuTbiBasg NOIMOPraHHOCTb U MOJIMCUCTEMHOCTb MO-
paxeHnsa npu OCT, MOXHO MPeanonoXnTb, YTO YUCNO
reHoB-KaHAWAATOB MNpU OAaHHOW NaTonorumM npeBbICUT
HECKOJbKO COTeH. OHU 1 Te Xe reHbl U NOIMMOPPU3MBbI
LOCT moryT 6bITb aCCOLMNPOBAHbI C Pa3HbIMM MHOFOdak-
TOpHbIMU 3ab60oneBaHNAMU. s coeaMHUTENbHOTKAHHbIX
HapylweHnn — 3TO npexpae Bcero 6one3Hun Haubonee
KONnareHe3npoBaHHbIX «OPraHOB-MULLEHEN»: XeNyaoy-
HO-KWLLEYHOro TpakTa, HEPBHOW, MOYEBbIAENNTENbHOM,
OPOHX0JIErOYHON, SHOOKPUHHOW CUCTEM U pa3Hoobpas-
Has ayToMMMYyHHas natofnorus. B HacTosuwee Bpems
nmeeTcs HebOoJbLLOE YNCO UCCNeaoBaHniA, MOCBSALLEH-
HbIX M3YYEHUID FeHeTUYeckoM npenpacrnosioXXeHHOCTU
k OCT [4, 23, 25, 58]. NepcnekTUBHbIM HanpaBieHNEM
N3YYEHUS TFEHEeTMYeCKMX aKTOpPOB pucka pasBuTUS
OCT MoXeT cTaTb LUMPOKOE BHEApPEHME MeToaa MoJIHO-
rEHOMHOro ckaHmpoBaHua accouvaunii (GWAS) B knu-
HMYECKYIO MPaKTUKy. ATO NO3BOANT NAEHTUDULMPOBATL
pasfnnyHble reHeTU4YeCKne NoaMMopdr3msbl, Nexalime B
OCHOBe HGOPMUPOBAHNS NATONOrMN, YCTAHOBUTb NMPUYn-
Hbl KNIMHUYECKOM BapnabenbHOCTU ee TeYeHus, a Takxe
pPEeLnTb BONPOCHlI MHAMBUAYANbHOrO nogdopa Tepanuu,
BbISIBUTb JNL, MNPEeApacnONOXEHHbIX K GOPMUPOBAHUIO
OCT nnbo BO3HUKHOBEHUIO acCOLMMPOBAHHOM C HUMU
COMaTMYecKol NaTonorum, U NPOBOAUTL MPEBEHTUBHbLIE
MeponpusaTUs No NpodunakTuke pa3BnTus aTnx 3adone-
BaHWN B rpynnax pucka.

TaKecTb TeYeHUs1 JaHHOW MaTosioruu, pas3BUTUE OC-
JIOXKHEHWNN MOTyT BbITb 0OYCNOBEHBI BNSHMEM HAKTOPOB
BHELLUHEN cpefdbl, COCTOSTHMEM Mopora WUHAMBUAYabHOM
YyBCTBUTENBHOCTU WX CaMoro opraHmama K BO3Oeu-
CTBUIO GAKTOPOB Cpeapbl, U3MEHSIOLLNX DEHOTUM NN SKC-
npeccuio reHoB 6e3 HapyLLeHMs NOcnen0oBaTeIbHOCTA Hy-
kneotngos B JHK.

Ocobbll MHTEPEC MOXET NPeacTaBNsaTb UCCeaoBa-
HMe (PYHKUMWN FEeHOB, MPOAYKTbl KOTOPbLIX BOBJIEYEHbLI B
natoreHed ACT, aHann3 MexXreHHbIX B3auMOLENCTBUM,
a Takxe 3rnureHeTn4ecknx GakTopos (MeTunnpoBaHmne
OHK, moandukaumm rucToHOBbIX OEIKOB, PErynsTOpHbIe
MUKpo-PHK), koTopble ABAG0TCA OCHOBHbIMW COCTaBNA-
IOLLIUMU CJTOXHOM CUCTEMbl KOOPANHUPOBAHHON peryng-
uMn GYHKUMM reHoMa B HopMe m natonorum [3].

Mpobnema ACT 3Haunma Ansa Bpavyen npakTUu4ecku
BCEX cneuuanbHocTen. KnmHnyeckne nposiBneHns aTmx
COEANHUTENbHOTKAHHbBIX HapyLWeHU HacCTO/IbKO pas-
HOOOPa3HbI, YTO Bpay HEPEOKO 3aTPYAHAETCS UHTEerpu-
pPOBaTb MHOXECTBO OTAENbHbIX CUMATOMOB U HE MOXET
YBUOETb 32 HUMU €4UHYI0 CUCTEMHYIO natonoruio. He-
peako Takme nauueHTbl HabnM[alTCsa y CNeumanncToB
pas3Horo npoduns, Kaxabii N3 KOTOPbIX Ha3Ha4YaeT CBOe
Jfle4yeHne, KOTOPOEe BO MHOIMX Cly4yasix oka3blBaeTCs He-
CBOEBPEMEHHbIM, a Hepeako U ManoadpdexkTnBHbIM. Ha-
3pena sBHas HeoOXOAMMOCTb BbIPAOOTKM MEeXAUCLIN-
NAVHAPHOro Noaxoa K peLleHnio JaHHo Npo6iembl.
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AnarHocTtuka BktoyaeT: cO60p pOAOCNIOBHOM C aKLEH-
TOM Ha BbISIBJIEHNE HAKOMNEHNS B CEMbE MPU3HAKOB CO-
eANHNTENbHOTKAHHOW aucnnasnmn, aHanns xanob 60onb-
HOro, 06bLEKTUBHOE OOCNesoBaHMe NauneHTa 1 YneHoB
€ero cemMby C MNpUBEYEHNEM HEeoOXoAMMbIX crheumanm-
CTOB pasHoro npoduns, nposegeHne o0H6OCHOBAHHOIO
KJIMHUKO-VHCTPYMEHTaNbHOro, cneumanbHoro nabopa-
TOPHOr0 N MONEeKyNIIPHO-reHeTn4eckoro obcnenoBaHns
[1,9, 11,16, 18-20, 24, 29, 35, 38].

KnuHuko-reHeanornyecknii aHaMmHes OoKeH ObiTb
HanpasneH Ha BbisBneHne HHCT nnbo Ha HakonneHue
NPU3HaKOB COEANHUTENbHOTKAHHOW NaTONIOMNN B CEMbE,
a Takxke YTOYHEHME Tuna HacneaoBaHUS BbISIBJIEHHOMN
naTtonormn, 4YTo NO3BOJINT COKPATUTb MyTb ANArHOCTUYE-
CKOro novcka v caenatb ero 6onee LeneHanpaBneHHbIM.

Anann3 xano6. Kak npasuno, poautenu 6051bHOro
pebeHka npenbaBnsaT obunme xanod, KOTopble MOX-
HO CBECTU K 3aMHTEPECOBAHHOCTWN Pa3JINYHbIX CUCTEM
opraHnama pebeHka. Hanbonee 4acto npeabABASAOTCS
Xanobbl, XxapakTepHble AN BepTeOpPOreHHoM, KOCTHO-
CYyCTaBHOW, HEPBHOM N pexe — CepaevyHO-COoCyanCTon
natonorun. Mogo3peHne Ha BepTebpPOreHHyo naToso-
rmio TpebyeT KOoHCcynbTauuu opTonena, opTonena-Bep-
Tebponora. bonu B cnnHe nnu wee moryt 6b6ITb 06yCnoB-
JIEeHbl MJIOCKOCTOMNWEM, 4YTO onpeaensetT Heob6xoaMMOCTb
NPOBEAEHNS NAaHTorpaMmmbl U peHTreHorpadumn pas-
JNINYHBIX OTAENOB NO3BOHOYHMKA. Y3W wenHoro otoena
MO3BOHOYHMKA HEe BbIABNASET MOPDONOrMYecknx name-
HEeHUI B MNO3BOHKax: NoABbIBMXOB, runonnasmm C;Co,
NPU3HAKOB OCTEOXOHAPO3a, HO NMO3BOJIAET ONPeaensTb
Hannyme nx HectabunbHoCcTU 6€3 NpoBedeHUs O0Mon-
HUTENbHOro0 CHUMKA. Y geTen ¢ coeanHUTENbHOTKAHHOM
naTtonormer 4acto BbIIBAAIOTCA OCOOEHHOCTW CTpoe-
HUS LWENHOro oTaena No3BOHOYHMKA N KPOBOTOKA Marmn-
CTpanbHbIX COCYAO0B rO/I0BbI, apTeEPUAsIbHbIE N BEHO3HbIE
reMogMHamMmMyeckme HapylleHusi B 9KCTpakpaHuasbHbIX
oTaenax MarmcTpanbHbiX COCYA0B FOJI0Bbl: aCUMMMETPUS
/AN CHNXKEHME CKOPOCTM KPOBOTOKA MO MO3BOHOYHBIM
apTepuam, aCUMMETPUs U/UNnu HapylleHne BEeHO3HOro
OTTOKa MO SIPEMHBLIM BEHaM, 4TO SBJSIETCS OCHOBAHW-
eM 419 NpOoBeAEHNS YyNbTPa3ByKOBOM gonnneporpadumn
(Y3A4rI") cocynoB B 9KCTpa- U MHTPaKpaHMasbHbIX PEXU-
Max. Ona yToOYHeHus amarHo3a MoxeT notpeboBaTbcs
MPT pas3nnyHbiX OTAEN0B MO3BOHOYHMKA, @ MNPU Bbipa-
XEHHbIX NBMEHEHUSAX CO CTOPOHbI COCYAO0B LWEen Un ro-
noBbl, BoigBasembix npu Y34, — MPT B pexunme aHrno-
rpadun.

MoapoCcTkn unn poautenn OONbHbLIX AETEN C MNOBbI-
LUEHHOM TMOKOCTbIO CYCTAaBOB Hepemko NpeabsBnsioT
Xanobbl Ha apTpanrum, 4To B psae cllydaeB Nno3Bonsiet
3anoao3puTb CUHAPOM TMNEepPMOOUNBHOCTU CYCTaBOB
(CI'MC). OgHako cnegyeT NOMHUTb, YTO ANArHOCTUPO-
BaTb AAHHYIO MATONIOMNI0 MOXHO TOJIbKO MOCNE UCKI0-
YyeHuns peBmaTosiormyeckoro 3abonesaHus. Ons 3Toro
noTPeodylTCA: KIMHUYECKUIA 1 BUOXMMNYECKN aHaNn3bl
kpoeu (CPB, ACJ1-O, npoTenHorpamma, TpaHcaMuHasbl,
KpeaTuHUH), nccnegoBaHMe KpPOBU HA PEBMAaTOUAHbLIN
N aHTUHYKJIeapHbIi MaKkTopbl, aHTUTENA K XNaMuausm,
6oppenusm, 6akTepusaM KULWEYHOW rpynnbl (MePCUHUN,
canbMOHeNNbl 1 ap.). HeobxooMMbl: aHanM3 Mo4un, KO-
MPOJIOTMYECKOE NUCCNEOOBAHNE, UCKIOYEHUE TNUCTHOM
MHBa3UKW, namMbénmosa, WMHOUUMPOBAHHOCTU TybOepky-
nesom. Bce 3T naumeHTbl OOMKHbI OblTb OCMOTPEHbI
OKYJ/INCTOM C NMOMOLLbBIO Weneson namnsbl. [Npu Hanu4mm
XPOHMYECKNX 04aroB MHGPEKLNM NOKa3aHa KOHCYNbTauus
NNOP-Bpava, ctomaTonora, Hedponora, ApPyrux crneum-

anuctoB. Cnenyet nposectn Y3W cyctaBos, a npu pe-
UMOVBUPYIOLLNX apTpanrnax — peHTreHorpaduio cum-
MEeTPUYHbIX CYCTaBOB B ABYX Npoekuusax. MNpu ynopHom
6onesomM cuHapome uenecoobpasHo caenatb KT wnum
MPT cycTtaBoB. OTK/IOHEHNSA OT HOPMbI PE3YNLTATOB JI0-
00ro 13 nccneaoBaHnii, HaNPUMEP BbISBIEHHbIV IENKO-
umMTo3, nosbiweHne COD unn Tutpa AH®D, TpebyioT ne-
pPEeOCMbICIEHNS MEePBOHAYaIbHOM TPAKTOBKM AnarHo3a.

Cnenyet NOMHUTb, YTO COEOVMHUTENbHOTKAHHAA na-
TONIOrMs OeTCKOro Bo3pacta HeEPeako CONPOBOXOAETCHA
CHUXEHMEM MUHepasbHOW MAOTHOCTU KOCTHOW TKaHu B
NMOSICHMYHOM OTAEeNle MO3BOHOYHMKA UV BO BCEM CKerne-
Te, Pa3BMTMEM OCTEOMNOPO3a, YTO AeNaeT Lesecoobpas-
HbIM BKJIIOYEHME B NporpamMmmMy o6cnefoBaHns OCTEOAEH-
CUTOMETPUN.

Xanobbl Ha ObICTPYID YTOMJISIEMOCTb, T[OJIOBHbIE
6051, CMHKoNanbHble, adpdEKTUBHBIE COCTOAHUS TPEOy-
10T KOHCY/NbTaLMM HEBPOJIOra, a Npu Heo6Xxo0AMMOCTU —
ncuxotepanesTa. Mo nokasaHusam HadHadaTes Y3 n
LynJfieKCHOe CKaHMpOBaHWE COCYA0B rO/I0BHOrO MO3ra,
O3r, MPT ronoBHOro mo3ara B 06bI4HOM 1IN COCYAMCTOM
pexuvmax.

Bcem naumenTtam ¢ nogo3penmem Ha HHCT vnu ACT
nokasaHa KOHCynbTauus kapauosnora ¢ 06sa3aTenbHbIM
nposefeHnem axokapauorpadum (9xoKrl) ¢ uenbio Bbi-
ABJIEHNS aHATOMUYECKNX OTKIIOHEHNIN B CTPOEHNU Cepa.-
ua. [Ana OnarHOCTUKM HapylleHUn CepaedvyHOro putma,
KOTOpble Hepenko saBngaTcsa dakTopaMmm pucka pas-
BUTUSA CUHApPOMA BHE3anHo cMmepTtn, nposoantca IKI
B MOKOE W C Harpy3KoW, CYyTOYHOE MOHUTOPUPOBAHUE
cepaeydHoro putma. Bece petm nonxHbl 6bITb OCMOTpE-
Hbl OKYJIMCTOM, TracTPO3HTEPOSIOrOM, CTOMaTONOroM
n JIOP-Bpayom. B ob6sa3aTenbHOM nopsake UM cnenyet
nposecTn Y3W opraHoB GpIOLLHON MONOCTU ANt UCKIIIO-
YyeHus BucueponTosda n MAP BHYTPEHHUX OpraHos, a no
NoKa3aHUaM — UCCNef0BaHME YPEBHOIO CTBOMIA a0PThI.
Mpn HanuuMn nokasaHwii AOOMNOSHUTENbHO MaLUEHTHI
KOHCYNIbTUPYIOTCSA reMaTosIoOroM, 3HOO0KPUHOJIOMOM, XU-
pypromM, HedponoromMm, NCUXONOroM, NCUXOTEPANEBTOM
M reHeTukoM. MpuHUMn MyabANCUNMIIMHAPHOIO NOAXo-
[a C noaTanHbiM NPUBEYEHNEM CNEeLManCTOB Pa3HOro
npoduna n3noxex B MNpunoxeHun 1, a nnaH MUHUMaNb-
HbIX (1-11 9Tan) 1 BO3MOXHbIX (2-11 3Tan) MHCTPyMEeHTab-
HbIX METOO0B 06CcnenoBaHns — B MNpunoxexHun 2.

JlabopatopHblie uccnepoBaHus. Hanbonee vacto
onpeaensioT yposeHb rugpokcunponvHa (For) B 6uono-
rMYECKNX XUAKOCTAX (KPOBb, MOYa, XENYA04HbI COK, CU-
HOBUasbHas XnaKoCTb) No meToay J. Bergman n R. Loxley
(1969) B mogmndukauuax E. W. ONarixmHa ¢ coaBT. (1983)
n M. H. Wapaesa (1990). CBob6oaHbIN OMN — mapkep ae-
CTPYKUMWN KOonnareHa, nentuaHocBs3aHHbI Ol oTpa-
XaeT NMpOoLEeCChl Kak pacnana, Tak U CUHTe3a KoiareHa.
LLInpokoe pacnpocTpaHeHne B NocCneaHne roabl Noay4ymnam
MeToAbl aHann3a npouecca pacnaga (4e30KCUnMpuanHo-
nvH, ANMNA, nupunndke-, cytouHor moun, B-Cross Laps
TECT KPOBW) 1 CMHTE3a konnareHa 1 Tmna (octeokasnbLyH,
06LLMIA aMMHOTEPMUHANBHBIM NponenTua NpokonnarexHa |
TMna, o6wwmii PINP). MeToabl onpenenenus: MDA, BOXX.

BaxHoe AmarHoCTM4eckoe 3HaydeHue B psage Ciy4aeB
MMeeT onpeaeneHne ypoBHS rMmuko3oaMmnHornnkaHos (FAlN)
B CYTOYHOM MOYe, MO3BOSISIOLLLEE OLLEHUTbL COCTOSIHME KaTa-
6onnama mexknetodHoro Bewectea CT. MeTtoabl onpeae-
nenusi: no M. H. LWapaesy ¢ coaBT. (1987), ToHKOCNOHasA
xpomarorpadus.

[Ona oueHkM MuHepanbHOro obMeHa aHanuM3upyloT
YPOBEHb 06LLEro U MOHU3NPOBAHHOIO KanbLus, CoOaep-
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XaHune docdopa, obuwero ButammHa D3 n ero metabo-
JINTOB, MapaTropmMoHa W KalbLUUTOHMHA B CbIBOPOTKE
KpPOBW, a Npu HEOOXOAMMOCTN — coAepXaHue Kasbuus
n docdopa B cyto4HOM Moye. OnpeneneHHoe guarHo-
CTMYeckoe 3HayeHne MMeeT UCCNefoBaHNe COCTOSIHUSA
MWKPO- M MAKPO3JIEMEHTHOIO CTaTyCa KPOBU NN TKAHEN
(BONOCbI) M KapHUTUHOBOro obmeHa [19].

MnaH MUHUManbHOro (1-i atan) u BO3MOXHOro (2-1
aTan) nabopaTopHoro o6¢cnenoBaHusa U3noxeH B Mpuno-
XeHnn 3. Ang AmarHoCTUKN OTAEeNbHbIX TUMOB CUHAPOMA
Onepca - [JaHno npoBoanTCcS onpegeneHve gedpuumnra
aKTUBHOCTU NIM3UHIMAPOKCUNA3bl, TeHacumHa X [71] n
dnbpoHekTnHa. CoOBpPEMEHHblIE VMMYHOIMCTOXUMUYE-
CKMEe U MONEeKyNspHO-reHeTUYeCckne UCCneaoBaHus B
OONbLUMHCTBE CJ/ly4aeB MasnofoCTyMHbl NPakTU4eCKoOMy
Bpayy, MO3TOMY 3HaHME KIMHNYECKNX N GEHOTUMNYECKMNX
npuaHakoB HHCT aBnseTcs 0COOGEHHO BaXHbIM.

2.1. OcHOBHble BHelwHue npudHakm HHCT

OCHOBHble BHELLUHWE NMPU3HAKN COEANHUTENbHOTKAH-
HbIX 3a00/1EBAHMIN YCNIOBHO pas3aesnieHbl Ha TpU rpynnbi:
KOCTHO-CKEeNEeTHble, SKTOAEPMASIbHbIE U MbILLIEYHbIE.

2.1.1. KocTHO-cKkeneTHble npuaHaku. CoeguHnTENb-
HOTKaHHasi NaToNIOrns HepeaKo COMPOBOXAAETCS Passimy-
HbIMW OTKJIOHEHUSIMU B GU3NYECKOM passutumn. Wccne-
[OBaHME OCHOBHbIX AHTPOMOMETPUYECKUX MoKasaTenemn
NPOBOAMTCS MO OOLWEeNnpUHSATLEIM MeToamkam. Mpu onpe-
JeneHnn naowaan NoBEPXHOCTM Tena Nonb3yTCs CneLum-
aNbHBbIMWY HOMOIPaMMaMu, B KOTOPbIX B KAYECTBE NUCXOAHbIX
napamMeTpoB AaHbl NokasaTenu AJnHbl U Maccel Tena. Ans
B0JIbHbIX C COEAUHUTENBHOTKAHHOW MaTONOrMen xapakTe-
PEH aCTEHUYECKUA KOHCTUTYLMOHANbHBIA TUM, KOTOPbINA
NpPosIBNSETCS YBENYEHNEM MPOAONbHBIX Pa3MePOB Tena.

[MponopunoHanbHOCTb UAWM FAPMOHUYHOCTb Pa3BUTUS
OTAENbHbIX YaCcTen Tena OLEHMBAOT C MOMOLLBIO MHAEKCA
Bepseka (MB). ®opmyna pacdeta: UB=AT/2x(MT+OrK),
roe AT — annHa tena; MT — macca tena; OIK — okpy>XHOCTb
rpyaHon knetku. MHpekc Bepseka o1 0,75 go 0,85 ceuae-
TeNnbCTBYET 0 NpeobnagaHnn NonepeyHsbIX pasMepoB Tena
Hag npoaonbHbiMK; 0T 0,86 oo 1,25 — 0 rapMOHUYHOM Pur-
3nyeckom passutuu, a ot 1,26 no 1,35 — 06 yBennyeHum
pOoCTa No CPaBHEHMIO C NMoMnepeYHbLIMM pa3Mepamu Tena.

Ona oueHkn pedpuumta MT BbIMMCASIOT MaCCO-pPO-
CTOBOWV nokasartenb — nHagekc Bapru (MB), koTopbin pac-
CUYMTbIBAIOT NO Hopmye

MB = (MT (r)/pocT (cm) x 2) — (Bo3pacT, roabl/100).
B Hopme y geTeln B Bo3pacTe oT 7 4o 17 net VIB 3Haun-
TenbHO npesbiwaeT 1,5.

[nsa oueHkn npeobnagaHns NpoaosbHbIX Pa3MepoB Tena
Haz, nonepeyHbIMN pa3Mepammn UCNOoNbL3YIOT ABa MHAEKCa:

a) OTHOLLEHME OKPY>XXHOCTU 3ansicTbs K AnuvHe |l nanb-
ua kMcTu. Npm 3TOM OKPYXXHOCTb 3aNsiICTbsl ONpeaenseT-
CSl HAa YPOBHE LUMAOBUOHbLIX OTPOCTKOB Jly4€BOM WU NOK-
TeBon kocten. OAnuHa |l nanbua KMCTn namepseTcs oT
CYCTaBHOI Wenun nsacTtHo-danaHroBoro cycrasa ao 0Oy-
rPUCTOCTM HOIFTEBOM hanaHru;

©) OTHOLUEHNE OKPYXHOCTU LIEN K OJINHE KMBATENbHOW
MbiLLpbl. OKPYXHOCTb LLEN N3MEPSIOT Ha YPOBHE LLMTOBU-
HOro xpsilia, a AnnHy KMBaTeNbHOM MbILLLbI — NPU MOBOPOTE
rOM0BbI OT CTEPHAJILHOIO KOHLA KJTHO4MLbI 0 COCLLEBUOHOIO
OTPOCTKA BUCOYHOM KOCTMU.

OOHVM 13 CMMMTOMOB $BASIETCH O0JIMXOCTEHOMENUS
(yONMHEHME KOHEYHOCTEN), KoTopas onpeaensercs usme-
peHneM TpybyaTbIX KOCTEW M OLEHKOW PACHETHBIX MHOEKCOB:

® COOTHOLUEHNE OJINHbI KUCTU K pocTy > 11 %, roe
OJIMHA KUCTU — 3TO PACCTOSIHME MeXAY LUMIOBUOHbLIM OT-
POCTKOM 1 BYyrpucTocThbio HortTesoi gananru Il nansua;

® COOTHOLUEHME OAVHbI CTOMbI K pocTy > 15 %, npu
3TOM AJINHY CTOMbl OUEHMBAIOT MO MiaHTorpaMmMe Kak
paccTosiHMe OT NSTo4YHOro 6yrpa 4o KOHLA HOrTeBon da-
nanru Il nanbua;
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® COOTHOLUEHME pa3maxa pyk K pocTy (Hopma ansd
B3pocnbix >1,05; ona neteint — >1,03);

® OTHOLLUEHME BEPXHEro CEermMeHTa K HMXXHEMY Cer-
MeHTy (HopMa gns 6enbix B3pocnbix < 0,85, pnsa adpo-
amepukaHueB < 0,78; y netenn ot 0 po 5 net < 1,0; o1 6
no 7 net < 0,95; 8-9 net < 0,9; crapwe 10 net <0,85).
HWXHWUA cermMeHT M3MepstoT OT JIOHHOIMO COYNIEHEHUS
(no6KOBOI KOCTK) O OCHOBAHMWS CTOMbI (NOSa), BEPXHUIA
CErMEHT COCTaBASET Pa3HOCTb MeXAy OJIMHON Tena wu
BEJIMYMHOWM HUXHEro cermeHTa. CnenyeT NOMHUTb, 4YTO
HU OHO M3 3TUX COOTHOLLIEHM He 0OecneyYnBaeT TOHHO-
ro namepeHuns n3bbITOYHOro PocTa KOCTEN NPU HaNMyYum
TAXenonm GopmMbl CKONMo3a nnm kndosa.

MI3MeHeHNa KOHEeYHOCTEN MOryT MPOSBAATLCHA Taku-
MW MPU3HaKamMu, Kak apaxHogakTunusa (OJVHHbIE, TOH-
kue, «naydbu» nanbubl), FTMC n nnockoctonue. Npu Bbl-
ABNEHNM apaxHOO4AKTUIMN CNeayeT UCNoNb30BaTh:

® CKPUMHWHI-TECT OGoNbloro nanbua (CUMATOM
LLtenHbepra, Steinberg). TecT cuuTaloT NONOXUTESb-
HbIM, KOraa Npu crmbaHnm BTOPOro-naToro nanabLes Haf,
COMHYTbIM (MPUBEAEHHbBIM) NEPBbLIM NasbLEM OUCTasb-
Has ¢ganaHra NocnegHero BelCTynaeT 3a Npeaenbl NaTomn
MSACTHOW KOCTW;

® yBENIMYEHNE [JIMHbI CPedHero nanbua KUCTKU
> 10 cm y B3pochbiX; > 9 CM — y NOAPOCTKOB Npu n3me-
PEHUM MO NalOHHOM NOBEPXHOCTU OT KOXHOM CKIaaKm y
OCHOBaHWUS NPOKCUMaNIbHON danaHry nanabla 40 KOHLUA
anctanbHom danaHru;

e TecCT 3ansacTbs (cumnTom Yonkepa — Mepaoka, Wal-
ker — Murdoch), aBnsoWwmMncs nonoXnTeNbHbIM B Clly4ae,
Korga nauMeHT NIerko 0XBaTbiBAET CBOE 3aMsCTbe MU3NH-
Luem 1 605bLIKM NanbLEM MPOTUBOMOIOXHOM PYKU;

e MeTakapnasibHbli MHOEKC (PEeHTreHONOornM4eckni
npuaHak, Sinclar), npeactaBnsoWMA OTHOWEHME OJN-
Hbl K TONLLMHE KOCTU. HOpManbHble 3Ha4YeHN MeTakap-
nanbHOro MHAEKCA BapbupytoT oT 5,5 go 8,0; ymepeHHas
apaxHo4aKTUANS yCTaHaBNMBAETCH NPU €ro BENNYMHE OT
8,1 0o 8,5, BbipaxeHHasa — oT 8,6 no 10,5.

OAHUM 13 3HAYMMbIX MPU3HAKOB COEOVHUTENBHOTKAH -
HoM aucnnasum aenaetca TMC, nog KOTOPo NOHUMAIOT
yBenuyeHne oobema ABUXEHUIN B OHOM UM HECKOJIbKNX
cycTaBax Mo CPaBHEHMIO C YCIOBHOM cpeaHecTaTucTuye-
Ccko HopMo. K ckeneTHbIM aHOManmsamM OTHOCAT aedop-
Mauum CTOM, pasnuyaroLmecs No BUay: TUna «kavankmn»,
«KOHCKOW>», «MOJION», «<NATOYHOW», SKBUHOBAJIbI'YCHOM, 9K-
BWHOBAPYCHOM, MNJIOCKOM U NAIOCKOBAJIbIyCHOM.

Bonblwoe knuHM4yeckoe 3HadeHue cpean nedop-
MauuMnm CcTonbl MMeeT mnjiockocTtonve. [Ons oueHKn
NPOAONBLHOINO MJIOCKOCTONUS MCMNOAL3YIT nogoMe-
TPUYECKUI NHAEKC, KOTOPLIN NpeacTaBnsieT cobon oT-
HOLUEHWME BbICOTbI CTOMbI K AJINHE CTOMbI, BbIPaXXEHHOE
B npoueHTax. MNpu 3TOM BbICOTA CTOMbLlI — 3TO PaCcCTO-
AHWEe, NBMEepPEeHHOoe OT NoJjia [0 BEePXHEW MOBEPXHOCTMU
nagbeBUOHOM KOCTM Ha 1,5 cMm knepegu OT roJieHo-
CTOMHOro CycTaea, a AfinHa CTOMNbl ONpeaenseTca Kak
paccTosiHMe OT KoHua | nanbua 0o 3agHen OKpyrnoctTu
NaTkM B MM. MIHOEKC HOpMasnbHOro cBoAda CTOMbl KO-
nebénetcsa B npegenax 31-29 %, BenuymHa nHaekca B
npenenax 29-25 % yka3blBaeT Ha MOHMXEHHbIV CBOZ,
(nnockocTtonue), a 3HadyeHusa Hmuxe 25 % ceBuaeTenb-
CTBYIOT O BblPaXXEHHOM MJIOCKOCTONMUN.

KOCTHO-xpsilLeBble  AMCNNA3UM  XapakTepu3ytoT:
akpomMenus (yKopoyYeHne AUCTanbHOro oTaena KOHeuy-
HOCTEN); Me3omenns (yKOpoYeHne CpegHux OTAenoB —
npeanfeyoe, rojieHs); pUu3oMenns (yKopoYeHme npokKcu-
MaJibHbIX OTAENI0OB — nae4vo, 6eapo).

Jedopmaumn rpygHon Knetku mMoryt ObiTb gocTta-
TOYHO pa3HOO0Opa3HbIMM, HO Hambonee 4acTo npen-
CTaB/ieHbl ABYMS BapnaHTaMu: BOPOHKOOOPa3HOM N Kn-
NEeBUOHON.
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BopoHkoo6pa3Haa pedopmMaums rpyaHoOM KneTku
nposiBnseTcs yrnybneHneM B HUXHEWN 4acTu TpyaviHbl
pasnuyHoi cteneHn. CteneHb gedopmaumm OLeHNBaT
no WHAEKCY, pacCyYMTbiIBAEMOMY MO PEHTreHorpamMme.
Mpw | cTeneHn — rmybmHa BOPOHKM HE NpeBbILaeT 2 CM,
CMeLLeHMe cepaua OTCYTCTBYeT; npu |l cteneHu — my-
OuHa He Gonee 4 cMm, CMelleHMe cepaua BapbupyeT B
npepenax 2-3 cm; npu lll cteneHn — rnybuHa BOPOHKMN
npesbillaeT 4 cM Co cMelleHnemM cepaua 6onee 3 cm.

KuneBngHaa rpygHas kjneTtka OMarHOCTMPYeTcs no
YBEIMYEHNIO MepeaHe3agHero otaena rpyaHon KneTku
1 Pe3KOMy BbICTYNaHUIO rpyaviHel Bnepea. BoigensioT 3
Tuna aToi aedpopmauum — MaHyGpPUOKOCTaSIbHbIN, KOp-
MOPOKOCTabHbINA N KOCTasbHbIN.

MaHybprokocTaibHbI TUIM XapakTepu3yeTcs BbiMs-
ynBaHMeM Briepen pykoaTku rpyauHbl 1 -1l pebepHbix
XPSLLLEA C OOHOBPEMEHHBLIM CMELLEHNEM Tena rpyauvHbl
K3aaun. Yron Mexay pyKOsTKOM M TEeNIOM FPYAUHbI PE3KO
oyepyeH 1 bonee oCTpbIK, Yem B HopmMme. MNMpodunb rpya-
HOW KNeTkn MMeeT yrnoobpasHyto ¢opmy. Hanbonbumia
n3rnb pebep oTMevaeTcsl No napacTepHabHbIM JIMHUSIM.

KopriopokocTtaibHbivi TV KNNEBUOHOW rPYAHOM KNeT-
KM BCTPEYAETCS HECKOJIbKO valle. BblaensaT Kpyrnyto u
nmpammaasnbHyto GOopMbl.

Kpyrnasi gopma xapakrepmsyeTcsa TeM, YTO rpyamHa
M30rHyTa Bnepep 6onblle B €€ cpeaHeln nnn cpegHen un
HXXHEN YacTu.

Mpwn nupamuvpanbHoV ¢Gopme rpyavHa HanpasBnseTcs
KOCO BHW3 1 BNePES, No NPsSMON JINHUN OT PYKOSITKM K Meye-
BUOHOMY OTPOCTKY. MakCrumMansHO BbICTyNatoLLEen TO4KOM AB-
NIIETCA MECTO COEAMHEHNS CPEAHEN N HUXHEN YacTu rpyam-
Hbl C MEYEBUOHBIM OTPOCTKOM, C YIJIOM, OTKPbITbIM K3a4u, 1
YETKO 0YePYEHHOM BEPLUNHON BbINAYNBAHNSA, HANPABIEHHOW
Bnepea. lNepenHe-3agHnii pasamep rpygHoOM KNeTku 3Hauvum-
TenbHO 60sbLLE NONepeyHoro. MoPU3oHTaIbHO PACMOJIOXEH-
Hble pebpa OrpaHNYMBalOT ObIXaTesibHble 3KCKypcuu. Yka-
3aHHble GOPMbI KOPMOPOKOCTANbHONW FPYAHON KNETKM MOryT
COoYeTaTbCs C 3anafeHnemM HUXHUX pebep ¢ 06erx CTOPOH B
GOKOBbIX OTAENax, KOTopble MHOrAa oWwnBOYHO TPaKTyoTCS
Kak paxutuyeckune 60po3sabl FapprcoHa.

KocTanbHbiti TMn xapakTepudyeTcsl BbICTYNaHUEM
rnepegHen rpygHoOn CTEHKU 3a CHET AedOPMUPOBAHHbLIX
pebep, kak NpaBuiIo, B COYETAHUN C POTALMEN FPYAMHbI
BOKPYr NpoaoSibHOM ocu. [Npn aTom pEbpa Ha 0aHOM CTO-
pOHe BbICTYNaloT BNepén, a Ha APpYyron — HaxoAaAaTcs Ha
HOPMasibHOM YPOBHE WX 3anajaioT.

MaTonorns N0O3BOHOYHMKA MPOSABASIETCS: CKOJIMO30M,
Knd0O30M rpyaHOro otaena, n1opao3oM NOSACHNUYHOMO OT-
nena, «naoCKon nnn npsamMon» CNMHoNn, spina bifida.

CKOM03 MOXET ObITb AMArHOCTUPOBAH KJIMHUYECKMU,
€Cnv Npu Hak/oHe Brnepen HabnaaeTcs pasnvyne no
BepTUKann He mMeHee 1,5 cMm mexay MexpeébepHbiMu
NMPOMEXyTKaMmn 1IeBON W NpPaBOM MOSOBUHbI FPYAHOMN
KNETKWN; peHTreHorpaduyeck n MeToaoM KOMMbITEP-
HOW ONTMYeCcKon Tonorpadun no3BOHOYHMKA. KNnHMKo-
peHTreHonoruyecku (Haknuu B. ., 1973) BbiaensioT:

e ckonmo3 | cteneHn — yron >10°, He3HAYUTENbHOE
NCKPUBIEHME MO3BOHOYHMKA BO DPOHTANIbHOW MAOCKO-
CTU, McYe3aloLLee B MOJIOXEHUN NEXA, aCUMMETPUS CTO-
SHWS TONATOK U HAAMNEYMiA NPY FPYAHOM U Tanun — Npu
NOSICHNYHOM CKOJINO03€, MblLLeYyHas aCMMMeTpus B obna-
CTV AYTU UCKPUBNEHWS;

e ckonmos Il ctenenn — yron ot 11°go 30°, uckpmene-
HME MO3BOHOYHMKA NOSIHOCTbLIO HE NcYe3alolee B Noso-
XeHunn néxa, cnabas BbIPaXeHHOCTb KOMMEHCATOPHOM
nyru v pébepHoro ropba;

e ckonmoag lll cteneHn — yron ot 31° go 60°, kKOMNEH-
caTopHas ayra, gedopmMauunst rpygHon KneTkn, 60bLon
p&GepHkIli rop6, OTKIOHEHME TYJ/IOBULLA B CTOPOHY OC-
HOBHOW AYyrn UCKPUBIEHNS;

e ckonno3a IV cteneHn — yron > 60°, Taxenblin Gukcu-
pPOBaHHbIN KNMGOCKONNO3, Aedopmaumsa ckeneta, Hapy-
LweHnsa GYHKUMOHANbHOr0 COCTOSAHUS CepaeYHO-COCyam-
CTOI 1 GPOHXONEr0YHOM CUCTEM.

Kndos — nckpureieHne no3BOHOYHMKA BbIMNYKIOCTbIO
Has3ap,. /lopao3 — NCKPUBEHME MO3BOHOYHMKA BbIMYK/10-
CTbiO Briepen. [oa TepMUHOM «psiMasi» CNHa — NOHWU-
MatoT NoTepo GrU3noNorn4eckoro kndosa rpyaHoro oT-
[ena no3BOHO4YHMKA.

2.1.2. 3kTopepMalibHblie NPOSABJIEHNS. XapakTepu-
3YI0TCS TMNEPPaCTSXXMMOCTbIO, BbisSiBAsemMoin 6e360ne3-
HEHHbIM OTTArMBAHMEM KOXM Ha > 2 cM B 061acTu Tbina
KNCTW, Ha NBY, HAZL HAPYXXHBIMW KOHLL@MM KNio4unL, b0 BO3-
MOXHOCTbLIO GOPMUPOBAHUSA KOXHOW CKNaaKu Ha KOHYMKE
Hoca. B cny4yae CHUXEHUS nnm OTCYTCTBUA ECTECTBEHHOM
YAPYrocT! 1 3N1aCTUYHOCTM KOXa ONpefenseTcs Kak aps-
6nas. Kpome aT0ro, Koxa MoxeT OblTb TOHKas, KOraa Xopo-
LLIO BUAHbI PACMONOXEHHbIE MOAKOXHO COCYAbl, UMETb BUL,
«nannpocHoi Bymaru». YacTbl BapMKO3HOE pacLUMpeHne
BEH, KenouaHble pybubl, remopparnyeckme nposiBNeHus
(9KXMMO3bI, NEeTeXMU, MONOXUTENbHbIE SHAOTENMANbHbIE
nNpo6bl — XryTa, Wunka, MaHxeTku). MoMnmo aTux npuaHa-
KOB MOIYT UMETb MECTO o4aru AenurMeHTaummn, rmnepnur-
MeHTauumn B 061aCTN OCTUCTbIX OTPOCTKOB HUXHErPYAHOI O
oTAena rno3BOHOYHMKA, aTpoduyeckmue CTpUN, HeCBA3aH-
Hble C OXMPEHUEM, MHOXECTBEHHbIE MUIMEHTHbIE MATHA,
rMNEPTPUX03, TeNIeaHrnakTa3um, reMaHrmomsl. Mpu nanb-
nawuuuv Ha nepeaHeli NOBEPXHOCTM FofIeHN 1 B 061aCTUM NOK-
TEBOro CycTaBa MOryT ONMpefensTbCsl MOAKOXHbIE Y3EKU.

M3MeHeHnd HOrTen NPOosBSIOTCA 04aroBonm annasmn-
e (OTCYTCTBME 4YaCTM HOrTS), aHOHUXMEN (OTCYyTCTBME
HOITEBbIX MIACTUHOK), MaxmoHUXmMemn (yTosweHne anm-
noepmMuca nop, HorTeBoi NnacTUHOM), nemkoHmuxmnen (6e-
Nble NATHA UM MOMIOCKU Ha HOTAX).

Co CTOPOHbI BOJIOC BbISIBASIIOT UCTOHYEHUE, TUMOTPU-
X03 (Hepopas3BMTME BOJIOCSHOIO NOKPOBA), y4aCTKM ano-
neunmn (BbiNnageHns BoaocC).

Mi3MmeHeHns 3y6OB 1 NMOSIOCTU pTa XapakTepuayTcs
rmnoaeHTnen (yMeHblLeHe KonnyecTBa 3y6oB, CBSI3aH-
HO€ C OTCYTCTBMEM WX 3a4aTKOB), MUKPOAEHTUeN (Ma-
nble pasmMepbl KOPOHKK 3yba), Tpemamu (yBenvyeHue
paccTosHus Mexay 3ybamu), AuacTemon (yBenuyeHue
paccTosHUA Mexay nepegHuMu pesuamu), paclienne-
HMEM a3bl4yKa, AOMOJIHUTENbHLIMU Yy30e4KaMy BEPXHEN
W/VNN HUXHEN rybbl, HapylleHneM npukyca, AucdyHK-
LMen BUCOYHO-HUXHEYeIOCTHOro cycTasa v ap.

2.1.3. MbiweyHble uameHeHusa. OLEHNBAIOT MO CO-
CTOSIHMIO MBbILLIEYHOW CUAbl, TOHYCA, OCAaHKW, HaIMyunio
annasumn, atpodun, amacrtasda Mbilll, PbXEBbLIX BbINS-
YMBAHUI PA3NINYHOM NOKANU3aLMN 1 yBenMYeHnsa oobema
MacCUBHbIX ABVXXEHW B CyCTaBax.

2.2. OcHOBHble BUucuepaJsibHble npuaHakvu HHCT

OpraHbl 3peHusi: muonua (=3D), runepmeTtponus,
acTurMaTm3m, MerasiokopHea, YroOLEeHne pPOoroBuLbl
(No paHHbIM KepaToMeTpumn), yBenudyeHne OJnHHOM ocu
rna3Horo sbnoka (no gaHHeiM Y3WU), ronybbie CKnepsbl,
3KTOMNUS, BbIBMX/MOABLIBMX XpyCTanvka, WpUAOAOHE3
(apoxaHne pafly>XKm), OTCroMKa ceTyaTku, OAecCTPyKUns
CTEKJIOBMOHOrO Tena, rmnonnasna pagyxkm nnu mepua-
TENbHOM MbILWWLbl, KOCOrnasue, aHgodTanbM, aHTUMOH-
rofIoMAHbIN pa3pes rMasHbIX LWenen.

CepaeyHo-cocyaucTass cuctema: aunataums KOpHS
aopThl, nponanc mutpansHoro knanaHa (MMK); nponan-
Cbl TPUKYCNUAANBbHOrO, aopTasibHOr0 KjianaHoB, 3KTOMU-
4yeckoe KpensieHne xopa nepenHen, 3agHen CTBOPOK MU-
TPanbHOrO KjanaHa, HapyleHHOEe pacnpefenieHne XxXopa
K CTBOpKaM MUTPasbHOrO KianaHa, NpoAosibHble, AMaro-
HaslbHble, MonepeyHble Tpabekysbl B JIEBOM XENYO0YKE;
Manasi aHeBpu3ma MexnpencepaHor neperopogku, OT-
KpbITOE OBasbHOE OKHO, aCUMMeTpuUs CTBOPOK aopTalib-
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HOrO KjanaHa, yBeSIMYeHHbI eBCTaxneB KnamnaH; paHHsas
BapuKo3Hasi 60sie3Hb, CTEHO3 YPEBHOrO OTAEeNa aopThbl;
naTonornyeckoe yaavHeHne, N3BUTOCTb U APYrme HapyLue-
HUS aPXUTEKTOHUKM apTepurasibHbIX 1 BEHO3HbIX COCYA0B.

HepBHas cuctema: HeCTabUNbHOCTb LUENHOro oTaena
NMO3BOHOYHMKA, MATONOrMYeckas U3BUTOCTb COCY0B rOM0B-
HOro Mo3ra, NO3BOHOYHKKA, LiepebpasibHble aHrMoaMCTO-
HUK, BepTebpobasnnspHas HeJoCTaTOuHOCTb, Aopcanrus,
CUHKOMe, CMHOPOM BEreTo-coCyamnCcTON ANCTOHUU, PaHHUI
OCTEOXOHAPO3, MbILLEYHAs TMNOTOHUSA 1/Unn rmnoTpodus.

BpoHxoneroyHass cuctema: TpaxeobpoHxmasnbHas
OUCKNHE3Ns, TpaxeobpoHXxoMansaums, TpaxeobpoHxome-
ranus, 6poHxoakTaTnyeckas amobursema Jlewke, CMHAPOM
Bunbamca — Kemnbenna, npnobpeTeHHbli NoAnNKUCTO3
Nerkunx, anvikanbHble 6yssbl, CNOHTaHHbIN MHEBMOTOPAKC,
peungnBmnpyloLLme atenekTassol.

OpraHbl 6pIOLLIHON MOJI0CTU; BUCLLEPONTO3, aHOMa-
v GOPMbI Y PACMONIOXKEHUS XENyaKa, MHOXECTBEHHbIE
nepernbbl 1 gedopmaums XenqyHoro nyswlps, anadpar-
MasibHas rpbiXka, HECOCTOATENbHOCTb Kapaun Xenynka,
ractpoazodareanbHble U AyoaeHoractTpanbHble ped-
JIIOKCbI, AMBEPTUKYSbI NULLEBOAA N PA3INYHBLIX OTAEN0B
KMLLEYHUKA, [O0NMXOCUrMa, MerakoJfioH, HemocTaTouy-
HOCTb 6ayrMHNEBOI 3aC/IOHKW.

lemaronorndeckue npu3Haku: nerkoe obpasoBaHne
9KXMMO30B, NeTeXMn U reMaTtoM MNpu He3HaAYUTENbHbIX
yoapax, HOCOBble, MaTO4YHble KPOBOTEYEHUS, fobpoka-
4YeCTBEHHAS MUKPOremMaTypus, HapyLleHUs arperauyoH-
HOWM GYHKLUK TPOMOOUUTOB, AE€PULUT/CHUXKEHUNE aKTUB-
HocTn ¢akTopa Bunnebpanpa, ancoubprHoreHemus,
accounnpoBaHHble TpoM6od UK.

UmmMyHHass cuctema: peunamBupylome BUPYCHBbIE,
GakTepuasibHble Y MUKOTMYECKME WHDEKUUN; CHUXEHME
QYHKLMOHANBHOM aKTUBHOCTM KJIETOK MOHOLMTapHO-Ma-
KpodaranbHOro 3BeHa, copgepxanus T-nMMOOoLMTOB N KX
cybrnonynsauuii, ypoBHsI CbIBOPOTOYHbIX MUMMYHOI100Y/IMHOB
(IgA, 1gG, IgM), npoaykuma ManodddEKTUBHBLIX aHTUTEN.

YporeHuTanbHbie MPOSIBAEHUS: KPUNTOPXN3M, 3KTO-
nus sindka, Bapukouene, BoasiHka 060/104eK anyka, cna-
€Y4HbIN GUMO3.

MoueBbiBoasiLass cucTema: HedponTo3, rUMNOTOHMUS
YaLleYHO-JTOXaHOYHOM CUCTEMBI C PA3BUTUEM MUENOKTa-
3un, rmagpoHedposa, rmapoypetepoHedposa, MNy3blpHO-
MOYETOUYHNKOBBI pedtoke, amcMmeTabonmyeckas Hedpo-
naTus (Yalle — okcanaTHO-KasbLMeBas KpUCTauypus).

PenipoayktvBHasi cuctema: 3agepxka GopM1poBaHms
BTOPUYHBIX MOJIOBLIX MPU3HAKOB; MATOYHbIE KPOBOTEYE-
HUs nybGepTaTHOro nepuoga, MeHopparusi, BTOpUYHas
ameHopes, NpegMeHCTPyasbHbI CUHAPOM, ANCMEHOPES.

OHOokpnHHas cucTema: BbICOKOPOCOCTb, 3aZepXKa
dopMUpPOBaHNSA BTOPUYHbBIX MOSIOBbIX MPU3HAKOB, MMo-
GYHKUMSA WMTOBUAHOW Xenesbl, 6efkoBo-3HepreTnye-
cKasi HeJOCTaTOYHOCTb.

Cromaronorn4yeckme nposiBJIeHUsI: HapyLlleHue
OEHTUHO- N 3maneobpasoBaHns, NAPOJOHTUT, ONINIO-
LEHTUS, TPEMbI, CBEPXKOMMJIEKTHOCTb, aHOMaJlbHbIN
POCT KJIbIKOB 1 3y6OB MyApOCTU, ANCHYHKLUMSA BUCOY-
HO-HWXXHEYesloCTHOro cycTtasa.

OTOPUHONAPUHIOI0rNYECKNE HapPYLLIEHUS: NCKPUB-
JleHne HOCOBO Neperopoaku, napuHroMansiums, oTo-
CKN1ep03, HEMPOCEHCOPHAs TYroyxocCTb.

2.3. Manble aHomanuu pa3sutua (MAP) — name-
HEeHWNS1 CTPOEHWNS Pa3/INYHbIX OPraHOB U TKaHEeN, kak npa-
BUJIO, HE COMPOBOXAAKLMECS KIIMHUYECKM 3HAYMMbIMU
HapyLlweHnaMmmn nx GyHkumn. MAP pa3gensatoT Ha BHELUHWE
n BucuepanbHble. CpegHee konnyectBo MAP y peTteit ¢
COEaVHUTESNIbHOTKaHHBIMK 3a60/1EBAHNSIMU IOCTOBEPHO
BbILLE, YEM B MOMYALMMN, YTO NULLb NOATBEPXAAET UX AN-
arHOCTMYECKYIO pOJib B PACMO3HABaHUM AAHHOM naToso-
rmn. 3HauyMMble ONS OMArHOCTUKU OUCMNNA3uv COeanHUN-
TenbHoOW TkaHn MAP y netei npencraeneHsl B Tabnuue 1.

Tabaumua 1

Knunuyeckm sHaummbie MAP pna aunarHoctuku ACT y peteit

BHewHune MKB-10
Bbicokoe HEGO Q38.5
Msarkue yuHble pakoBUHbI Q17.8
MakpogakTuams I nanbua crTonsl Q74.2
KoxxHasa cuHaakTunms II n III nanbues cTon Q66.0
CaHpaneBuaHas wenb Q70.9
[TonepeyHas ncyepUYeHHOCTb CTOM L94.9
TeneaHrnakrasmm 178.0
fmnepnurMeHTaumns KOXm L81.9

BHyTpeHHue

OTKpbITOE OBaJIbHOE OKHO Q21.4
Opyrve manbie aHoManumn cepaua Q24.8
Mponanc (nponabvpoBaHne) MUTPasibHOro 134.1
KnarnaHa
ATNMYHOEe KoNnyecTBo (B Hopme - 3), Q26
norpaHnyHoe paclimpeHmne/pacnonoxeHmne
neYyeHOYHbIX BEH
AHOMasibHOE pacronoxeHune BETBU/BETBEN Q26.8
BOPOTHOW BEHbI
HedponTos N29
MMNOTOHUSA Yalle4yHO-T0XaHOYHON CUCTEMbI NO4
Bapukouene 186.1
HapylweHne apxXmTeKTOHMKN COCYA0B Q27.8

MAP o06HapyXnBarTCs NpU POXAEHUN U B PAHHEM
[EeTCTBE, HEKOTOPbIE N3 HUX NoABeprawTcs 06paTHOMY
pasBuUTMIO (HaNpUMep, OTKPbITOE OBaslbHOE OKHO, yBe-
JINYEHHbI eBCTaxmeB knanaH). pyrne coxpaHsioTcs B
TEYEHVE XU3HU U CTAHOBATCHA dakTOpoM pucka dop-
MUpoBaHUa kapauanbHon natonorum [11-14, 30, 64].
MmMeloTCcs AaHHble, YTO U30JIMPOBAHHbIE BUCLEPalbHbIE
MAP 0oCTOBEPHO 4alle BCTpeyalTcsa y AeTen cTaplle-
ro Bo3pacTta un nogpocTtkos (11-17 neTt) no cpaBHEHMIO
C mMnajlien Bo3pacTtHon rpynnoi (6—10 neT) [33].

Ha ocHOBaHuu pe3ynbTaTtoB NPOBEAEHHbIX GEHOTU-
NUYECKMX UCCreaoBaHuii, 06cneaoBaHns CEMbU, aHa-
nn3a POAOCNOBHOM, MHCTPYMEHTasNbHbIX, nabopaTtop-
HbIX UCCNefoBaHUn Bpay Brpase 3anono3putb HHCT
M NPOBECTU CUHAPOMOSIOrM4Yecknin nonck. Hmuxe npea-
CTaBJIeHbl MeXAyHapoOHble pekoMeHZauMu no gua-
rHOCTUKe Hamborsee pPacrnpoCTPaHEHHbIX MOHOMEHHbIX
3abonesaHuii CT.

3. NEAUATPUHECKUE ACNEKTbI AMATHOCTUKHU _
HACAEACTBEHHbIX HAPYLWWEHUN COEAUHUTEABHOU TKAHMU,
UMEIOLLUX COTAACOBAHHbIE KPUTEPUU

Ha cerogHs nmeetcs 7 HO30a0rn4yeckmnx Gopm, ans
KOTOPbIX COrflacoBaHbl MEXAyHapOaHbIe KpUTepun ama-
FHOCTUKMN:

1. Cungpom MapdaHa, OMIM: 154700; leHTCcKmne
kputepun (Ghent criteria) De Paepe A. et al., 1996 [49];
Loeys A. et al., 2010 [62].
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2. CuHppom 3nepca - [Hanno, OMIM: 130000;
130010; 130050; 225400; 229200; 130060; 225410;
Villefranche criteria, Beighton P. et al., 1998 [46].

3. CuHagpoMm runepmobunbHOCTM cycTaBoB, Brigh-
ton — Grahame criteria, 2000 [55].
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4. HecoBepueHHbin octeoreHes. Lndp no MKB-
10 — Q78.0; OMIM: 166200; 166240; 166210; 259420;
166220; 610967; 613982; 610682; 259440; 613848;
610968; 613849; 614856; 615066; 615220.

5. MNponanc mutpanbHOro knanaHa [47]. lndp no
MKB-10 - 134.1.

6. CemenHbin cuHOpOM MapdaHOMOHOW BHELL-
HOCTM (cuHOHUM Loeys - Dietz syndrome, type 2B;
OMIM:610380, paHee cuHgpom Mapdana Tun 2,
OMIM:154705); kputepun Malfait F. et al. [65].

7. MASS-cuHgpom; OMIM 604308 [61].

3.1. Cungpom MapdaHa

CuHgpom  Mapdana (CM)  (Syndrom  Mar-
fan, OMIM: 154700; wudp MKB-10 - Q87.4) -
HHCT, Beaoywmm nposIBIEHMEM KOTOPOro SBASIOTCS
pacLUMpeHne aopTbl, IKTOMMS XpycTanvka, pasHoobpas-
Hble CKeNleTHble aHoManun. Tun HacnegoBaHUs — ayTo-
COMHO-LOMUWUHAHTHbIA C BbICOKOM MEHETPaHTHOCTbIO "
pas3nNYHOM 3KCMPECCUBHOCTLID. YacToTa AnarHocTu-
poBaHHbIX cnydaes 1:5000-1:10000-15000, Tsxenbix
dopm — 1:25000-1:50000 HOBOPOXAEHHbIX. My>X4UHbI 1
>KEHLLVHbBI MOpaXxaktTCcs C OANHAKOBOM YaCcTOTOMN.

Stuonorusa. B 95 % cnyyaeB CM BbI3bIBAETCH My-
TaumsiMu B reHe b6enka ¢dpubpunnvHa 1-ro tuna (FBNT),
PacnonNOXeHHOro Ha AJIMHHOM [Mie4e XPOMOCOMbI 15
(15921.1). GubpunnvH 1-ro Tuna — rMUKONpoTeuna, yva-
CTByIOWMIA B MUKPODUBPUNNSPHOU cucTeme, obecne-
YMBalOLLEN OCHOBY anacTtnyeckum BosiokHam CT. Y Bcex
605bHbIX CM B 6uonTaTe KOXun 1 kynbtype ¢pndpobnactos
BbISIB/ISETCS CHUXEHWNE Ymcna Mukpodubpunn. Onsa reHa
FBN1 nasectHo 6onee 1000 mytaumii. MNonHas koppens-
LMS Mexay reHoTMnom 1 peHoTMnom oTcyTcTByeT [52].

KnunHuka. XapakTepHO paHHee Ha4ano n nporpeav-
€eHTHoe TeuyeHue 3aboneBaHusl. Yxe B nepuoae HOBO-
POXAEHHOCTU BbISBASIIOTCA apaxHOOAKTUANUS, [OOJINXO-
CTEHOMENUSA N TEHOEHUNS K YBENVYEHUIO OIMHBI Tena. B
hanbHenwem 60bHbIX OTMYaeT feduunT Macchl Tena,
nonnxouedanuyeckas Gpopma yepena, y3koe nuLo, ap-
Kkoobpa3Hoe Hebo, runonnasvs Mbllil, U MNOAKOXHOW
KNeT4YaTKn, TEHAEHLMS K TMNeppacTsXXMMOCTN KOXN, MO-
TOpHasa HENOBKOCTb ABMXEHUN. XapakTepHbl gedopma-
UM TPyOHOM KNeTku, (kunesmnaHas, BOPOHKoo6pasHas),
aHoOManMm MOo3BOHOYHUKA (CKONNO3, KNPO3, IOBEHWIIb-
HbIl OCTEOXOHAPO03, HECTAOULHOCTb LWEHOro OTAeNa),
BbIBMXW FOJIEHOCTOMHbIX CYCTaBOB U MIOCKOCTOMNME.

AcTeHn4eckoe TenocnoxeHve GopMupyeTcs yxe K
1-3 rogam, nedopmauus rpyaHon KneTkn — k 4—7 rogam,
BECb CMEKTP CKeNeTHbIX HapyLleHnin — k 14-16 rogam, na-
TONOrnsi CEPAEYHO-COCYANCTOM CUCTEMBI — K 2—-7 rogam
1 no3xe. MNpakTryeckn y Bcex 60nbHbIX HabnoaaeTcs no-
paxeHne KpynHbIX cocyaoB 1 cepaua. Ocoboe amarHo-
CTUNYECKOE 3HaYeHVE MMEeET pacLUupeHne Ui aHeBpmsama
aopThbl. TUNWYHBI HAPYLLEHUSI OPraHOB 3PEHUs: MUOMUs
BbICOKOWM CTeneHun, NoaBbiBUX, CHEepPUYHOCTb, YMEHbLLE-
HVe pa3MepoB XpycTanuka, oTc/onka cet4aTkn. Hepeako
BbISIBISIOTCA O€ApPEHHbIE NN NAX0Bble IPbIXKN, BAPUKOS-
HOE pacLMpeHne BEH HUXKHUX KOHEYHOCTEWN, MOBbILLEH-
Has KPOBOTOYMBOCTb, BUCLEPONTO3, aMmdusemMa nerkux,
CMOHTAHHbIA MHEBMOTOPAKC, B psiAe C/y4yaeB — HapyLue-
HVS AMOLMOHANbHO-BOIEBON CdEPbI.

OnarHoctnka CM ocHoBbIBaeTcs Ha [eHTCKUX KpuTe-
pusix De Paepe A. et al. (1996) [49], nepecMOTpPEeHHbIX
Loeys A. et al. (2010) [61]. B ocHOBY NOMOXEHO BbISIB-
neHve Hambonee cneunduyecknx MPU3HAKOB, Xapak-
TEPUSYIOLLMX CTEMEHb BbIPAXEHHOCTU COEAVHUTENb-
HOTK@HHbIX HapyLEeHUA OpraHoB M CUCTEM, Hanuyune
pacLIMpPeHNs KOPHS aopTbl, 3KTOMNUM XpycTanuka n oTs-
rOLEeHHOCTM ceMenHoro aHamHe3a. OueHka BHELIHUX U
BUCLEPASIbHbIX NMPU3HAKOB CUCTEMHOro Bosne4veHnsa CT
(CBCT) B 6annax npeactasneHa B Tabnuue 2.

Tabnuuya 2
BannbHas oLeHKa CUCTEMHOI0 BOBJIEYEHUS
coeauHuTenbHom TkaHu (Loeys A. et al., 2010)

Mpu3Hakn Bannsbl
CoyeTaHne MonoXuTenbHbIX NPU3HAKOB 3
I nanbua 1 3anacTbs
Mpu3Haku I nanbua v 3anacTbs no 1l
Nno OTAENbHOCTU
KnnesnaHasa gedopmMaums rpyaAHON KNeTku 2
BopoHkoobpasHas gedopmauns no 1
WAV aCUMMETPUS TPYAHON KNETKM
MeaunanbHoe cMelleHne MeananbHON 2
JNI0AbDKKW, NpUBOAsILLEE K NJIOCKOCTOMUIO
Mnockocronve 1
[MTHeBMOTOpaKc 2
MosACHWYHO-KpecTL0Bas AypajibHas 3KTa3us 2
MpoTpy3us BEPTNYXXHOW BNaAWUHbI, 2
NOATBEPXAEHHASA PEHTreHOI0rMYeCcKu
CHMXXEHME COOTHOLLEHNSI BEPXHEIO U HUXHEro 1
cermeHTa Tynosumwa*
CKOoNMo3 nnun Kndockoanos 1
CHMXXEHME BO3MOXHOCTU BbINPAMIEHNUS NTOKTS 1
< 170°
Hanunuue 3 U3 nepevyncrneHHbIX YepenHo- 1
NMLEBbIX NPU3HAKOB: gonuxouedanus,
3HO(MTaNbM, aHTUMOHIONONAHbIV pa3pe3 rnas,
rMnonaasnsa CKy/I0BbIX KOCTEW, peTporHatums
KoxHble cTpumn 1
Mwuonwusa >3D 1
lMponanc MuTpanbHOro kianaHa (Bce Tunbl) 1
MakcmmanbHo: 20 6ann0B; ANarHOCTUYECKN 3HAYUMDI:

> 7 6annos

*Y peteinn 0-5 net - <1,0; 6-7 net — <0,95; 8-9 net - <0,9;
ctapwe 10 net - <0,85 + cooTHOWeHMe pa3dmaxa pyk k 4T >1,05
+ ckonno3s |-l cteneHn.

3 6anna NpMCBOEHO COYETAHUIO NMPU3HAKOB apaxHo-
OaKTUINK (CUMMATOM «3ansiCTbsi» + CUMMATOM «B0JIbLLOI0
nansua»). KuneesmgHaa pedopmauvsa rpyagHon KneTku
ona gnarHoctuku CM 6onee cneunduyHa, 4em BOPOH-
Koobpas3Has. B 2 6anna oueHeHa NpoOTPy3ns BEPTIYX-
HOW BMaAWHbl, ANArHOCTUYECKUM MPU3HAKOM KOTOPOW
ABNSAETCA MeanasnbHas NpoTPy3ns BEPTIYXXHOW BNaANHbI
3a npegenbl NoAB3A0LWHO-CEQANNLLHON NNHUM B Nepen -
He-3aaHel yrnoBon npoekumn Tasa > 3 mm. PasrnbanHuve
JIOKTEBOr0 CyCTaBa CYMTAETCS HEMOJHbIM, €CNn yron
Mexnay nnedom u npegnnedbem coctasnsiet < 170°. Bbi-
SIBNIEHNE Yy naumeHTa 3 13 nepeyncrieHHbiX 5 nuueBbix
amcmopdurin oueHeHo B oaviH 6an.

MOACHMYHO-KPECTLIOBAA  9KTasnsg  TBEPAOA  MO3-
roBoil 060NoYKM [marHocTUpyeTcss € nomowbio MPT.
CTatncTnyeckn 3Ha4NMbIM KPUTEPUEM AyPaNbHOM 9KTa3nu
y eten n nogpoctkos ¢ CM sBnseTcs yBennyeHme cooT-
HOLLEHNS AMaMeTPOB AypasbHOro Mellka u Ten Ls n Sy no-
3BOHKOB, @ TaKXe YyBENMYEHME CarntTaibHOro Auamerpa
AypanbHOro MeLlka Ha YPOBHE Sy, MO CPaBHEHMIO C L4 [56].
B nocnepHue roapl oypanbHas akTasus CHUTAETCs OOHUM
13 MaBHbIX AMarHoCcTnyeckmx kputepues CM 1 mapképom
TskecTn nopaxenus CT [43, 62, 70]. Noka3aHo, 4To kKapaun-
anbHble nposieneHns CM coBnagaloT ¢ HanMumMeM aypasb-
Hol akTasum B 95-100 % cnyyaeB. OgHako cnenyeTt nom-
HWTb, YTO 3TOT MNPU3HAK MOXET BCTPEeYaTbCa U Npu APYrmx
3abonesanusax CT. Mo ogHomy 6anny CBCT umetot MMK n
Muonus > 3 AMONTPUIA, KOTOPbIE, Kak U ApYyrne NposiBNeHns
CBCT, He OoTHOCATCS K KOCTHOW cucteme, MOryT Habnio-
[aTbCsl MpU camblx pasHbix 3aboneBaHuax CT unm BbICTy-
naTtb B KQ4ECTBE CAMOCTOATENbHbIX HO30/10rM4YeCKUX GOpM.

ATpoduryeckne nonocbl KOXn (CTpuM) paccmaTpu-
BalOTCH B KA4ECTBE 3HAYMMOr0 ANarHOCTUYECKOro npu-
3HaKa, ecnin OHN He CBSA3aHbl C BbIPAXEHHbIMU N3MEHE-
HUSIMKW BECA W pacrofnaratTCs Ha CMUHE, B MOSICHUYHOM
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obnactu, nne4yeBoM Nosce, NoAMbILLEYHON 061acTn nnm
6epnpax. OueHKy pa3amepoB a0pPThl PEKOMEH0BAHO NPO-
BOAUTb HA YPOBHE CMHYCOB BanbcanbBbl 1 BOCXOAALLETO
otaena aopTbl. MNpy 3TOM Henb3s Nonb3oBaTbes abco-
JNIIOTHBIMW 3HAYEHUAMWU AMamMeTpa aopTbl. PekomeHay-
€TCa MPOBOAUTbL pacyeT Z-KpuUTepus, MO3BONAIOLLEIO
y4€CTb BO3PaCT M MaCCO-POCTOBbIE AaHHble MauueHTa
[27, 28]. 3a yBennyeHne pasmMepa aopTbl NMPUHATO 3HA-
YyeHue Z-kputepus > 2 ona NnauyMeHToB B BO3pacTe CTap-
we 20 net n Z > 3 gnga naymeHToB Mmonoxe 20 neT.

TpeboBaHus k gnarHoctuke CM pasnuyatoTcs B 3aBu-
CUMOCTM OT A@HHbIX CEMENHOro aHamHe3a [61].

Kputepuun anarHoctukmu CM npu oTCyTCTBUN CEMEV-
HOro aHaMHe3a:

1) pacwupeHmne aopTbl > 26 + 3KTOMUSA XPYCTaNnKa;

2) pacwupeHne aopTbl > 2c + Haauume mytaumn B
reHe FBN1;

3) pacwumpeHne aopTbl > 2c + > 7 npu3HakoB CBCT;

4) aKkTonusa xpyctanuka + Hananmyme myTauum B reHe
FBN1 + pacwmpeHune aopThl.

Kputepuu auarHoctvku CM npy Hann4ymm CeMeviHoro
aHamHesa:

1) akTOonNMsa xpyctanuka;

2) > 7 npnasHakoB CBCT;

3) pacwmpeHme aopTbl > 2.

Mo paHHbIM nuTepaTtypsbl, gnarHoctnka CM Ha OCHO-
BaHUM [EHTCKNX KpUTEPUEB BO3MOXHa Yy 95 % B3pOCbIX
ny 56 % neren, ABASIOWMXCA HOCUTENSIMU MyTauun B
reHe FBN1 [52]. Y peTten n nogpocTkoB Bepudmkaums
[aHHOW NaTonormm AosxHa CTPOUTLCA C y4eToM 6annos
CBCT v BenunuunHbl Z-kputepus. Ecnn nokazatens CBCT
(<7) n/vnn gnameTp KOPHS aopTbl OOCTUraeT TOJIbKO
NorpaHnYHbIX 3Ha4YeHui (Z < 3), AaHHbIe MOJIEKYJISIPHO-
reHeTM4YeCckOro mccnenoBaHWs OTCYTCTBYIOT, crnenyeTt
CTaBUTb AMarHo3 «Ancnnasna coeanHUTENbHOWN TKaHW.
MapdaHonoaobHbln  peHoTun». AuarHo3d «CuHapom
MapdaHa» npaBOMOYEH TOJIBKO B Clly4ae HapacTaHus
aunnatauum KopHsa aopTbl (Z > 3) n nckntodenmna HHCT ¢
Map@aHouaHbIM deHOoTUNoM (cM. Tabn. 3 1 npunoxe-
Hue 4). Ecnu mytaums B reHe FBN1 sbissneHa, a Z = 3, no-
Ka3aHo NpomokxuTb perynsapHoe IAxoKl HabnwoaeHue.
OunarHos «Cungpom MapdaHa» MoXeT ObITb MOCTAHOB-
JNIeH TONbKO MPU MNPEBbLILEHVM MOPOrOBOro 3HAYEHUS
pasmepa aopThbl.

Tabmuya 3
OCHOBHblE HacNeACTBEeHHbIe HapYyLUeHUs COeANHUTENIbHOW TKaHu ¢ MapdaHonoao06HbIM peHoTUunom
len,
Hosonornueckasa ¢popma, OMIM nokannsaums KnuHunuyeckme nposiBiieHuns
CuHApPOM aHeBpu3Mbl aopTbl Jloeca - AuTua,
T™n 2B;
610380; cemeliHblii CUHAPOM CkeneTHble, cepAe4yHO-CoCyancTbie nposseHns CM,
MadeaH'om,quﬁ BHELUHOCTW; paHee CUHAPOM oTcyTcTBME/Cnabas BblpaXXeHHOCTb NAaTONIOMMN OpraHoB
MapdaHa, Tun 2; 154705 ! 3peHuns, U3BUTOCTb apTepPUin, aHEBPU3MbI/AMCCEKLNN
- . TGFBR2, BOCXOASLEr0/rpyAHOro OTAEN0B aopThbl, APYrMX
_Cr:;l#q%qm aHeBpu3Mbl aopThl Jloeca - AuTua, 3p24.1 aptepuit, MK, gonuxouedanust
610168
CkeneTHble, CEpAEYHO-COCYANCTbIE nposBneHns CM,
CuHapom Jloeca - AuTua, TMn 4; M3BUTOCTb COCYA0B, BHYTPUYepenHble aHEBPU3MbI,
614816 cybapaxHouaanbHble KPOBOU3NUAHUS, BbICOKOE HEDO,
OTCYTCTBME IKTOMUU XpyCTaanka
OnadunsapHas aucnnasuns, 6onesHb TGFB1 'mMnepocTo3, cknepos3 Anadunsos ASMHHBIX TPybUaTbiX
KamypaTn — DHrenbmaHa; 19413.2 KOCTeW, AoNnxocTeHoMenus, aedopMaumns
131300 qls. NO3BOHOYHMKA
_ . MN3BUTOCTb apTepuii, paccnansatoLlime aHeBpPU3MbI
g“”ﬂga':an%if{a oﬂmﬁggégrgm}rAé cmHAapom aopThl, BINC, FI'IEBH('.,)VI rmnepTtenopusM, pacliensieHme
aggs A3MbI 80 ATFI):I ™vn 1A: u HEBHOro A3bluka/TBEpAOro Heba, AONMXOCTEHOMENNS,
609152 PTBI, ’ TGFBR1 HOpMasnbHbIA POCT, OTCYTCTBME SKTOMMUMK XpyCTanuka,
9q22 KOFHUTWUBHbIE HapyLUeHUs
Cunapom Jloeca ~ AMeTug, TN 2A; CMHADPOM PaccnavBatowmne aHeBpU3Mbl a0PThl, COHHbIX,
@HEBPN3MbI a0PTbI, CEMEMHBIN CMHAPOM KOPOHapHbIX W Ap. apTepuit B MOJIOAOM BO3pacTte
aHEeBPU3Mbl FPyAHOro oTAeNna aopThl; )
608967
CeMelHbIn CMHAPOM @aHEBPU3MbI FPYAHOIO MYH11 CemMeliHasa opMa paccnansatoLLelrt aHeBpuU3Mbl
oTAena aopTtbl TMN 4; 16p13.11 rpyAHOro oTAena aopTbl B COYETAHUM C OTKPbITbIM
132900 apTepuasibHbIM MPOTOKOM
CeMelHbIn CUHAPOM @aHEBPU3Mbl FPYAHOIO ACTA 2
oTAena aopTbl, IMBEAO CETYATKM, 10423.31 CemeliHas popmMa paccnansatolleli aHeBpU3Mbl aopThl,
pNOKKYNbl Pagy>XKu; qs>. nnBeao CeTyaTKM M DNOKKY/Ibl pasyXKu
611788
(6:;151§9pc5>M Noeca - intua, Tvn 3; 1?24542[)?3 ApTepuranbHble aHEBPU3MbI, PaHHUI OCTE0apTpUT
CVHAPOM M3BUTOCTU apTepuii; SLC2A10 [eHepann3npoBaHHasa U3BUTOCTb, YAJIMHEHUE, CTEHO3bI
208050 20q13.12 apTepuii, nnuueBble gnsmMopdhnm
CuHapoMm Dnepca — JaHno PLOD1 MMnepMobubHOCTb CyCTaBOB, BPOXAEHHbIN CKOMIMO3
KNPOCKONNOTUYECKUNIA; 1p36.3 W MbllleYHasi rTMNOTOHUS, pa3pbiBbl apTepun,
225400 p36. MapdaHONAHbI (PeHoTUN
CuHApoM MapdaHonaHom MapdaHomaHbIi peHoTMN, rTMNepMobubHOCTb
rmnepmMobunbHoOCTY; _ CyCTaBOB, MMMNeppacTsHXMMOCTb KOXWN, KAMATOAAKTUINS
154750 5-ro nanbua

3.2. Cungpom Anepca — [laHno

CuHppom dnepca — Oanno (C3B4) (Syndrom Ehlers —
Danlos, SED, wndp MKB-10 — Q 79.6) — reteporeHHas
rpynna HHCT, Beaywimmn nposiBAEHNSMN KOTOPbIX SiB-
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NATCA TMNEPPaACTIXUMOCTb, XPYNKOCTb KOXn n TMC.
B tabnuuax 4 u 5 npencrtaBneHbl BunnbdpaHiickas
knaccudukauma C3, (Beighton P. etal., 1998) u Bunnb-
dpaHwckue kputepun gnarHoctukn C3/, [46].
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Tabnuua 4
Knaccudukauua cuigpoma dnepca — fanno (Beighton P. et al., 1998)
Tun (HOBbIN) Tun (cTtapbiit) Yacrorta OMIM FeHbl
Knaccuyeckunii coa 1, 2-5:100 000 130000 COL5A1, COL5A2,
ca4 2 130010 COL1A1
MmnepmMobunbHbIn coa 3 1:10 000-15 000 130020 COL3A1, TNXB
CocyauncTbiii cao4 4 1:100 000 130050 COL3A1
Kundockonmotnuyeckunii Cco/ 6 OnucaHo > 100 cny4yaes 225400 PLOD1
229200
ApTpOXanasuncHbIn Cca4 7-A, OnucaHo = 30 cny4daes 130060 COL1A1, COL1A2
Cca24 7-B
KoXHbIl ca4 7-C OnuncaHo = 10 cny4daes 225410 ADAMTS2
Tabnvuya 5

Bunnedparwickue kputepum (Villefranche criteria, Beighton P. et al., 1998) gpuarHoctukn

cuHpgpoma Anepca — [laHno ¢ JOoNOJIHEHUAMU

Bonblune KpuTepumn

Manblie kpuTepum

FeH, 6enok

Knaccuueckuin Tun, OMIM: 130000; 130010

[eHepanu3oBaHHasa TMC

MoBblweHHas napgkas, 6apxatucras Koxa COL5A1,
PacTSAXXMUMOCTb KOXM. Monntockonoao6bHble NceBaoonyxosn COL5A2
LLiInpokne atpodunyeckme MoakoxHble chpepnyeckme obpasoBaHus KonnareH 5-ro Tuna,
py6ubl. PacTsaxxeHne/BbiBUX1/NOABbLIBUXW CYCTaBOB, ai-uenb;
r™MC naockocronme KonnareH 5-ro tmna,

MbilWweyHas rmnoToHUs, 3a4epXKa MOTOPHOIro ax-uenb

pa3BuTUA

Jlerko Bo3HMKalLWMe reMaToMbl.

BblpaxkeHHast pacTsXXUMOCTb M cnabocTb TKkaHel (rpbixka

NMULLEBOAHOIO0 OTBEPCTUS, @aHaNbHbIM Mposanc B AETCKOM

BO3pacTe, LepBMKanbHas HeAOCTaTOYHOCTb)

[MocneonepauMOHHbIE TPbIXK

Hanunuune aHanornyHbix 3abonesaHnin B ceMbe
fMneppacTaXmMocTb PeunaunBupytowme BbIBUXM/NOABLIBUXM CYCTaBOB COL3A1,
n/vnun rnaakas, XpoHuueckne 6011 B cycTaBax/KOHEYHOCTAX KonnareH 3-ro Tuna, dj-
bapxaTtucras Koxa. Hanunuune aHanornyHbix 3abonesaHnin B ceMbe uenb;

TNXB, TeHackuH X

CocyaucTtbin Tun, OMIM: 130050

BpoxaeHHas MbillevyHas
rMAOTOHUS.

BpoxxaeHHbI
nporpeccupyowmnii CKoamos

CKNOHHOCTb K remaTomMam

PazpbiB apTepuit

MapdaHomnagHas BHELWHOCTb

YMeHbLUeHNe pa3MepoB poOroBuLbl
OcTeoneHus

Hanunuune aHanornyHbix 3ab6onesaHnin B ceMbe

ToHkas, npocBeunBatowas | Akporepus COL3A1,
KOoXa. 'MNepMobMNbHOCTb MENKUX N CPeAHUX CYCTaBOB KonnareH 3-ro Tvmna,
ApTepuanbHas/MHTECTUHa- | Pa3pbiB CyXOXMWUANIA U MbiLL, ai-uensb;
nbHas/MaTouHasa cnabocTb | DKkBMHOBapycHas AedopMauns cTon
WU pas3pbiBbl. PaHHASA Bapuko3Hasa 60ne3Hb
O6wnpHbIe KpOBOMOATEKM | ApTEPMOBEHO3Has KapoTUAHO-KaBepHO3Has ductyna
M NoBbllWeHHas paHMMOCTb. | [THEBMOTOpaKCc/MHeBMOreMoTopakc
XapakTepHbI BHEWHU BUA | Hegopassutune AecHbl
niua. Hanunune aHanornyHbix 3abonesaHunii B ceMbe, BHe3anHas

cMepTb 6/1M3KNX POACTBEHHUKOB

Kndockonnotnyecknin Tun, OMIM: 225400

eHepanusoBaHHas TMC. PaHuMocTb KOXM, aTpodumyeckme pybubl PLOD1,

nusunrugpokcmnasa 1

ApTtpoxanasusa, OMIM: 130060

[MpoBucatowas, «IuUWHASa»
KOXa

MpexaeBpeMeHHbI pa3pbiB NMI0AHbLIX 06onoyek.
Bonblune rpbiku (MyNnoBUHHbIE, MaxoBble).

Taxenas MNeppacTsXXMMOCTb, PAHUMOCTb KOXMW, aTpoduyeckune COLIAL,
reHepanmisoBaHHasa 'MC, py6ubl COL1A2
peunamBmpyrome BbiBUXM/ | JlIerko BO3HUKaKLMe reMaToMbl KonnareH 1-ro Tuna
noABbIBUXW. MbllWweyHasa rMnoToHus aj-uensb;
BpoxaeHHbI Kundockonmos KonnareH 1-ro tmna
OBYXCTOPOHHWIN BbIBUX OcTeoneHus dx-uerb
TazobefpeHHbIX CyCcTaBoB

LepmaTtocnapakcuc, OMIM: 225410
BblpaxeHHas Msrkas, pbixnias TeKCTypa KOXW. ADAMTS2,
rMNeppacTsHXKMMOCTb KOXMW. | JlIerko BO3HUKaLMe reMaToMbl npokonareHoBas

N-npoTenHasa

Mpoune cdbopmbi: 130080, 225310, 147900, 130070 1 Ap. OTHOCAT K HeKNaccndUUMpoOBaHHbIM TUNam
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NMPOEKT PEKOMEHAALMUNA

DRAFT RECOMMENDATIONS

Ona knuHuyecko auarHoctukm C3/[, Heobxoammo
Hanuyne xoTs 6bl 0AHOro 60bLWOro Kputepus. Hannume
OJHOro unu 6onee mMasbix KpUTEPUEB NMO3BONSIET AeTa-
nnM3npoBaTtb TUN 3abonesaHns. Hannyne Tonbko Masbix
KpUTEPMEB [JaeT OCHOBaHWE rnpepnofaratb 3J1ePCOo-
noaobHoe 3aboneBaHue, xapakTep KOTOPOro MOXeT
OblTb YTOYHEH MOCNE NPOBEAEHUS MOJEKYNSPHO-reHe-
Tnyeckoro obcnepoBaHus. NepevyeHb O0CHOBHbIX HHCT
c 'MC, Tpebywowmnx npoBeaeHus anddepeHumanbHom
anarHoctukn ¢ C3/, npencrasfieH B NPUIOXEHUN 5.

3.3. HecoBepLueHHbIN OcTeoreHes

HecoBeplieHHbin octeoreHe3d (HO) (Osteogenesis
imperfecta, 6one3Hb JlobwTenHa — Bponuka; wndp no
MKB-10 — Q78.0) — reteporeHHas rpynna HHCT, Beny-
WKUM MNPOSIBIEHMEM KOTOPbIX SBASIETCHA MOBbILLUEHHAS
JIOMKOCTb AJIMHHBIX TPy6GyaThix KOcTeln. HYacTtoTta B nony-
naummn — 7,2:10000, Hanbonee pacnpocTpaHeH 4-in Tun.

KnuHuka. TunuyHbIn NPpU3HaK — CKIIOHHOCTb K nepe-
floMaM TpybuaTbix KOCTen, pebep 1 Kounl, Npu MUHU-
MasibHOW TpaBMe, YKOPOYEHWE U WUCKPUBIIEHNE KOHEeY-
HOCTEN BCNEeACTBME MEPESIOMOB, MblleYyHble aTpodun,
pa3boNTaHHOCTb WM KOHTPaKTypbl CyCTaBOB, ronyoble
CKJ1epbl, XEeNTOo-KOPUYHEBLIN LBeT 3y6oB, AedopmMaumn
NMO3BOHOYHMKA, FPYAHON KNETKN, ONUTENbHOE He3apalle-
HMe POOHWYKOB W LLBOB Yepena, npeobnagaHve pasmMe-
pPOB MO3roBOro yepena Hag NMueBbiM, 0TOCknepos. Me-
pesiomMbl XOPOLLUO cpacTaloTcs ¢ 06pa3oBaHMEM KOCTHOM

OCTEOMNOPO03, «MPO3PaYHOCTb» KOCTEW, PEe3KOEe WCTOH-
YeHne KOPTUKaNIbHOro CJ/I0sl, YMEHbLUEHNE MonepedYHmKa
anadunsos, paclumpeHne metadunsos, ceT4aTbll PUCYHOK
rybyaToro BewecTBa, MHOXECTBEHHblE KOCTHblE MO30J1
v nedpopmaumn ckeneta. Mo cpokam Havana 3aboneBaHns
BblOensAoT: 1) paHHio dopmy (Bponuka) — nepenomol
BO3HMKAIOT BHYTPUYTPOOHO MM Ccpasy nocie poxaeHus
pebeHka; 2) no3aH dopmy (JlobiTerHa) — nepenomsl
BO3HMKAIOT MOCsie Havyana xoas0bl.

3rnosorus. B ocHose HO yalle Bcero nexat 6onee
400 myTaumii B reHax, KOAUPYIOLLMX CUHTES a1 - U aio-Lienen
konnareHa 1-ro tuna nub6o GepMeHTOB, NMPUHUMAIOLLNX
ydyacTne B ux cospeBaHun. Hanbonee Tsxenbie Gopmbl
HabnMoaaTCs B Ciyvyasx 3aMeHbl B 6efike KonnareHa rmm-
LUMHa Ha Kakylo-mbo Opyryio aMMHOKUCIOTY; MyTaLun
reHa konnarena op-Lenv npoTekatoT 6aronpusiTHee, 4Yem
o1-Lenu. Y 60MbHbIX CHUXeHa AnddepeHLMpoBKa OCTEO-
61acToB, HapyLLEHO OTIOXEHME coneli kanbuus n docdo-
pa B KOCTHOW TKaHW, CUHTE3 1 pacnag KonnareHa.

Ha cerogHsa Bbigensatot 15 Tunos HO; I, 11, I, IV 1 V Tunsl
HacneaytTcs ayTOCOMHO-AOMUHAHTHO U O0BOYCNOBNEHbI MYy-
Taumsamm reHoB COLTA1, COL1A2. VicknioyeHnem aBnsieTcs
V TN, KOTOPbIN BbI3bIBAIOT MyTauumn B reHe IFITM. Tunel VI-XV
HO HacnenytoTcs ayTOCOMHO-PELLECCUBHO U BbI3BAHbI My-
Taumamm reHoB CRTAP, LEPRET, PPIB, SERPINH1, FKBP10,
SP7, BMP1, TMEM38B n WNT1 B rOMO3UIrOTHOM COCTOSIHUW.
CoBpeMeHHasi MONEKYNIAPHO-reHEeTUYECKAs U KIIMHMYecKas

Mo305n. PeHTreHonornyeckn BbISBNSIOT: Anddy3HbIi  xapakTepucTuka HO npeactaBneHa B Tabnuuge 6.
Tabnuua 6
MonekynspHo-reHeTM4yeckas u KIIMHUM4eCckas xapakTepMcTuka HeCoBepLUEHHOro ocTeoreHesa
Tun Tvn leH, Nlokanusaums,
OMII(II Hacne- nepBUYHbIU KnunHunueckue nposiBneHus
AOBaHuA | 6uoxmmMuueckun aecdekr

IA, AL COL1A1, 17921-g22, MHO>eCTBEHHbIe nepesnioMbl B AOLIKO/IbHOM BO3pacTe,

166200 a;-uenb KonnareHa 1-ro Tvna | nporpeccupytowas gedopmaums AANHHbIX TpybyaTbix KOCTEN,
COL1A2, 7q22.1 rony6ble cknepbl, Tyroyxoctb B 50 % cnyvaes

1B a-uenb konnareHa 1-ro tuna | Tun A — 6e3 He3aBepLUEHHOro AeHTUHOreHesa

166240 Tun B — C 3aBeplEeHHbIM EHTUHOMEHE30M

II, AL COL1A1, MHOXeCTBeHHble BHYTPUYTPOOHbIE NepenoMbl KOCTEMN,

166210 17921-q22 Aedopmaumm ckeneta, «MeMbpaHO3HbIA» Yepen, CUHAPOM
COL1AZ, AblXaTeNbHbIX PacCTPONCTB, NepuHaTanbHas rmbenb, ronybbie
7q922.1 cKepsbl

111, AL COL1A1, Peunaneupyowme nepenombl ANNHHBIX Tpyb4yaTbiX KOCTEN

259420 17921-q22; HepeaKo BO BpeMsl poAoB, nMporpeccupyowas gedopmauus
COL1A2, ckeneta, 'MC, HecoBepLUeHHbIN AEHTUHOreHe3, HopMalbHble
7q922.1 CKepbl U cnyx

1V, AL COL1A1. Penkve nepenombl, MeanieHHO nNporpeccupytowme gedopmaumm

166220 17921-q22 KOCTeW, HopMasbHble CKIepbl N CyX

Tun A — 6e3 He3aBepLIEeHHOro AeHTUHOreHesa
Tvn B — c 3aBepLIEHHbIM JEHTUHOMEHE30M

V, AL IFITM, 11p15.5, nHTep- YacTble nepenombl ASIMHHbLIX TPybyaTbIX KOCTEN, MO3BOHOYHUKA,

610967 (hepoH-MHAYLMPOBAHHbIN KOCTHble aedopMaunm, KanbundurkaTbl, OCTEONEHNS CKeneTa,
TpaHcMeMbpaHHbI 6enok-5 | HopManbHble CKepbl, OTCYTCTBME HapyLUeHWI AeHTUHOreHe3a

VI, AP SERPINF1, 17p13.3 cepnuH, |lepenomMbl, HauMHatowmecs oT 4 A0 18 MecsLeB XU3HU,

613982 WHMMBUTOP CEPUHOBbLIX paHHuEe KOCTHble AedopMaLnmn, KOMNPECCMOHHbIE NepesioMbl
npoTeas NO3BOHOYHMKA, OCTEOMNEHNS, HOpMabHble Ckepbl U 3y6bbl

VII, AP CRTAP, 3p22, Xps- BpoxaeHHble nepenombl, gedopMaLnm KOCTEN, pusoMenus,

610682, accounmpoBaHHbI 6enok, coxa vara, OCTeoneHusl, HaHn3M, rofnybble cknepsbl,

paHee aKkTueaTop nponun-3- HOpMasnbHble 3ybbl U CyX

610854 rmapokcunasel 1

VIII, AP LEPRE1, 1p34.2, nenpe- MpoMexyToyHas hopMa Mexay nepuHaTanbHO-/1eTaabHbIM

610915 KaH, aKkTMBaTop Nponua-3- Tnom II n TaxensiM Tunom III; nepenombl KocTen
rmapokcunassl 2 COYETalTCa C HOpManbHbIM LBETOM CKNep

IX, AP PPIB, 15922.31, nentnamn- Tsaxenble nepesioMbl AJIMHHbBIX TPybUaTbIX KOCTEN,

259440 nposnn nsomepasa B, OTCYTCTBME PU3OMESINM, HOPMasbHbIN LBET CKJlep
KonnareH-mMoAnduLmMpyoLwmin
6enok

X, AP SERPINH1, 11g13.5, MHOXeCTBEHHbIe NepenoMbl, Taxenble AedopMaumm

613848 MHIrM6UTOpP CepnuH 1 OCTEOMNeHUs CKeneTa, OTCYTCTBME KOHTPaKTyp CyCTaBOB,
nenTuaasbl, KonnareH- AEeHTUHOreHes, CKepbl — B HOpMe
cBsi3biBalOWMn 6enok,
KONIUIUH 2
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lMponomxeHne
Tun Tvn l'eH, nokanusauwms,
OMIM Hacne- nepBUYHbIN KnuHunueckune nposiBieHus
AoBaHUA | 6uoxmmuuecknin aecdexr
XI, AP FKBP10, 17q21.2, FK MHoOXeCTBeHHble nepenioMbl, Taxenble gedopMaunm CKeneTa,
610968 506-cBsA3bIBatOWmMin 6enok, HapyLlweHnsa AeHTUHOreHe3a, OTCYTCTBUE/HaNM4ne KOHTPaKTyp
y4yacTBYET B CMHTE3e
KonnareHa
XII AP SP7,12q13.13, Peunamsupytowme nepenombl KOCTEN, OTCYTCTBUE BbIPaXXEHHbIX
613849 TPaHCKPUMUNOHHBIN dakTop | AedopMauunii ckenerta, 3a4epXKka CpOKOB NpopesbiBaHus 3y60B,
ocTeobnacrtos 0CTEeOonopo3, AEHTUHOrEeHEe3, CNyX, LBET CKIep B HOpMe
XIII AP BMP1, 18p21.3, KOCTHbI 10-15 nepenoMoB ANIMHHbIX TpybyaTbiX KOCTEN B roA, Tsxesble
614856 MopdoreHeTnyeckmn 6enok | gepopmaumm ckeneta, HaHU3M, OCTEOMNMOpPO3, HOpMalbHble 3y6bl,
1, KOCTHO-XPSALLEBON TKaHU ronybble cknepbl
X1V, AP TMEM38B, 9q31.2 MHOXeCTBEHHbIe MepesioMbl Pas3fIMYHON CTEMEHUN TSXKECTH,
615066 TpaHcMeMbpaHHbIN 6enok BO3HMKaLMEe NpeHaTasibHO UM 40 6 NTeT, OCTEONEHUA CKeneTa,
38B OEHTUHOreHes, ckfepbl, CyX B HOpMe
XV, AP WNT1, 12q13.12 aktnBaTop |PaHHMe peumansupyolimne nepenomel, gedopmMaunm KocTen,
615220 ocTteobnactoB 0CTEONOpOo3, HaHU3M, CUHWE/HOPMasbHblE CKNEpPbI; AEHTUHOreHe3
W CNyX HE HapyLleHbl

JaHHble 0 psiae CMHOPOMOB MHOXECTBEHHbIX BPOXAEHHbIX MOPOKOB, CONPOBOXAAOLLMXCSA NepesioMaMu AJIMHHbIX
TpybyaTbIX KOCTEW, NpeacTaBneHsl B Tabnuvue 7.

Tabnnuya 7

CMHApOMI:I MHOXeCTBEHHbIX BPOXAOEeHHbIX MOPOKOB C nepesioMmamMmu KOCTen

CuHgpom, OMIM,
HacseqoBaHue

FeH, nokanusauus,
nepBUYHbINA
6uoxmMmmnueckui aedexr

KnunHuuyeckue nposiBnieHus

CuHgpom bpyka, Tmn 1,
259450; AP

FKBP10, 17921
nusnnruapokcunasa 2

CuHgpom bpyka-2, Tun 2,
609220; AP

PLOD2, 3q23-q24
Nn3nnruapokcmnasa 2

BpoxAeHHble KOHTpaKTypbl, MTEPUrUYMbl, NepenoMbl
B poAax WM C NMepBbIX MECSLEB XU3HU, TAXKenble
AedopMaunm KOHEeYHOCTEN, NPOrpeccupyoLmin
CKOJIN03, HaHU3M

HecoBepLueHHbIW ocTeoreHes
C cuHApoMoM Dnepca — [aHno,
166200; AQ

COL1A1, 17921-g22

ai-uenb KonnareHa 1-ro tmna
COL1A2, 7q22.1

dp-uenb KosareHa 1-ro tmna

MNepenomsbl, AedopMaunn KocTeln ckeneta,
'MC, runeppacTs>XMMOCTb U JIOMKOCTb KOXW

HecoBepLueHHbIV ocTeoreHes
BPOXZAEHHbIN, MUKpoLuedanus,

[edeKT He nsBecteH

BpoxaeHHble MHOXEeCTBEHHbIe NepenoMmbl

n pedopMaunn KocTern, Mmkpouedanus, pasMardeHme
KOCTeWn yepena, ABYCTOPOHHSAS KaTapakTa,
Mukpouedanus, CMHUE CKepbl

KaTapakTa,

259410; AP

HecoBepLueHHbIV ocTeoreHes TMEM16E,

C Heob6bIYHbIMU CKeNeTHbIMU TpaHcMeMbpaHHbIN
HapyLIeHUAMN, YentoCTHO- rMMKOMNPOTENH

AnadusapHas aucnnasus;
166260, ALl

Mepenombl ANMHHBIX TPyb4aTbIX KOCTEN,
ocTeoMnennTbl, Gnbpo3 1 Kanbundukaums
yentocren

CUHAPOM XPYMNKOCTH

KOCTeWn, KpaHMOCUMHOCTO3a,
ak3o0dTanbMa, ruapouedannm
M NMueBbIX AncMopdun,

[NedekT He n3BecTeH

MHOXeCcTBeHHble nepenombl, AedopMaummn KocTen,
3k30¢TanbM, opbuUTanbHbIN KPAaHMOCMHOCTO3,
rnapouedanms, YentoCcTHO-NnLeBble aucMopdun,
HOPManbHbIA UHTENNEKT

M'vnodocdaTasunsa, B3poCbIi

wenoyHas docdaTasa
Tmn, 146300; A

112240; AL

CnHAPOM OCTEONOopOo3- LRP5,1p36.12, peuentop OcTeonopo3, nepesioMbl, AedopMaLnm KOCTEN,
ncesgornvoma NIMNONPOTENHOB HU3KOM peTuHobnactoma, MbllweyHas cnaboctb, TMC,
259770; AP MJIOTHOCTU HaHU3M

M'mnodocdaTasus, CHMXXeHMe aKTMBHOCTYM LenoYHon docdaTtassbl,
rnepuHaTanbHbIN, AETCKUI ALPL, noBbilleHne docdasTaHona Mo4mM, OCTEONOPO3,
TUnbl, 241500; AP 1p36.12 nepenomsl, aedopmaummn KocTen

KOBEHUNbHbIN MANONATUYECKUN
octeonopo3 259750; AP

[edekT He n3BecTeH

OcTeonopos B AETCKOM WM MOAPOCTKOBOM BO3pacTe,
nepesioMbl KOCTEN, HOpMasibHbIE CKIIEPbI, CyX W 3y6bl

3.4. CuHapomM runepmMooOuLHOCTU CYCTaBOB

CVHOPOM rMNepMoBUIIbHOCTU CYCTaBOB (CMHOHUM: -
nepmobunbHbIn cnHapom, F'MC; cemeliHas cnabocTb CBA30K;
OMIM 147900; wndp MKB-10 — M 35.7). CycTtabl cuntatoT-
CSl rMNepMoBUIIbHLIMU, €CAIN OHU UMEIOT M3ObITOYHbLIN Ana-
Na3oH ABVXEHWI MO CPABHEHMWIO CO CPEeAHEeCTaTUCTUYECKON
HopMmoti [64]. OueHnBas TMC, yunTbIBalOT BO3PACT, NOA U 3T-
HMyeckoe npovcxoxaeHue nauneHTta. FTMC Hanbonee 4acto
BCTpevaeTcs y XeHwmuH 16-30 net n y myxynH 16-20 ner,
CHUXEHVE CTeneHn eé BbIpaXXeHHOCTM HabMoJaeTcs y MyX-
ymH k 20-30, a y xeHwmH — k 30-40 ropgam [7, 44, 48, 50]. Y
netein TMC B cpenHeM BcTpedaeTcs ¢ yactoton 10-25 % u

y Kaxzaoro BToporo pebeHka — B Bo3pacTte Ao 3 net. B noa-
pPOCTKOBOM BO3pacTe, B 3aBMCMMOCTM OT 06CnenyemMoro
KOHTUHIeHTa, NO AaHHbIM pa3Hbix aBTopoB, TMC BbisBnseTcs
C yactoTou oT 6,7 0o 39,6 % [7, 8, 12, 21, 42, 54, 55]. TMC
MOXET OblTb J1OKaSIM30BaHHON (NMOpaXeHne OQHOro Wan He-
CKOJIbKMX CYCTaBOB) MO0 reHepanM3oBaHHOW (OMarHoCcTupy-
€TCs Npy HannyYMm n36bITOYHON MOBUNBHOCTY B CcycTaBax > 4
rpynn). Mo reHe3y — npuobpeTeHHas UM HacneacTBeHHas!.
Mo OTCYTCTBUIO NN HANNYMIO apTPaNTruii — 4OH6POKAYECTBEH-
Hag TMC unu cuHgpom TMC (CTMC). CemeliHblin aHaMmHe3
CBUOETENbCTBYET, 4TO Hannyne «gobpokadyectseHHon FTMC»
B [ETCKOM BO3pacTe HepeaKko BPEMEHHOE COCTOSIHWE, Tak
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Kak ¢ BO3pacToM 0ObIYHO MOSIBASIETCS pa3Hoobpa3Has pe.-
mMartosiormyeckas cumnTomaTmka. MN3bbiTouHas NnoaBMXHOCTb
CYCTaBOB 00YC/I0BNIMBAETCS HE TOJIbKO CNaboCThbiO CYCTaBHOM
Kancynbl, CBA30K 1 Cyxoxmnumii. OHa MOXeT OblTb BTOPUYHOIA
13-3a MbILEYHON TMMOTOHUM PAa3INYHOIO reHesa, TSXEeNown
6EeNKOBO-3HEPreTMHECKON HEe0CTATOYHOCTU, HacenCTBEH-
HbIX 1 NPUOBPETEHHBIX METABONYECKNX HAPYLUEHWA U Op.
CnabocTb cyctaBa 0OYCNOBAMBAET €ro HeCTabuNIbHOCTb. Y
psifa nauyeHToB CyCTaBbl MOTYT ObITb F’MNepPMOBUIIbHBIMUI, HO
He cnabbiMK, 4TO SBASETCS GnaronpusTHBIM GakTopoM npu
NPOrHO31MpoBaHMN GOPMMPOBaHMS BbIBUXOB U MOABbLIBMXOB.
CIMC gmarHocTupytoT Npu cOYETaHMM MPU3HAKOB CyCTaBHOM
rMnepMoBuiIbHOCTU C KMHWUYECKOW CUMMMTOMATUKON (ap-
Tpanruu, BbIBMXM 1 NOABLIBUXM CYCTaBOB 1 Ap.). B HacTosiLiee
Bpemss CTMC paccmaTpurBaeTcs Kak HaCneACTBEHHOE Cu-
cTemMHoe HeBocnanutensHoe 3abonesaHue CT. [ns noHuma-
HWS B3anMooTHoLeHuin mexay TMC n CTMC mMoxHO npuse-
ctu dopmyny R. Grahame [54]: TMC+cumntomaTtnka=CIrMC.
IOunarnoctuka 'MC y B3pOCbIX 1 NOAPOCTKOB OCYLLECTBNAET-
¢ ¢ nomMoLLbto 9-6annsHol wkanbl P. Beighton [45] (Tabn. 8).
Mpwv aTom 1 Gann gaeTcs 3a Kaxaplil aHaIM3npyembIii CycTas,
3aTeM Bce Gannbl CyMMUPYIOT, NnoJiydas obwuii nokasartesb
'MC. Y B3pocnbix nokasaTens B 0—2 6anna o3HavaeT Gpuano-
JIOrMYECKUiA BapnaHT HOPMbI, 3—5 6annoB pacLeHMBAETCS Kak
ymMepeHHasi, a 6-9 6annos — BeipaxeHHas TMC.

Tabnvua 8

BannbHas oueHka guarHoctuku rMC
no P. Beighton (1998)

pybuoB, CTpuin, MapdaHonaHas BHELUHOCTb, OCTEOMNeHNs
n ap. NpuobpeteHHaa TMC dopmMupyeTcs C MOMOLLbIO
CreumasnbHbIX YMPaXHEHUA HA PACTSXKY, MO3BOSIOLLMX
3HAYUTENBbHO YBENMYUTbL OObEM [BWXEHWI B CycTaBax.
BanetHbIM TaHuOpaMm, KOTOpble He ob6najatoT Hacnen-
CTBEHHOW rMNEpPPaCTXXUMOCTbIO CBS30K, MNPUXOANTCS
pasBuBaTh €€ NyTEM ANIUTENbHBIX TPEHNPOBOK. [pu 3TOM
N3Ha4yasnbHO HEM3MEHEHHbIE OKOMOCYCTaBHblE TKaHW 3a-
LWMLIA0T UX OT Tpaem [60].

HacnepcteeHHblin CTMC obycnosneH mytaumsiMu npu-
MepHO B 30 pasnnyHbIX reHax 1, kak npaBuio, HOCUT CeMeit-
HbI XapakTep. JuarHoctnyieckume kputepum cuigpoma FrMC
y B3pOCSbIX M NOAPOCTKOB [54] npefcTaBneHsl B Tabnuue 9.

Tabnvua 9
AnarHoctuka CTMC
(kputepun Brighton — Grahame, 2000)

Bonbwune Manblie kputepum
KpUuTepumn
[MokasaTtenb Mokasatenb benTtoHa 1, 2 unun
BeritoHa 4/9 3/9 (0, 1, 2 nnun 3, npu Bo3pacTte
WU Bbllwe naumeHta 50 net n 6onee)*
(kak B MOMEHT ApTtpanrua (> 3 mec.) B 1-3
obcnenoBaHus, cyctaBax unm 6onb B cnunHe (>3
Tak n B Mec.), cnoHaunes/cnoHannonucres*
npownom)* CMmelleHne/noaBbIBUX > O4HOMO

ApTpanrusa 4 nnam
6onee cycrtaBoB
>3 Mmec.*

CycTaBa WM O4HOro cycrasa C
HEOAHOKPaTHbIM NMOBTOPEHNEM
BocnaneHune mMarkmx
OKOJI0CYCTaBHbIX TKaHewn, 3 uim
6onee noBpexaeHus (3AMUKOHAUNUT,

B nepmatpryeckor npakTuke OTCYTCTBYIOT OOLLENPUHS-
Tbl€ HOPMbI MOABVMXHOCTN CYCTaBOB, HTO BO MHOMOM CBSI3aHO
C M3MEHYMBOCTbIO 3TOr0 NnokasaTtessi B pa3inyHbie nepuoapl
pocTta pebeHka. B cBs3M C ykasaHHbIM, MPU OUArHOCTUKE
'MC y peten pononHUTENbHO K kputepuam P. Beighton ue-
necoobpa3Ho MCMNoJb30BaTh AOMONHUTENBHO ewe 4 aua-
rHOCTMYeCKMxX Tecta: 1) rmnepnopaos NOSICHUYHOro oTaena
NMO3BOHOYHMKA B MOJIOXKEHWUM CTOS C paccnabneHem MblLLL,
Hepeako coyeTatowmincs ¢ hallux valgus n genu recurvatum;
2) n36bITO4HAS MOOWUNBLHOCTL LUEVHOrO OTAEena MO3BOHOY-
HMKa (HakJoHbl B CTOPOHY > 90°); 3) naccuBHOE nepepas-
rnbaHve natocHedanaHroBblx cyctaBoB (> 90°); 4) kacaHue
CTOMOW HapyXHOW MOBEPXHOCTN Genpa npu crmbaHum Ko-
NIEHHOro cyctasa. Kaxabli U3 NepeyvncneHHbiX KpUtepues
MOXeT 106aBuTb eLle nNo ogHomy 6anny k wkane P. Beighton.
Mpn 3TOM CyMMapHbI UTOI MakCcUmMmasnbHO cocTaBuT 13 6an-
noB. MnHumanesHas cymma ans yctaHosneHus TMC y geten
npv MCMNONb30BaHMM OOMNOMHUTENbHLIX KpUTepues — 6 Gan-
NOB, NpY HanMuum 7-9 6annoB ANArHOCTUPYETCS BbIPAXEH-
Has, a 10 n 6onee 6annoB — pe3ko BeipaxkeHHas MC [8, 21].
ApTpanrum aBASIOTCS TUMUYHBIM KITMHUYECKMM MPOSIBIEHN -
em cuHgpoma 'MC BO BCex BO3pACTHbIX Fpynnax, OAHAKO B
Bo3pacte 16-20 neT vawle HabnwogalTCs nonvapTpanrum
nnu nokanbHas 605b B runepMo0OuibHbIX cycTaBax [21, 25].

Mpn CIMC Hepenko HabnoopaloTCsa rmMneppacTsxXu-
MOCTb KOXMW, CKJIOHHOCTb K 00pa3oBaHUIO KeNOUAHbIX
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MakcumanbHas TEH/OCMHOBUT, 6YpCHT)
MpusHak OLléHka MapdaHonaHas BHELWHOCTb
B 6annax AHOMasIMM KOXMW: CTpUM,
MaccumBHOe pasrnbaHne MmMsanHUA 2 rMneppacTsaXuUMOCTb, TOHKasA Koxa,
Knuctm > 90° o6pa3OBaHMg py6uoB no Tuny
MaccuBHOe npuxaTne 60/blWoro 2 ﬁl‘lal'IVIpOCHOVI» Gymarn
NafbUa KACTH K BHYTPEHHEI pPU3HaKM, CBA3AHHbIE C OpraHamMm
CTOpOHE Npeanneybs 3PEHUsI: SMUKAHT WK MUOMUS, NN
@HTUMOHIO/IOMAHbBIN pa3pes rnas

MepepasrnbaHue B TOKTEBOM 2 BapuKo3Hble BEHbl UK Tpbixa, Uin
cycrase > 10° BbINageHne MaTku/npsaMoin KULWKM
MepepasrmbaHune B KONEHHOM 2 CoueTaHne 60nbWINX U MasblX KPUTEPUEB, OTMEYEHHbIX
cycrase > 10° 3BE3/104KOI (*), COOTBETCTBEHHO B3aVMOUCKIIIOHAETCS.
MepeaHuii HAKNOH TyJI0BULLA 1
C KacaHueM nafoHaMu nona CuHgpom TMC gmarHOCTMPYIOT ApY Hanuymm AOBYX
npu NpsAMbIX HOrax 60JIbLLMX KPUTEPUEB NNBO 0OAHOI0 60JLLLIONO M ABYX MasblX

KPUTEPUEB, UM YEeTbIPEX MalbiXx KpUTepues. [1Ba manbix
KpUTEPUSI OCTATOUHbI, ECNN UMEETCSA BIN3KNIA POACTBEH-
HUK, CTpajaloWwmii AaHHbIM 3abonesaHvemM. CuHAPOM
FMC wnckmodatoT npu Hanndnm CM nnmn C3/, HbIX TUNOB,
kpome C3/1 runepmobunbHoro tuna (paHee — C34 1ll), B
COOTBETCTBMM C ONpPeneneHns Mn, npeayCMOTPEHHbIMU
lentckmmn [49] n BunnbdpaHwickummn [46] kputepusmu.
JunarHo3 npaBomMoyeH Tonbko npu BoiseneHun FMC B co-
yeTaHun C apTpanrnusMm 1 npu obs3atesibHOM UCKIoYe-
Hun apyrux HHCT, conpoBoXaatoLwmxcs n30bITO4YHOW noa-
BUXHOCTbIO CyCTaBOoB (CM. MpunoxeHune 5).

3.5. MASS-cuHgpom

MASS-cunHapom (cuH. MASS-deHotun, OMIM:604308) —
aKkpoHUM, roe nepBas OykBa 0003Ha4yaeT JaTUHCKYIO
TPAHCKPUMNUMIO KITMHWUYECKUX MPOSIBEHNA CUMMTOMOB,
BXOASLLMX B A@HHbI CUHAPOM: paHHAas muonua (Myopia)/
MMK (Mitral valve prolapse), pacwunpenue aopTbl (Aotic
dilatation), nameneHnus koxu (Skin) — cTpun, NCTOHYEHNE
n ckeneta (Skeleton) — nonMxocTeHOMENUs, apaxHOA4AK-
Tnnus, nedopmMaums rpyaHon knetkm n ap. 3abonesa-
HMe xapakTepusyeTcs KINHUYECKMM NMOAUMOPPUIMOM U
deHoTunuyeckn cxoxe ¢ CM ¢ HenonHbIM HaBopoM KNn-
Hn4eckmx nposineHun. CornacHo eHTCKUM Kputepusam
anarHo3 «MASS-cuHapoma» npaBoMoyeH y vy, > 20 net
C npuaHakamun muonun n/mnu NMK B coyeTaHum ¢ norpa-
HUYHBIM PACLUMPEHMEM KOPHS a0PThl (Z-KPpUTEPUIA OKONO
2), HaNNYMEM MMHUMYM OLHOrO CKEeNIeTHOro npuaHaka u
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npu3HakoB CBCT (=5). Mo nutepaTypHbiM AaHHbIM [52],
OVNarHoCTMYECKN 3HAYMMOE pacLUMpPeHne aopTbl MOXeT
nposiBUTLCS B 6osiee No3gHEM BO3PACTe, HTO ANKTYET Lie-
necoobpas3HOCTb AMHAMNYeckoro HabnlaeHns 3a nauy-
eHTamu ¢ MASS-deHoTUnom.

3.6. CemeliHbiVi cuHapomMm Mmap$aHOUAHOV BHELl -
HOCTU

CeMeliHbIi cuHapoM MapdaHOMaHOM BHELHOCTH (CU-
HOHUM Loeys — Dietz syndrome, Type 2B; OMIM:610380,
paHee CM tun 2, OMIM:154705) gnarHoctmpyeTtcsa no
kputepmam Malfait F. et al. [64]. AnarHo3 npaBOMOYeEH
Mpy HAIMYUM MPU3HAKOB BOBJIEYEHUST KOCTHOM CUCTEMBI,
OTCYTCTBUWN KJIMHUYECKN 3HAYMMbIX MPOSIBAIEHUIM NaTo-
NOrnmn 3puUTENIbHOrO annapara, CepAeyHO-COCYANCTON 1
ObIXaTenbHOM CUCTEM.

KocTHaa cuctema cymTaeTcs BOBJSIEHEHHOW, €CNM Bbl-
ABNSIOTCA: HE MeHee ABYX 60SbLUMX NMPU3HAKOB WU OAMH
6onbLIOl 1 2 Manbix nNpu3Haka. BoBneyeHne KOCTHOM cu-
CTEMbl NMPABOMOYHO MPWU HanMymMm 4 MasbiX MPU3HAKOB,
XapaKkTepuayioLmx [onmxocteHomenmto. OCHOBHbIMK de-
HOTUMUYECKMMN MPOSIBAEHUSIMW  CEMENHOr0  CUHAPOMA
MapdaHOMAHON BHELIHOCTU SIBASIOTCS: apaxHOAAKTUAMS,
CKONIMO3, BOPOHKOOOpasHas/kuneBugHas aedopmaums
rPYAHON KNETKN U OONIMXOCTEHOMENMS. 3HAYUTENbHYIO NO-
MOLLb B MOCTAHOBKE AMarHo3a OkasblBaeT CeMelrHbIN aHam-
He3, BbIBASIOLMIA aHANOrM4Hble U3MEHEHUSI CO CTOPOHBI
KOCTHOWM CUCTEMbl Y POACTBEHHUKOB npobaHma. Audde-
peHumanbHas guarHoctmka nposoautca ¢ gpyrumu HHCT
¢ mapdaHouaHbIM GeHoTUMoM (cM. Tabn. 3 u Mpunoxexwe 4).

3.7. Mponanc MUTpanbHOro KianaHa

Mponanc mutpanbHoro knanana (MMK, wudp no
MKB-10 — 134.1) gpnarHoCcTUpyoT Npu BelOyxaHUM OQHOM
n/mnn 06enx CTBOPOK MUTPASIbHOrO KiarnaHa B MosiocTb
NIeBOro npeacepans y B3pochblxX (> 2 MM), a y geten —

> 5 MM Hag, YPOBHEM MUTPaIbHOIO KOJibLia MO rOPU30H-
TasbHOM OCK B MapacTepHanbHOW NO3ULMN NPU HANMYUK
WM OTCYTCTBUM MUKCOMATO3HOW [AereHepaumm CTBO-
POK nnu mutpansHon peryprutaunm [10, 11, 14, 15, 27,
28, 36, 40, 47]. NonobHas GopMynMpoBKa AonyckaeT
BKk/Ito4eHne B noHatme NMMK cambix pasHbiXx BapuaHTOB:
1) 6e306ugHbIn IxoKI-dbeHoMeH, BO3HUKAOLWNK n3-3a
M30bITOYHOM O/IMHbI CTBOPOK WUJIN UX BbICOKOM 3M1acTuy-
HOCTU Yy 1L, MOJIOAOr0 BO3pacTa 1 AeTein; 2) manas aHo-
manusa cepaua (MAC), conpoBoxaatowas pasnmyHbie no
reHesy 3abonesaHus CT; 3) MOHOreHHble BapuaHTbl NMIMK
(cemennbin MMK, OMIM:157700; mrukcomaTo3Hbin NMMK,
OMIM: 607829; 610840).

Tonbko nocne ucknodeHns HHCT u npuHaTtua pelde-
HUS O KIIMHUYECKM 3HAYUMOM TFE€HETUYECKN AETEPMUHU-
posaHHoM MK gnarHocTtupyetca «Cungpom MNMMK» nnn
«[lepBMYHbIN  MUKCOMATO3HbIM [IMK». Tpn oTcyTCTBUM
MPU3HAKOB MUKCOMaTo3HOW gereHepaunmn (ML) cTtBOpOK
HeobxoaMma amddepeHuManbHas AuarHocTuka mexay
cuHgpomom MMK un NMMK kak ogHot n3 MAC 1 BapraHToM
HOpMbl. OuarHoctuka cuHgpoma MK gomxHa OCHOBbI-
BaTbCS Ha KMHMYecknx n IxoKIlm gaHHbIx. CuHgpom NMMK —
310 coveTaHmne IAxoKI-npmnaHakorB nNponadbnpoBaHnsa cTBO-
POK/CTBOPKM C KJIMHUYECKMMU AAHHBbIMU (CUCTONYECKNIA
KUK N/VUAU CUCTONMYECKNIA LIYM, FTMNOTEH3US, OpTOCTa-
TMyeckass HeOCTaTOYHOCTb, BeretatMBHas ANCOHYHKLUS,
ApPUTMUYECKUI CUHAPOM, 3MeHeHus Ha IKT). Mpu ncknio-
yeHun cungpoma MNMMK BbibyxaHne CTBOPOK Haz, YPOBHEM
MUTPANbHOrO KOJbLA MOXET OblTb PaCLLEHEHO Kak OOUH 13
BapnaHToB MAC, 4nCnO KOTOPbIX TECHO KOPPENPYET C KO-
JINYECTBOM BbISIBASIEMbIX BHELWHUX npu3Hakos HHCT [14,
15, 36]. B psine cnyyaes BbiOyxaHne CTBOPOK Ha, YPOBHEM
MUTPasnbHOro kosbua 6e3 mutpansHoii peryprutauum (MP)
n M/l paccmaTtpmBaeTcs kak BapMaHT HOPMbl.

4. «MOWATOBbIE» AATOPUTMbI AUATHOCTUKU AUCTIAAIUU
COEAUHUTEABHOU TKAHU U AUCNTAACTUHECKUX PEHOTUNOB

WWndpp MKB-10 - Xlll knacc (60nesHn KOCTHO-Mbl-
we4yHon cuctemsl n CT).

OnarHoctuka ACT gofkHa HauynMHATbCH C UCKIOYEHUS
rEHeTMYEeCKOM MaTonorum, COonpoBOXAAKLLENCS BOBEYe-
Huem B natonorundeckuin npouecc CT. B HacTosiLee Bpems
13BecTHO 0kos10 300 HacneACTBEHHbLIX MOHOTrEHHBbIX 3a60ne-
BaHui CT, 00yCNOBNEHHbIX TEHETUYECKMMU AedDEKTAMUN CUH-
Tesa n/unmn pacnaga 6enkoB BHEKIETOYHOrO MaTpurkca nnbo
HapyweHnem mopdoreHesa CT. Kpome Toro, coeanHuTENb-
HOTKaHHbIE HapYyLUEHUS COMPOBOXAAIOT PAg, XPOMOCOMHbIX
3ab0neBaHniA, 00YCNOBMIEHHbIX YACIIOBbIMU U CTPYKTYPHbI-
MU aHoManusamu aytocom (6onesHb JayHa, CMHOPOM Tpu-
COMUM XPOMOCOMbI 8, CMHAPOM 9p- 1 Ap.) 1 NOMOBbIX XPO-
MocoM (cuHgpom KnanHbenstepa), MUKPOCTPYKTYPHbIE
nepecTporiku xpoMmocom (cuHgpom del(3)q(29); cuHapom
Nyiian — ®puHca, del(5)p (15.33) 1 ap.), psa MOHOrEHHBbIX
3aboneBaHnii, 00YCNOBMIEHHBIX HAapyLIeHNsSMU oBMeHa Be-
LLeCTB (FOMOLMCTUHYPUS, IN30COMHblE BONE3HN Hakomnne-
Hus) n ap. bBonee 50 reHeTuyeckmx 3aboneBaHUii camMoro
pPa3HOro reHesa CoOMpPoBOXAAKTCHA «MapdaHOMNOA0OHbIM»,
a okoso 100 - «anepconofobHbIM» deHoTunom. Mpu nogo-
3pennmn Ha HHCT uenecoobpasHa KoHCybTaums cnewmanm-
cTa B 001aCTU KIIMHNYECKOM FEHETUKN.

MokazaHusa Ong HanpaBneHUs Ha KOHCYMbTALMIO K
Bpayy-reHeTuKy:

1) nopo3peHune Ha HHCT;

2) cemerHoe HakonneHne npusHakos OCT;

3) coyeTaHMe COeANHUTENbHOTKAHHOW MaTonornm ¢
NMCUXOHEBPOIOrMYECKMMU, KOTHUTUBHLIMU, MOBEAEHYE-

CKMMW HapyLUEHNAMWN, MHOXECTBEHHbIMU BPOXAEHHbBIMU
nopokKamu; NONOPraHHbIMU U MOJINCUCTEMHBLIMU Hapy-
LIEeHNAMU;

4) Hannuue y 6onbHoro ¢ HHCT vnu ACT > 6 MAP, He
CBsI3aHHbIX ¢ naTtonorunen CT;

5) MeamMKo-reHeTU4eckoe KOHCYNbTMPOBaHME 60/b-
HOrO N YN1EeHOB €ro CeMbM.

Llenb KoHCynbTaumnm — KBanmduumMpoBaHHbIN KITMHUKO-
reHeanorn4yecknii aHanus, CUHAPOMAaNbHas AMArHOCTMKA,
npoBefeHne HeOOXOANMbIX CneumnanbHbIX UCCNeaoBaHU
0N YTOYHEHUS OuarHo3a, MeOMKO-TeHETUYEeCKoe KOH-
CYNbTUPOBAHNE CEMbMU.

4.1. AnarHocTtuka [CT y netei

1) ncknovyeHne HHCT*;

2) KNVHUKO-MHCTPYMeHTanbHoe obcnenoBaHune. Bol-
ABNIEHME > 6 ManbIX BHELLHUX U/UNN BUCLEPabHbIX NPO-
aneHniin CBCT ¢ BoBneyeHnemM > 3 pasnnyHbiX OpPraHoB
13 pasHbIX CUCTEM™;

3) aHann3 poaocnoBHONM. YcTaHoBNeHNe dpakTa Hako-
NAeHNss NPU3HAKOB COEAMHUTENbHOTKAHHOM MaTosormm
B CEMbE™;

4) nabopatopHoe obcnenoBaHune. BoisBneHne 6mo-
XUMNYECKNX MapKEpPOB HapylleHua metabonmama
CT**.

PaHxnpoBaHHbIE MO 3HAYMMOCTM BHELUHME (1-11 9Tan
OMarHOCTUKKN) U BUCLLEPaNbHblE MPU3HaKK (2-11 aTan ouv-
arHocTukn) BoBnevyeHus CT y geTen, nonyyeHHble npu
obcnepoBaHun 1215 yenosek, nNpeacTaBfieHbl B Tabnu-
uax 10m 11.

MpumeyaHue: * — ob6a3aTeNbHbIA KPUTEPUIA, ** — XenaTesbHblii KpUTEepUii.
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Ta6bavuya 10
BannbHas oueHka BHELUHUX NPU3HAKOB CUCTEMHOIo
BOBJIEYEHUS COEANHUTEJIbHOW TKaHU y AeTen
(ckpyHUHr-anroputm, 1-v 3Tan AUarHOCTUKN)

Tabnnuya 11
BannbHas oueHka BUcLepasnbHbIX MPU3HAKOB
CUCTEMHOro BOBJIEYEHUS COeANHUTESIbHOM TKaHn
y AeTen (2-i aTan AMarHoCTUKM)

lMepBbIi 3Tan goMarHoOCTUKN NPOBOAUTCS B YCIIOBUAX
NnepBUYHON MeauKO-CaHUTapHOM nomMmoLwm getam. Mak-
cumarnbHoe 4Yucno (22,5 6anna) npuxoauTcs Ha naTo-
JNIOTUI0 KOCTHOW cucTembl. Hanbonee sHaynma onsa gua-
rHocTukn OCT y peten (3 6anna) — BArK. Mo 2,5 6anna
npuxoonutca Ha ponmxocteHomenuio n KAINK. PaBHoe
KONn4yecTBO (2 6anna) Noay4Ynnm aHoOManus npopesbl-
BaHuA 3yboB, ckonunos, kndos, N'MC un hallux valgus.
3Ha4YMMOCTb OCTasIbHbIX MPU3HAKOB oueHeHa oT 1 o 1,5
6annoB. Ha KOXHble NMPOSABNEHUS COEANHUTENbHOTKaH-
HOW naTtonornu npuwnock 12, a Ha MbllWeYyHble — 5 6an-
noB. B ycnoBusax AnarHoCTM4YeCcKoro LeHTpa, ctaumoHa-
pa nmbo cneunann3npoBaHHOro kabuHeTa/ueHTpa Ans
neten ¢ 3abonesaHuamu CT npoBoanTcs yrnybneHHoe
KJIMHNKO-WUHCTPYMeHTanbHoe obcnenoBaHue (2-i aTtan
ONArHOCTUKU) C LEeNbio BbIAB/IEHUSA BUCLEPasibHbIX NPO-
aneHunin ACT.
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LLlin
BHewHWe npusHaku I*I;Iukus?lla(’) Bannbi BucuepanbHeie npusHaku MKBd-):Il?b Bannbi
OcTeoneHunst Bblpa)xeHHas/ M81.0 2,5/2
KocTHO-CcycTaBHble YMEpEHHas
MMK (Bce tunbl) /apyrue MAC 134.1 2
BopoHkoobpa3Hasa aedopmaums M94.4 3,5 =
Fp)[/)AHOVI KJ'IF;TKI/I dop ! OBEHWNbHbBIN OCTEOXOHAPO3 M42.0 2
BepTebpobasunnsipHas G63.4 2
KnnesunHas nedopmauns Q67.7 2,5 HEeAO0CTaTOUYHOCTb
PYAHOM KNETKK Opyrve MAC Q24.8 1,5
[onuxocteHoMenus Q87.4 2,5 HecTabunbHOCTb LWENHOro oTAeNa G55.3 1,5
NO3BOHOYHMKA
Ckonuos M41.0 2 ManbdhopMaLms cocyLoB D18.0 1,5
Kndos M40.0 2 MaTonornsa opraHoB 3peHus H52 1,5
IMNepMobuIbHOCTb CyCTaBoB M35.7 2 ﬁéﬁ%ﬂéﬁ) qlz?:S;ﬂHomanmm passutua)  K82.8 1,3
Hallux valgus (nsTouHo- Q66.4 2 PaclinpeHmne KOpHs aopTbl 171.9 1
BasibIyCHas KOCOManocCTb) HedponTos n/vnm nTo3bl Apyrux N28.8 no 1
opraHoB
ApaxHoAaKTUNnA Q87.4 1,5 PedrtokcHasi 601e3Hb R21.0 1
[Opyras nedopmaums rpyaHoii Q67.8 1,5 ChnoHTaHHbIM NHEBMOTOPAKC J93.0 1
KNEeTKU MerakonoH n/uan 4oanMxocmrma K59.1 no 0,5
MakcumanbHoe konunyectso 6annos - 24
Mnockocronue Q66.5 1 [JnarHocTMyeckn 3HauymMMo BOBJIEYEHNE = 3 OpraHoB
dkToAaepManbHble (Koxa, 3y6bl) B PasHbIX CMCTEMAXxX
'MnepnurMeHTaumns Koxm L81.9 2 MakcumansHoe Konmy4ecTso 6anioB TOMbKO Npu GeHo-
HaA OCTUCTbIMM OTPOCTKaMM TUNNYECKOM ANarHoCTuke — 42, AMarHOCTUYECKN 3HAYUMBbI >
MO3BOHKOB 12 6annoB. MakcumasnbHoe KoM4ecTBo 6annoB TOMbLKO Npu
MoBbILIEHHAS PACTSKUMOCTb KOXMU L99.8 1,5 BUCLEPaNbHON AnarHoctuke — 24. narHocTnyeckn 3Hauu-
MO BOBJIeYEHME > 3 OpraHoB B pa3HbiX cuctemax. Makcu-
SKXMMO3bl, NETEXUM, HOCOBbIE D69.0 n0 1,51 \anbHoe cymmapHoe 4ncno 6anios — 66. OLeHKa CTeneHm
KPOBOTEHEHNA TsxkecTn ACT: ot 12 0o 20 — | (BapnaHT HopMbl), 0T 20 1o 30 —
KenouaHslie pybubl L91.0 1,5 Il, 6onee 30 6annos — Il cTeneHs.
ATpoduueckne CTpun 190.6 1,5 CnenyeT MNOMHWUTbL, 4YTO AOCTOBEPHOCTb  ANArHOCTMKM
OCT BO3MOXHA TOJSIbKO NMPW KOMMIEKCHON OLEHKE BHELLHNX
«HaTonTbIWW» Ha TblIbHOM L91.9 1,5 1 BUCLIepabHbIX NMPU3HAKOB, a MOJlydeHNEe OYeHb BbICOKMX
NOBEPXHOCTM CTON 6annoB TpebyeT A0NONHUTENbHOW BepudMKaumMm amarHosa
Buaymas BeHo3Has ceTb L80.0 1 Ansi nckniodermns HHCT.
4.2. OmnarHocTuka aucniaactu4eckmx GeHOTUNoB y
AHOManuu npopesbiBaHusi 3y6os K07.3 2 peTei
MbllEeYHble B TepaneBTMYeCKOW MpakTuke pekoMeHgoBaHo [28]
BblAENATb 6 AMCNNACTUHECKUX CUHAPOMOB U (PEHOTUMOB:
AnacTas npaMbIX MblWwL X1BOTA Q79.5 2 1) mapdaHononobHbiii deHoTvn; 2) MASS-noao6HbI heHo-
Fpbika MyrnoyHas K42.9 2 T1n; 3) norpaHnyHbIA nponanc (Npornd) MUTPaNbHOMO Kna-
naHa; 4) anepcononobHsbi peHoTnn; 5) 1o6poka4yeCcTBEHHaAs
[Pbixa NaxoBasi/MOWOHOUHAS K40.9 2 FMC (IIFMC) 1 6) Heknaccubuumpyemsiii dpeHoTvn (HKD).
MbllWweyHasa rmnoToHus G98.0 1,5 AHaToMO-dr3MONorMyeckne  0COBEHHOCTM  AETCKOro
] BO3pacTa: «Nepuoabl BbITATMBAHWS», COMYTCTBYOLLAA UM
MaKC:S::Hb;;ifggr;iigizSilngofz_ 42; Tpodonornyeckas HegOCTaTOYHOCTb M AONMXOCTEHOMENNS,
BblpaxeHHas guaunonorunyeckas F'MC, yomeutensHas Bapua-

6enbHOCTb GEeHOTUNA B NpoLLecce B3pocneHust pebeHka, Bbl-
paxeHHocTb CBCT, 061me CUHTPOMHbIX 1 KOMOPOUMAHBIX 3a-
601eBaHNIn NO3BONAIOT CUMUTATL, HTO KPUTEPUM ONATHOCTUKU
CUHAPOMOB 1 DEHOTUMOB, PEKOMEHAOBAHHbLIE AJ19 B3POC-
NbIX, HE NpMeMneMbl 4na negmatpuyeckon npaktnkun. ACT B
[EeTCKOM BO3pacTe NpPosiBASEeTCS NPEeMYLLECTBEHHO TPeMS
OCHOBHbIMY (peHoTUNamMKn: MapdaHonoa06HbIM, 351epCcomno-
[OBHBIM 1 HEKNACCUPUUMPOBAHHLIM, YTO ClIeAyeT oTpaxarb
B dopmynnposke amnarHosa. KognposaHue ¢hbeHOTUNOB cre-
OyeT NpoBOAUTL C y4ETOM COBOKYNHOCTU kogoB MKB-10.
MapgaHononobHbIi peHoTHn AMarHocTUPYOT Mocne
nckntoyveHns HHCT ¢ mapdaHonaHbIM GEeHOTUNOM NpPU Bbl-
AaBfieHMn norpaHn4Horo PKA ¢ yieToM BO3pPaCcTHON HOPMBbI
Z-xputepus (Z po 3,0 ong nuu < 20 net), mmonun < 3D n
KOCTHBbIX Npu3HakoB CBCT (4-6 6annos.).
SnepconoaobHbIVi EeHOTUN ANArHOCTUPYIOT Mocne
ncknodeHnsa C34 n HHCT ¢ anepconogo6HbiM deHo-
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TUMNOM, BbISBIEHUS > 2 ManbiX NPU3HAKOB BOBEYEHUS
KOXW, B COYETAHUN C MasibiIMW MPOSIBNIEHNSIMW BOB/eYe-
HUS MbILLL, CYCTaBOB, COCYAOB.

lMepeyeHb OMarHoCTUYECKN 3HAYMMbIX «MablX Npu-
3HaKOB» AJ1 ANArHOCTUKK anepcononobHoro peHoTuna
npencTaBfiEH HUXE:!

e rnagkas, bapxartucrasi Koxa;

® TEeHAEHUMS K MOBbLILEHHOW PaCTIXMMOCTU KOXU
(mo 2,0 cm);

® KenongHble pyobunkn, atpoduyeckme CTpuu;

® 5KXMMO3bl/NETEXMN/HOCOBbLIE KDOBOTEHYEHUS;

® MbiLLeYHas TMNOTOHUS/IPbIXXU/NTO3bl OPraHoOB;

® r1MNepMobuIbHOCTb, BbIBMXW, MOABLIBUXW CycTa-
BOB, MJIOCKOCTOMNWE, KOCONAMNOCTb, ANCHYHKLNSA BUCOY-
HO-HWXXHEYEsIOCTHOrO CYyCTaBa;

® BApPMKO3HblE pPACLUMPEHMNSA BEH B MOAPOCTKOBOM
BO3pacTe;

® OTArOLLEHHbI CEMENHbIN aHAMHES.

HeknaccnpuumpoBaHHbIi GEHOTUM JUAarHOCTUPYIOT
nocne ncknoveHns HHCT, mapgpaHomnaHoro n anepcono-
no6Horo deHotmnos npu ACT.

CnepnyeTt NOMHUTb, 4TO Bepudunkaumsa ¢erHotuna ACT
y OeTen TpebyeT TWaTeNbHOro AMHAMUYECKOro KIIMHUN-
KO-UHCTPYMEHTasIbHOro HabloAeHMs, aHanmsa cemeni-
HOro aHamHe3sa, nabopaTopHoro obcnenoBaHUs, a npu
HaNM4YUM NOKa3aHWn M BO3MOXHOCTEN — MNpPOBeAEeHUs
MOEKYNSIPHO-FEHETUYECKOr0 NCCNeN0BaHMS.

4.3. BaxHble gnsa negnatpa HegmarHoctu4yeckme
3aK/IOYEeHUs U anNropuTMbl UX AUArHOCTUKU

1) MNoBbILWEHHbIV NOPOr ANCNNACTUYECKON CTUrMaTu-
3aunmm

AJIropyTM ANarHOCTUKN:

® BbisiBNIEHVE 3—5 BHELLHMX MaJibIX KOCTHbIX, KOXHbIX,
MbILLEYHbIX U CYCTaBHbIX MPU3HaKoB BoBneveHus CT;

® e[IHNYHbIE Masible BHYTPEHHME MPU3HAKN BOBME-
yeHusa CT;

e cemMeliHoe HakonneHve nposisneHunin ACT.

2) TloBbllWeHHAs!, NPEUMYLLECTBEHHO BUCLIEpPabHas,
aucnnacTuyeckas cturmaTmsaumns

Anroputm ANarHOCTUKN:

e BhisiBNneHne > 3 MAC (yanMHeHue CTBOPOK MUTPasb-
Horo knanaHa, NMMK 6e3 Nnpn3HakoB MUTPaNbHON peryp-
rmTaumMm 1 MMKCOMaTo3a) U/Unv COeANHNTENbHOTKAHHO-
ro kapkaca gpyrux BHyTPEHHWUX OPraHoB (BUCLLEPONTO3,
pedniokcHas 60n1e3Hb, AUBEPTUKY/bI NULWEBOAA, O0M-
XOCUIrMa, anvikasnbHble Oysbl, CMOHTAHHbIN MHEBMOTO-
pakc, mmonusa (= 3D), remopparn4eckmin CMHOPOM, Ba-
pukouene n gap.);

® HAMYME eOMHUNYHBIX MasbIX BHELLUHMX MNPU3HAKOB BO-
Bneyenus CT.

3) OobpokayecTBeHHas TMC

AnroputM ANarHOCTUKN:

e BoisieneHne FMC npu oTcyTCcTBMM GONEBOrO CUHAPOMA;

e nobpokayecTBeHHoe TedeHne TMC B ceMbe;

® OTCYTCTBME ONOXMMMUYECKUX MPU3HAKOB HAapPYLLEHWS
o6meHa CT.

AunarHocTtuka cuHapoma pobpokavyectBeHHon TMC
B [ETCKOM BO3pPACTE OCJIOXHSAETCA Hanuinem ©dusno-
nornyeckon NMC, BbipaxeHHbIMU nposisneHnsamu CBCT
(> 6 6annoB) U TPYOHOCTAMU B BbIBEHUN GONEBOro
cuHgpoma. Kpome T1oro, TuwartenbHbli aHaMHES, OCMOTP
n obcrnenoBaHne POACTBEHHUMKOB pebeHka Mo ToW Xe
LMarHoCTMYeCcKoM nporpaMmMe CBUAETENbCTBYIOT O OO-
CTATOYHO HEpPenKoWn C BO3PACTOM TpaHchopmMaLmmn Tak
Has3blBaeMon «gobpokadecTBeHHOW TMC» B TUMMYHbLIN
«cuHgpom MC», conpoBOXAAOLWLMACA apTpanrusMm u
npuaHakamu CBCT, 4yto TpebyeT nepecMmoTpa nepBoHa-
YanbHOM TPaKTOBKM anarHosa [20].

5. TAKTUKA BEAEHUS U AEMEHUSI AETEN .
C 3ABOAEBAHUAMU COEAUHUTEABHOU TKAHU

5.1. O6Gwume noaxonbl

JleyeHne pgeTten ¢ CoeanNHUTENbHOTKaHHOM NaTtonorm-
el npeacTasnsieT coboi CNOoXHY 1 Mano paspaboTaH-
HYIO 3a4a4y. OTUONOrMYEeCKOe fIeYeHne OTCYTCTBYET, ne-
4eOHble KypCbl MAaTOreHeTUYECKOM Tepanun, kak Npasuio,
[OCTaTO4YHO OJINTeNbHbI, a 3ddEKT — Aaneko HeObICTPbIN.
MoaToMy 06bLEKTUBHO OLEHUTb 3D dEKTUBHOCTL Tepanum
C MOMOLLbIO ABOWHOro cnenoro nnauebo-KoHTponmpye-
MOr0o MCCNeaoBaHUs C MCMNONb30BaHMEM MeETa-aHannsa
Ha CerogHsl He NpeacTaBnsieTcsa BOSMOXHbIM. Huxe n3-
JNIOXXEHbl OCHOBHbIE MPUHLUMMbI TEpannu, OCHOBAHHbIE Ha
KJIMHWYECKOM OMbITE CNEeuManncToB pasHoro npodwns,
MO3BONSIOLLME YAYYLLNTb KA4ECTBO XN3HW NALNEHTOB.

OddekTnBHOCTL BepeHus neteir ¢ HHCT u AOCT BO
MHOIOM OnpenenseTcy Ux paHHen OMarHoCTUKOM, YTO No-
3BOJIUT HayaTb CBOEBPEMEHHYIO NPOPUIAKTUKY Pa3BUTUSA
BO3MOXHbIX OCJIOXXHEHUA U 3aMeannTb NPOrpeaneHTHOCTb
TEYEHNs OAHHOM naTonornn. 3asorom ycrnexa siBnsercs
NPEEMCTBEHHOCTb BEAEHNS NaLMEHTa Ha BCEX 3Tanax: aky-
Luep-rmHeKonor — HEOHaToNOr — NeanaTp — TepanesT.

BaXkHbIM MOMEHTOM SIBASIETCA MYNIbTUANCLNMINHAP-
HblA MOAX0A4: CBOEBPEMEHHAs MOMOLLb CMNeumanncToB
(kapguonor, ogpTanbMONOr, opTonen, raCTPO3HTEPOIOr,
HEBPOJION, remMaTosior, SHAOKPUHOMNOr M Bpayu Apyrux
crneunanbHoCcTen), paboTallWwmx eouHoOn KomMaHoon u
3Hatowmx npobnemy ACT.

Heobxoguma paspaboTka WHAMBUAYASIbBHOIO KOM-
NAEeKCHOro Noaxoaa K kaxaoMy pebeHKy ¢ y4eTOM BbIsIB-
NIEHHbIX KJIMHUKO-UHCTPYMEHTalbHbIX U nabopaTopHbIX
HapyLeHnin. BaxHo [o6GUTbCS aKTMBHOrO yyacTus ca-
MOro nauueHTa u ceMbu pebeHka B NpoLLecce feyeHuns

M MOJSIHOrO MOHMMAaHWUS OCHOBHOIO NI0O3yHra BeOeHUs:
ONCMNA3SNA COEAUHUTENBHOM TKAHW — 3TO OB-
PA3 XN3HW! (MpunoxeHue 6).

B npouecce 06weHns ¢ naunmeHToM 1 ero poanTens-
MW PEKOMEHAYETCS AaTh CNeayoLLyio MHGopMaLmio:

e Yem otnmnyatotcs HHCT n ACT v kakme n3MeHeHns B
COEANHUTENBHON TKaHW NPU 3TOM NPOUCXOZAT?

e Kakne npusHaku JaHHOW NaTosiornm ecTb y pebeHka?

e Kakune CyLeCTBYIOT METOAbI NeveHnsa?

e Kakve oencTBms OTHOCATCS K HE3A0POBOMY 06pasy
XU3HU N 4TO BO3MOXHO UCNPaBUTbL?

e YTO [AlOT CMOPTUBHbIE TPEHMPOBKU U HACKOMBbKO
OHW 6e3onacHbI?

e Kak npoBecTn NpodunakTnky CycTaBHbIXx Gonen un
6onei B crnvHe, BApPUKO3HOW GONIE€3HU, FreMOppPost, Mio-
ckocTonus, ckonuosa?

o KakoBbl CUMMTOMbI OCIOXHEHUI CO CTOPOHbI Cepa-
La, KPYMHbIX COCYyA0B, raga, nerkmx?

e Kakune nccnenoBaHus 1 ¢ Kakol 4HacToTOM Heobxo-
OVMO NMPOBOAMTL B LEenax NPOGUNakTUKN OCIIOXHEHNA?

e KakoBbl orpaHnyeHusi B npodeccuoHansHoM Beibope?

Mpn HeobxoANMMOCTK crienyeT OCTaHOBUTBLCS Ha BO-
npocax 6paka 1 ceMbu, NPUrOAHOCTU K CNyx6e B apmMun
n ap. JocTtaTtoyHble 3HaHUs 0 3abonieBaHUM MOryT Mo-
MouYb NauueHTy 6e3 cTpaxa cMoTpeTb B Oyayuiee. Heob-
X0OMMo chopmMmMpoBaThb Yy NOAPOCTKA N ero poauTenen
MOTUBALMIO K USBMEHEHMNIO HE3A0POBLIX MPUBbLIYEK U MO-
KasaTb BaXXHOCTb BbIMOJIHEHUS pEKOMEeHOAUNN N Ha3Ha-
yeHui Bpava. Tepanusa nauyenTta ¢ HHCT v ACT monxHa
HA4YMHATBCS C KOPPEKLMN pexmnmMa OHS, 3PUTESbHbIX U
dU3MYECKNX HArpy30K.
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Pexum paHsa. Tpyn OTCYTCTBUN 3HAYUTESbHBIX (QYHK-
LMOHaNbHbIX HAPYLUEHWA JeTSM nokasaH 06LLMIA pexnM ¢
npaBwuibHLIM YepeaoBaHnem Tpyaa v otabixa. Heobxoam-
MO OrpaHNyYNTb BPEMS NONB30BAHUSA NEPCOHANILHOIO KOM-
nbloTEpPa, NPOCMOTPA TENEBU3UOHHbLIX MPOrpamMm, npo-
CNYLUMBAHUSA MY3bIK1, BUOEODUIBMOB C UCMOSIb30BAHNEM
HayLHMKOB. LlenecoobpasHo yBeNMYNTb BPEMSI HOYHOIO
CHa (He meHee 9 yacoB), Npy HEOOXOAMMOCTN UCMONb30-
BaTb OOMOJIHUTENbHbIN OHEBHOM OTAbIX. BaxHO Hanaantb
[031poBaHMe PpU3NYECKNX HArpPy30K 1 KOHTPOSb 3a Tpe-
HUPOBOYHBLIM PEXMMOM B CMoOpTUBHON cekuun [9, 19].
Komnnekc ynpaxHeHunin aspobHOro Tnna afis exxeqHEBHOMN
YTPEHHEN 3apsaaku npeactasneH B MNpunoxeHunn 7.

ABurartenbHas akTuBHOCTb. Heo6xoMMO NpPaBusibHO
BbIOpaTh B, ABUraTeNbHON akTMBHOCTM, afAeKBaTHYIO Ha-
rpy3Ky, TeMn TPEHNPOBKK. B naeane ¢ kaxapiM naLumMeHToM
[oNxeH paboTtatb knHe3oTepaneBT. MOXHO 3aHMMaTbCS
npakTnyeckn NobbIM BUOOM CropTa, co3faBas onpene-
JIEHHbIE YCNOBUS OJ151 KAXA0ro ciny4as MHONBMAOYyanbHO.

CrnioptuBHblie Harpy3ku. [lpegnoyteHve cnepyert OT-
haBaTb AWMHaMMYEeCKMM Harpy3kam (nnaeBaHue, xonb6a,
NPOryfIoYHbIE NbIXKW, Benocuned, 6aaMUHTOH, yuly). Heue-
nlecoobpasHbl: rpynmnoBblie UFPOBbLIE BUABI CNOPTA, CBA3aH-
Hble C 60NbLLON BEPOSTHOCTbIO TPABM, NPOdECCOHANbHbIE
3aHATUS MY3bIKON, 0COBGEHHO dopTenMaHo (AInTenbHOe
CTaTUYECKOE HanpsixeHne), 6aneTom 1 TaHLaMu.

lMpoTyBONoOKa3aHkbl: TAXenasa atneTvka, CIpUHTEPCKne
Harpysku, naaBaHue C akBanaHroM, OAWBUHI, MPbDKKN B
BOAY M C NapaLlioTOM, FOPHbIE NIbKM, KOHHbIE BUAbI CNOPTA,
GyTO0N, XOKKEN, aCMMMETPUYHbIE DUINYECKME HArPY3KU
(Mrpa Ha ckpunke, HOLLEeHne TAXEeCTEN B OAHOM pyKe).

He pekomeHayoTcsi: CNOPTUBHbIE 3aHATUS, CBA3AHHbIE
C TOJIYKO0OpPa3HbLIM XapakTepoM ABUXEHWI (NpbixKK, 6a-
ckeTbon, 6opbba kapaTd, pPe3koe NMOJHATUE TAXECTel U
ap.). Bonpoc o 3aHaTusax Gpruan4eckon KynsTypon peLuaeT-
CSl B KQXA0M KOHKPETHOM Cly4ae MHONBMAYaNbHO Nocne
OLEeHKM nokasatenern ¢uamnyeckon paboTocnocobHOCTH
M agantaumm K Gu3nYeckor Harpyske, aHanmaa KIvHWU-
YeCKOW KapTUHbI U CEMENHOro aHamHesa. K gucnnacTtu-
KO3aBUCUMbIM (akTOpamM pucKa pPasBUTUS OCIOXKHEHUNA,
paHHeN BHE3aMHOM CMEPTU OTHOCAT: BPOXAEHHbLIE MOPOKN
pa3uTtusi, MAC, My>XCKOW Mo, CEMENHbIE Cly4Yan paHHeN
W/ BHE3anHoOM CMepTU; HepaumoHanbHOe nuTaHve u/
WUy rmnoTpodus, HM3Kkasa puamyeckas akTMBHOCTb.

BbiCOKMI pUCK Pas3BUTUA OCJIOXHEHWI, paHHen/BHe-
3anHon cmepTtu xapaktepeH ang HHCT; nponancoB knana-
HOB cepAua C MUKCOMATO3HOW AereHepauuen (TonwmHa
CTBOPOK > 3 MM) n/vnu peryprutaumeii Il ctenexnu n 6onee;
pacLUMpeHnst KOpHS aopThl, CMHYyca BanbcasnbBbl, YCTbs Ne-
rOYHOW apTePUN; aHEBPU3MbI LiepebpasibHbIX COCYL0B, aop-
Tbl. OnacHbl HApyLLEHWS CEPAEHHOIO pUTMa (CUHAPOM cna-
60CTN CUHYCOBOrO Y3/a, Xenyao4ykoBas 3KCTPacUCTONuS,
YIANMHEHHbIN MHTepBan QT, cMHycoBas apuTMus); Topako-
AnadparmanbHoe cepaue (JT0XKHO-CTEHOTUYECKUIA, NCEBAO-
OMnaTauMoHHbIN BapuaHTbl, Iero4Hoe cepaue); OynneaHas
amdusema, TpaxeobpoHxoManaums; BapukosHas 60nesHb
BEH HIKHMX KOHEYHOCTEN, Manoro Ta3a C XPOHMYECKOW Be-
HO3HOW HepocTaToyHOCTLIO lI-1Il cTenenn [11, 29].

AunetoTtepanusa netam C COeAMHUTENIbHOTKAHHON na-
TONIOrMEN Ha3Ha4yaeTCs TONbKO MOcie NpeaBapuTenbHOro
o0cnenoBaHMsa y racTpoaHTeposiora n 0693aTenbHO B ne-
puoge 0THOCUTENBbHOM PEMUCCUN XPOHNYECKOM NaTonornm
XeNyA04YHO-KMLLIEYHOro TpakTa, Hepeako aCCOoLMMPOBaH-
HOW C CoeauHUTENIbHOTKaHHbIMK HapyleHnsamMu. Heobxo-
OUMO NpefocTaBnTb PacTyLLEMY OPraHn3My 4OCTaTOYHOE
KONMYECTBO MUKPOHYTPUEHTOB OS5 NogaepXaHus 340-
poBoro Metabonuama CT. MokadaHa nuwa, oboraileH-
Hast 6enkoM. C y4eToM MHOMBUAYASIbHOW NePEHOCUMOCTH
n Bo3pacta pebeHka OOMONHUTESNIbHO Ha3Ha4alT MSCO,
pbiBy, Kanbmapsbl, daconb, opexu. [poayKTbl NUTaHWS
DOJIXHbI BbITb 060OraweHbl Makpo- U MUKPOSJIEMEHTaMMU,
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BUTAMUHAMW 1 HENPEAENbHbIMU XUPHbIMU KucnoTamu. MNa-
umeHTam 6e3 COnyTCTBYIOLIEN FracTPO3HTEPONIOrNYecKom
naTosiornmn NPy HaJIM4MM CKENETHBIX aHOMasNiA HECKOJbKO
pa3 B HeAesllo PEKOMEHAYIOTCS Kpenkue OyNboHbl, 3anmB-
Hble 6ofa U3 Msica 1 pbibbl, coaepXKallme 3HaYNTEeNbHOe
KOJINYECTBO XOHOPOUTMHCYNbGATOB. [JeTaM ¢ 4ype3MepHo
BbICOKMM POCTOM C pPaHHero Bo3pacTta W Ha BeCb nepuom,
pocTa HasHayalT MPOAYKTbl MUTAHUSA (ONMBKOBOE, TbIK-
BEHHOE, COEBOE, XJIOMKOBOE, KYHXYTOBOE Macio, CEMeHa
NnoAcoJsIHEYHMKa, caso 1 T.M.), coaepXxalne nosIMHeHach-
LLIEHHbIE XUPHbIE KMCMOThI Knacca oMera, okasblBatoLme
TOPMO3ALLMA 3PHEKT HA CEKPELMIO COMATOTPOMNHOMO rop-
MoOHa. oka3aHbl NPOAyKTbl, 06OralleHHbIe BUTAMUHAMMN
rpynnel B — By, Bo, B3, Bg; C, P n E. PekomerngyeTtcs nuwia
C MOBbILLEHHBIM COAepPXaHneM Makpo- (kanbuuii, pocdop,
MarHumn, Kanui) n MMKPO3NEMEHTOB (Meapb, LUWHK, CENEH,
MapraHeL, kpemMHuiA, cepa, ¢Top, BaHaawuii, 6op), ABnstO-
LMXcs KodakTopamm GEePMEHTOB, aKTUBUPYIOLMX CUHTES
KonaareHa v MMHepann3aLmio KOCTHON TKaHu.

5.1.1. CumnTomaTuyeckaa HemeguKkaMmeHToO3Has
Tepanus

BaxHbIMK paspgenamn nNporpamMmmbl HEMeAMKaMeH-
TO3HOW peabunuTaumMm SBRSIOTCA NevyebHbIn Maccax,
dunsmoTepaneBTnyeckoe, 6anbHEONONMYEeCKOe, CaHa-
TOPHO-KYPOPTHOE NTEYEHME N NCUXOTEepanus.

JleyebHnbiii Maccax (BakyyMHbIl, py4Hoit), kypc — 10 ce-
aHcoB. CHyMMaeT 60Ne3HEHHbI crna3mM MblLLUL, YydliaeT
KpPOBOCHabXeHWe, nepeaady HEPBHbIX UMMYSLCOB, TPODU-
KY MbILLL, TYJIOBULLLA U cyCTaBOB. MaccupoBaHmo NOOSIEXUT
o6nacTb NO3BOHOYHMKA, LLIENHO-BOPOTHMKOBAS 30Ha (cer-
MEHTaPHBIN Maccax), MbiLLLbl, OKpyXatoLme NpobnemMHble
cycTaBsbl. [pouenypbl cnenyeT BbIMOMHATb EXEAHEBHO UK
C MPOMEXYTKOM B 1-2 [HS; XenaTesibHO NPOMTU HE MeHee
3 KYPCOB JIe4EHMS C UHTEPBASIOM B OAMNH MecsiL,.

dusnoTepaneBTNYECKOE JIeHEHME NCMNONb3YIOT MO MNo-
KazaHusM. [JJOCTaTOYHO LUMPOKO MPUMEHSIOT MarHuTo-,
WHAOYKTO- 1 ladepoTepanuio. Y AeTen Co CKOMO30M, Ku-
dockonmosom npumeHsietcs KBY-tepanus Ha 6oneBble
30Hbl. Kypc — 10 ceaHCOB eXeaHEBHO WM Yepe3 OeHb,
3anekTpodopes Makpo- 1 MUKPOINEMEHTOB, CMA3MOINTU-
koB, amnaunynsc, OAT-cTumynsaums ocnabneHHbIX rpynn
MbILLL,, @ TaKXe JIOKaNnbHOE JIeYeHne ynbTpa3BykoMm. [ns
ynyyLeHns metabonuama XpsweBon TKaHW MCNOb3yoT
MarHuTO-, WHAYKTO- W JfladepoTepannio, anekTpodpopes
C aumekcuaom, panoin. pu BeretococyaucTor OUCTo-
HUX N0 BaroToHnyeckomy Tuny Ha ¢oHe OCT npumeHs-
toT 1 % pacTBOop kodeunHa HaTpus-6eH3oaTa, adpenpuHa
rMapoxnopuga unnm mesatoHa — Nno BOPOTHUKOBOW METO-
OMKe Uy No MeToaMKe MOHHbIX pednekcos no LLepbaky.
BrnaronpusitTHoe Bo3gencTeMe okasbiBaeT obuee YOO B
MOCTENEHHO BO3pacTaloLMX J03ax — OT '/4 0o 2 6uopos
(kypc — 10 ceaHcoB) n aspouoHoTepanusa. Becbma no-
Ne3Hbl GU3N0TEPANEeBTUYECKMNIA METOL, IEYEHUS — CayHa
(TemnepaTtypa Bosgyxa — 100 °C, oTHocuTenbHas BRax-
HOCTb — 10-12 %, onuTenbHOCTb NpebbiBaHns — 30 MUH),
Kypc — 25 ceaHcoB B TedeHne 3—4 mec. Xopowunin adpdekt
naet OGanbHeoTepanusl: o6OLIME YINeKUcnble, XBOWHbIE,
XJIOPUCTOBOAOPOAHBIE, CEPOBOAOPOLHBIE U PALOHOBbLIE,
aNeKTporasbBaHNYeCKNE, KOHTPACTHbIE HOXHbBIE U PYYHblE
BaHHbl C MPUMEHEHWEM JNEKAPCTBEHHbIX cpeacTs («[o-
Kyp», «JlerpaH», «TOHyC»); NOABOAHbIA Maccax; pasnmy-
Hble oywn: LLlapko, BOCXOOAWMNM, OOXAEBON, LMPKYNap-
HbIA, NPOAOMKUTENBHOCTL — 10—12 MUHYT, Temnepartypa
37 °C, kypc — 8-10 ceaHcoB. [oka3aHbl rps3eBble anmnin-
Kauun Ha LWEeNHO-BOPOTHMKOBYIO 30HY 38 °C, 6—15 MUHYT,
Kypc 6—8 ceaHcoB. B gomallHMX yCNOBUSIX OCTYMHbI 00-
nvBaHue, 06TUpPaHne, KOHTPACTHbIV AyLU, CONAHOXBOMHbIE
M NEeHUCTbIE BaHHbI. [lokasaHa nennougoTepanus (rpsse-
Bble annvkauun) Ha MbllUbl BOOJIb MO3BOHOYHMKA, LUEN-
HO-BOPOTHUKOBYIO 30HY, MPOJo/mKuTENnbHOCTh — 10-12
MUHYT, TemnepaTtypa rpssu — 38 °C, kypc — 8—10 ceaHcoB.
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lcuxoTepanuss NPOBOAUTCS C LLESbIO BbIPAbOTKM CU-
CTEeMbl aiEKBATHbIX YCTAHOBOK WM 3aKpEenieHns HOBOro
obpa3za Xn3HM B CEMbE NaumeHTa. BaxHO pasbsacHUTb
pPOACTBEHHMKAM OO0JIbHOMO XapakTep MMELWNXCS K-
Huyeckux nposeneHnin ACT y 4neHoB cemMbu U 06y4UTb
BCEX METOJAM ayTOreHHOWN TPEHNPOBKN.

CaHaTopHO-KYpOPTHOE JIeHEHME HA3HAYaloT C LEebio
KOMIMJIEKCHOM peabunuraumm, BKIYaOLLEN NooXUTESTb-
HOe BO31elCTBUE NeyebHbIX rpsidelt, BaHH, Guanonpoue-
nyp, Maccaxa, ne4edbHoin GuakynbTypbl, cayHbl. OCOOEHHO
3 PeKTUBHO, eCNN OHO NPOBOANTCS He MeHee 3 neT noa-
psa. PekomeHayiotca kypopTtbl Ctapoit Pyccel, Cectpo-
peuka, Benokypuxu, Marturopcka, EBnatopum, Coun.

Oproneanyeckas koppekuvs. o nokasaHusM uc-
NMonb3ylT: opToneanyeckyo obyBb, CynmuHaTopbl, opTe-
3bl, KOPCETbl, BUHTOBaAHME 3NaCTUYHbIM BUHTOM runep-
MOOUbHBLIX CYCTaBOB 1 Ap.

O6pa3s xun3Hu. MNMpoTrMBONOKa3aHo nNpebbiBaHME B yC-
JIOBUSIX XXAPKOro KMara, 30Hax NOBbILLEHHOM paguaumnin.
Jlydlwimm MecToM MpOXMBaHUSA SBASETCA LEHTPasbHbIN
nosic. XXenarenbHO UCKITIOYUTb CTPECCOBbIE BO3AENCTBUS,
B METE03aBNCKMble AHU 136eratb NCUXO3MOLMOHASIbHBIX
neperpysok. He pekoMeHayeTcst fonyckaTb nepeoxniax-
DEHNS BEPXHUX U HUXKHUX KOHEYHOCTEA.

lpogeccroHanbHasi opueHTaumws. CnepyeT wusberatb
creLmnanbHOCTeN, CBA3aHHbIX C 60MbLIMMN GUINYECKMU 1
9MOLIMOHASIbHBIMW Harpyskamu, Bubpaumen, KoHTakTamu ¢
XMMMWYECKMMM BELLLECTBAMM U BO3AENCTBUEM PEHTTEHOBCKUX
nyyein, NpodeCcCrMOoHanbHbIE 3aHATUS CMIOPTOM, TaHLLAMMU.

5.1.2. CumnTtomMaTunyeckas MeAUKaMeHTO3Has
Tepanus

ApTpanruun, [OPCanrnm, AereHepaTUBHbIE MOPaXKEHNS
CYCTaBOB 1 MO3BOHOYHMKA Yy MOAPOCTKOB Ha ¢oHe HHCT
n OCT, kak npaswno, TpebytoT HasHa4YeHUs1 HecTepoua-
HbIX MPOTMBOBOCHANNTENLHbLIX Npenapatos (HMBI) ¢ ce-
NEKTUBHBLIM [OENCTBUMEM Ha LIMKNOOKCUreHasy 2-ro tuna
(Hani3?, Humecun?, mecynua?). HecenektusHbie HIMBIM
(ovknodenax®, ketonan®, nanpokceH') HasHawalTCa B
KOMOUHaAUMM C racTponpoTekTopamMu. Mcnonb3yloT He-
CTepouaHble NPOTUBOBOCMANINTENbHBLIE Ma3n U renn (ap-
Tpoauner®, OUNM punnd® auknodeHak renbs, OoAruUT
kpeM*, nono6eHe?, keToHan-kpem®, Hain3 resb?).

Mpw Bapunko3HOW OGONE3HW Ha3HaYaloT npenaparhbl,
yAydLaoLye BeHO3HbIN KPOBOTOK (Beccen-AYE ®°, re-
napuHoBsas mMasb). PacwmpeHne KOpHA aopTbl HA ¢OoHe
Taxvkapauu n apTepuanbHoi rMnepTeH3nn — OCHOBaHMe
IS HasHaveHus B-6nokaTopos®.

YacTele pecnupatopHble 3a60/1eBaHNS — MokasaHue
K Ha3HAYeHWI0 PaACTUTENbHbIX aAanTOreHoB: 3/eyTepo-
KOKK*, KUTaCKuiA TMMOHHKK?, 3amaHuxa®, apanus® B Buge
HaCcToek; anunak?, repuMakc XeHbluieHb?, runcana®. Mo
nokasaHusiM MCMNOJb3YIOT 3HAONEHHbIE WHTEP(DEPOHDI;
VIMMYHOMOZYMPYIOLLIME TPaBsiHble COOPbI, BKIIIOYaoLLMNE
JINCTbS 3EMJISIHUKM NIECHOM, KOPEHb COMIOAKWN FOMON, KO-
peHb nlonyxa 6onbLioro, Yepeny, menucy, 4abpew, n ap. C
LLeNbio YKPEMEHNSA COCYANCTON CTEHKM HA3HAYaloT UMK-
Ly LUMNOBAaTYI0*, hnasaHoUpl: PYTUHZ, (BAaMUIH.

Koppekuus HenpoBereTaTMBHbIX HAPYLUEHWI MPOBO-
JAMTCA C NMOMOLLBIO HOOTPOMHbLIX (Mupauetam', nupuamn-
Ton') M HOOTPONONOAOGHLIX (MAHTOraM, aMUHANOH', de-
HMBYT?) Npenaparos.

5.1.3. NatoreHeTn4yeckaa Tepanus HOCUT 3aMeCTu-
TeJIbHbIN XapakTep WM HanpaB/ieHa Ha CTUMYJISILMIO KoJina-
reHoo6pa3oBaHns, Koppekuuio metabonuama rimko3oa-
MUHOIIMKAHOB, CTabunMsaumio MuUHepasbHOro obMeHa,
OGUO3HEPreTUYECKOrO COCTOSIHAS OpraHn3ma 1 npoLeccoB
NepPEeKNCHOro ok1cneHns. B 3aBMCMOCTY OT CTENEHM TSXKe-
CTU KJIMHWMYECKOrO COCTOSIHUS GOMBHOMO U BbIPAXEHHOCTU

HapyLeHnin metabonuama CT cnegyet npoBoamnTb 1-2 Kyp-
ca Tepanvv B rof, NPOAOIKUTENBHOCTBIO MO 2—-4 mecsua.

1. Crumynsaums kosnareHoobpa3oBaHusi OCYLLEcCT-
BNSETCS C MOMOLLBIO NPENApaToB, YAy4yLLAOLWMX CUHTES
KonnareHa (anbkap, nuaux*, nponun?). JononHUTeNbLHO
cnepyeT Ha3dHa4yaTb KOGAKTOPbLI CUHTE3A KOJareHa: Bu-
TamuHbl C, E, rpynnbl B, npenapatsl kanbuus, docdopa,
MarHusl, Kanns n MUKPOINIEMEHTBI: Mefpb, LMHK, CENEH,
KpeMHuii, 6op, MapraHeLl.

Onbkap (NEeBOKAPHUTUH) — NEKAPCTBEHHbIA Npenapart
MeTabonnmyeckoro AencTBms Ha OCHOBE L-kapHUTKHA, Npu-
POAHOr0 COeaNHEHUS, POACTBEHHOIO BUTAMUHAM rpymnmnbl
B. Ynyywaet 6enkoBbIii U XUPOBON OOMEHbI, CTUMYNMPY-
eT 9HeproobpasoBaHue, BOCMONHAET AePUUNT KapHUTU-
Ha npu ACT. B Bo3pacTte Ao 3 neT X13HM J03a npenapa-
Ta onpeaenseTcs nevawmm spadom. detam ot 3 oo 6 net
Ha3HayvaloT B pa3oBoii go3e no 0,1 r (5 kanenb) 2-3 pasa
B OeHb, oT 6 0o 12 net — no 0,2-0,3 r (11-16 kanenb)
2-3 pasa B geHb. Kypc neyeHuns — He meHee 1 mecsua.

ButamuH C npyHMMaeT yyactie B CUHTE3€e KOnnareHa,
3/1aCTVHa, MNUKO30aMUHOMMNKAHOB, 3aXWBAEHUN paH, 06-
pasoBaHuu pybua. Josa — 350-500 mr/cyT. JononHuTesnb-
HO K BUTaMuHy C Ha3HavaloT BuTaMunH P, copepxalimii 6uo-
dnaBoHOMAbl (PYTUH, KBEPLETWUHbI, KaTEXWUHbI), KOTOPbIE
CTabuUNM3NpyoT MOJIEKYY KOTareHa, yKpensioT OCHOB-
Hoe BeulecTBo CT, MHrMbupyloT ruanypoHuaasy. ButamuH
E' — aHaBonn3aHT, aHTUOKCWOAHT, YKPENNAET MbILLEYHbIN
kapkac. Josa — 400 mr/cyt. Butamun Bg — yBenuumsaer
coaepxaHue LMcTenHa (OCHOBHAA aMUHOKUCAOTA CTPYK-
TypHoro 6enka CT KOXM, BONOC U HOITEN — KepaTuHa),
NEepPEeHOCUT MarHuin BHYTPb KNeTku. NMpenapartbl BUTAMUHOB
rpynnbl B: HevipomynbtuemT®. 1 1a6n. cogepxut 100 mr Tv-
amMmuHa (ButamuH B1); 200 Mr nnpunaokcuHa (ButamuH Bg) n
200 mkr umaHokobanamuHa (ButaMunH B1o). Josa — Y4 1ab-
netkn 1 pa3 B AeHb getam oT 3 0o 6 net; . 1abn. — getam
0T 6 no 12 net. NpoponxutensHocTb kypca 1 mecsauy, Munb-
ramma Komnosutym®, 1 gpaxe cogepxut: 6eHPOTUaMUH —
100 mr, nupuaokcuH — 100 mr. Josa: 1 gpaxe 1 pa3 B AeHb
getam ot 6 go 12 net. Munsramma® (2 mn), pacteop Ans
nHbekunii. OgHa amnyna cogepxut: Tnamud 100 mr, nupu-
nokcuH 100 mr, umaHoko6anamuH 1000 mkr. Kypc 1 mecau,.

MwuHepanbHaa nogaepxka NPOBOAMTCS NYTEM Ha3Haye-
HNS OpraHMYyecknx Conen MarHus (nakrat, uaTpaT, nugonar)
B KOMOMHALLMN C MarHe3nodukcaTopom nMpuaoKCUHOM (BU-
TaMuH Bg), ynydwatowpym 61oycBosieMoCTb MarHus — npena-
patamu MarHe Bg. lo3a MarHe Bg Tabn.: netam > 6 net (mac-
ca Tena 6onee 20 kr) — 4-6 Tabn/cytkn, MarHe Bg ®PopTte
Tabn.: netam > 6 net (macca tena 6onee 20 kr) — 2-4 Tabn/
cyTku, MarHe Bg — nuTbEBOM pacTBop: AeTam > 1 roaa (Macca
Tena 6onee 10 kr) - 1-4 amnynbl/cyTkun). PacTBop B amny-
Jlax pacTBopstoT B 1/2 cTakaHa BoAbl Ana npuema 2-3 pasa
B [leHb BO Bpems eabl. Kypc — 1 mecau,. Mo nokasaHusam Ha-
3HavaoT: Bro-menp®, 1 Tabn. — 7 Mr acnaparuHata megu
(2 mr mean); npu otcyTcTBUM — 1 % pacTBop Meam cynbdara
B pacTBOpe MO0OKa, MUHUManbHaa fosa — 1 kanns Ha rofg,
Xn3HW; Brno-Maprareu®, 1 tabn. cogepxmt 12,5 mr acna-
parvHaTta Mn (~2 mr Mn); LnHknT, 1 Tabn. cogepxuT 44 mr
cynbdara umHka. Josbl: getam go 1 roga — 10-15 mr/cyr;
2-12 net — 15-25 mr/cyt. HeoceneH — pacTtBop Ans npu-
emMa BHyTpb B pa3seneHun 1:50. detam oo 1 roga — 25 kan.
(5 mkr ceneHa), 1-2 net - 2,5 mn (10 mkr), 2-5 net - 5 mn
(20 mkr), 5-12 net — 10 mn (45 mkr), ctapwe 12 net — 15—
20 mn (67,5-90 mkr) 1 pas/cyT. CeneHoxen® — 1 tabn. cogep-
xunT 0,21 Mr ceneHonupana (50 Mkr cenena). letam ctaplie
12 net no 1 Tabn. B AeHb BO Bpems eabl. CneayeT NOMHUTL
0 B3aMMOAENCTBUN BUTAMUHHO-MUHEPANbHbBIX KOMMIEKCOB.
ABnstoTCS CUHEeprmucTamu: ButamuHel A, E n C; ButamunHbl C
1 P; ButamuH E n cenen; ButamuH D 1 kanbLmii; KO9H3UM Q1g

3pech 1 ganee no TeKCTy: Npenaparhl, paspeLueHHble getam: ' —c 1roga, 2-c2net,®—c5net,*-c 12 net,5-c 15 ner, 6 -
opULManbHbIE JaHHbIE O MPVIMEHEHUN B ETCKOM BO3PacTe OTCYTCTBYIOT.
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Y MarHuii; L-kapHuUTuH (3nbkap) u koaHaum Qqo (Kynesuta?).
[ encTByloT Kak aHTOrOHUCTbI: BUTaMUHbl C 1 B1a; Kanbumii,
MarHum, UMHK 1 xenes3o; ButamuHbl A, E n ButamuH K.

2. Koppekumss metabonmama  /IMKO30aMUHOIIVKA-
HOB OCYLLECTBNSIETCSH MNYTEM Ha3HAYEeHUsT NepopasbHbIX
XOHAPONPOTEKTOPOB U3 TPYMnbl  XOHAPOUTUHCYNbGATOB
(xonapouTtuHa cynbdat®, xonapokeupl, crpyktym®), rmu-
k030aMUHOMMKaHoB (JJOHA?, rnioko3amuHa  cynbdat®)
nmbo mpenapaToB KOMOVMHUPOBAHHOTO AeNCcTBus (apTpad,
apTpodnekc’), KoTopble comepxaT KOMOMHALMIO XOHAPO-
UTnHa cynbdata n rMmokKo3amMuHa cynbdara. XoHOpoMnpo-
TEKTOPbI Y4aCTBYIOT B PerynsiumMm Metabonmama XoHapoLm-
TOB W MOAABNEHUM CUHTE3a (PEPMEHTOB, MOBPEXOAIOLLNX
cyctaBHOM xpswl. 1o oueHke EBponerckor accoumaumm
pesmartosnioros (EULAR), XxOHAPOMNPOTEKTOPLI (CTENEeHb 00O-
kasaTenbHoCTW |A) 6e3onacHbl U nokasaHbl A KynvpoBa-
HMs 6oneBoro cuHapomMa (ypoBseHb pekomeHgaumin A) [60].
MeTonom mMeTa-aHannsa ybeouTenbHO JokasaHa Tepanes-
Tuyeckas 9p@PEKTUBHOCTb MMoko3amuHa cynbdata [67].
Mpu cycTaBHbIX OONSIX y OETeil cnepayeT HauMHaTb C XOH-
ZPOMNPOTEKTOPOB MECTHOrO AENCTBUS (XOHOPOKCU, Masb?,
XOHAPOUTUH-AKOC masb®, andnyton-kpem®) an6o npoTtu-
BOBOCNANUTENBHOIO NIEKAPCTBEHHOrO CPEACTBA AMMETUNI-
cynbdokenaat, s eKTUBHOCTb KOTOPOro NOATBEPXAEHA
pesyfnbTratamu ABONHOrO C/Ienoro KOHTPOANPOBAHHOIO UC-
cnepoBaHusa [51]. Mpu oTtcyTcTBUM addekTa Ha3Ha4aloT
nepoparbHbI XOHAPOUTUHA Cylbdat (CTPYKTYM®, XOHIPO-
ntMH-AKOC®). losa nogpoctkam — 750-1000 mr 2 pasa B
neHb. MpoaomkntensHocTb kypca 3—6-12 mecsues.

3. Crabunusauyms MuHepabHOro obMmeHa npoBOANTCS
C NOMOLLIO NMpenapaToB, HOpPMaNU3ylLWmMx GocdopHO-
KasbLMeBbI 06MeH: aprokanbumndepos, ButammH D3boH
V1 Npenapartos Kanbums: kanbumii D3 Hukomen?®, Hatekans
Ds*; BUTPYM KanbLWyM C BUTaMUHOM D*; 0cCenH-rnapok-
cuanaTuTHele koMnnekchl (octeokead). Mo nokasaHuaM
HasHavaloT: MarHe Bg', LMHKWUT 1 BUTAMUHHO-MUHEPaSlb-
Hble KOMMNEKChI (IoHMKan?, cynpaauH?, ayosuT?, onuro-
BUTZ, KOMMAVBUT?).

4. Koppekumnsi 6U03HePreTnyeckoro COCTOsIHUSI Op-
raHm3ama OCYLLEeCTBASETCS MyTeM Ha3HayeHus npena-
paToB, CTUMYAMPYIOWMX BbipaboTky AT (PpocdaneHd,
KynesuTa®, kynecan ana getein', koaHaum Qqo*; dnbkap,
SNUKCUP SHTAPHBIAS 1 ap.).

Kynesuta® (ybuoekapeHoH) — NeKkapCTBEHHbIN mnpe-
napat Ko3H3uma Q1o. MNpumensaeTcsa onsg npodunakTukn n
yCTpaHeHus1 aeduumTa koaH3anma Qqo, Npy 3a60NeBaHUSAX
cepaua, MHTEHCUBHbBIX GU3NYECKUX Y MCUXO3MOLMOHATb-
HbIX Harpy3kax. HaznavatoT B go3e ot 30 mr (1 kanc.) oo
90 mr (3 kanc.) B cyTku. Kypc nedyeHnsa 1-3 mecsua.

Cnenyet NOMHUTB, 4TO Npenaparbl, CTUMYMPYIOLLNE
NMPOLLECCbl KNETOYHOro 3HeproobmMeHa, HasHavawTcs
yTPOM IMBO B NepBylo NONOBUHY AHA, a Kyaesuta*, pu-
60KCUH® 1 Kanua opoTaT, NOBLILLAIOLLIME AKTUBHOCTb LIMK-
na Kpebca, — BO BTOPYIO MOJIOBMHY OHS 1 BEHEPOM.

5. Crabununsauns npoLecca rnepekncHoOro okncse-
Humsi. CNocoOCTBYIOT yrHETEHNIO CBOOOAHOPAAMKATbHOIMO
OKUCNEHUS!, YNYYLLIEHWIO TKAHEeBOIro AbiXxaHus, ObICTPOMY
yOoaneHuno nepekmcein n TOKCUYeCKNX paamkanos KNCNo-
poaa: Kynesuta®, kynecan ana peten', kosHauMm Qqo?,
nunoesas kucnotad, Omera-32 n aHanoru.

5.1.4. lMpumepHble cXeMbl MeAUKaMEHTO3HOM
Tepanum:

Cxema 1. YTpo, 0bea. Oo easi: Mponun* 0,5, kanc.,
1-2 pasa B geHb. [1o3a no Bo3pacTty. Kypc — 2 mec.

Mocne enbl: MarHe Bg nutbeBon pacteop — 1 amn. —
2-4 pa3sa B geHb. Kypc — 4 mec.

Cxema 2. YTpo. [Mocne egbl. Kypcamm co cMeHol npe-
napartoB:

ackopbuHoBas kucnoTa (Npu OTCYTCTBUM OKcanary-
pUn N CeMENHOro aHamHesa MoYekaMeHHOl 6ones3Hun)
0o 0,6 r B oeHb. Kypc — 4 Hep,.;
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Onbkap 30 % pacTBOp (£03a NO BO3pacTy) B coyeTa-
Hum ¢ Kypesuta?, 0,03 kanc., 1-3 pasa/cyT, y peteit — ¢
12 net xu3Hn. Kypc - 4 Heg,.;

MwungpoHnar, Tabn., 0,25 (go3a no Bospacty);, 1-2
pasa B nepByto NONOBUHY AHA. Kypc — 4 Hef,.;

BUTaMuH E (003a no Bo3pacTy) Ha Houb. Kypc — 4 Hen.

Cxema 3. YTpo, 06en; Ctpyktym®, kanc., 0,5; 2 pasa
B OeHb BO BpeMs eapl. Kypc — 4 mec.; Ha HouYb: Kanbunin-
dopre, Tabn., 0,5 (go3a no BodpacTty). Kypc — 1-2 mec.

Cxema 4. [lo eppl: Mponunn* 0,5, kanc.; 1-2 pasa B
neHb (mo3a no Bo3pacTty). Kypc — 2 mec.

Mocne eabl: MarHe Bg ®opTe, 1 Tabn., 2-4 pasa B
OeHb (#o3a no Bodpacty). Kypc — 1 mec.

MpenapaTbl Xxenesa — 1-2 pasa B AeHb. [Jo3a no Bo3-
pacTy. Kypc — 2 mec.

Hanee: Mpepyktan® 0,02 8 Tabn. — 1 Tabn. 3 pasa B
neHb (mo3a no Bo3pacTty). Kypc — 2 mec.

5.2. Oco6eHHOCTM Tepanuu HacNepCTBEHHbIX
HapyLeHniA coeANHUTESNIbHON TKaHn

5.2.1. Cunppom MapdaHa

MokasaHa ob6oralieHHas 6enkom, BUTaMmMHaMu, Ma-
KpPO- M MUKpPO3JIEMEHTaMKN nuuia. Jetam ¢ 4pesamMepHo
BbICOKMM POCTOM YXe C paHHEero Bo3pacTta 1 Ha BECb Nne-
puoa pocTa HazHa4yalT NPOAYKThl NUTaHNS (OJIMBKOBOE,
TbIKBEHHOE, COEBOE€, XJ/I0NKOBOE Macsio, CEMeHa Noacos-
HeYyHuKa, cano n gp.), cogepxalime noJIMHEHAChILLEH-
Hbl€ XMPHbIE KNCNOThLI (CM. padaen 5.1).

Moka3zaHbl JIOK, maccax, nHamBmayanbHO nomobpaH-
Has pgBuraTenbHasi akTUMBHOCTb, OanbHeoTepanus, 3aka-
nuBaHue (cMm. pasgen 5.1.1.). NpoTnBonokasaHbl TaxXesble
dU3MYECKME N NCUXMYECKNE HArpy3KKM, 3aHATUSI CMIOPTOM.

Mpwn gnnataunm aopTtel getam ¢ CM pekomeHayoT An-
Hamunyeckoe OxoKI-HabnogeHne ¢ nHTepsanom 1 pas B
6-12 mecsueB C y4eTOM anameTpa KOPHSA aopThbl M NPU Ha-
AVYUM NOKa3aHUIA — HasHadYeHne P-agpeHobnokaTopos®
unu nosaptaHa®. MpodunakTnieckoe AENCTBNE OAHHON
rpynnel NpenapaTtoB 00Ka3aHOo y B3pOCbIX 1 Hanbonee
BbIPaXXEHO NP AnameTpe aopThbl 4 CM.

dakTopamm prcka paccrioeHns a0pThl ABASIOTCS: yBe-
NMYeHve guameTpa aopTbl HA YPOBHE CUHYCOB Banbcanb-
Bbl 5 CM, HapacTaHve gunataumm aopTtbl bonee 4em Ha
2 MM B rof, HanM4yne paccioeHns aopTbl y 6IN3KUX POA-
CTBEHHUKOB OO0NbHOro. XMpypruyeckoe NeyeHne aHes-
pU3Mbl a0PThl (NPOTE3MPOBAHME UBMEHEHHOIO y4acTka) y
naumeHToB ¢ CM mMoxeT ObiTb peKkOMeHA0BaHO Npu pas-
mMepe aopTbl 6onee 50 mm. Mpu pasmepax aopTbl OoT 46
0o 50 MM onepaTnBHOE BMELLATENLCTBO PEKOMEHAYETCS
B C/ly4yae TSXKEeNo aopTanbHOM UM MUTPanbHON Hepo-
CTaTO4YHOCTU, HapacTaHUM pa3MepoB aopThbl bonee 2 Mm
B rof,, NiaHnpyemol 6epeMeHHOCTU NN HANIMYUN OTSrO-
LLLEHHOr O MO PacCNOEHVIO a0PTbl CEMENHOI0 aHaMHe3a.

Xupypruyeckme BMeLLATENbCTBA HA aopTe Y MauneH-
TOB ¢ cuHgpomamu MapdaHa, Anepca — LaHno, Jlynca —
OunTua, ABycTBOpYaTbiM aopTasbHbIM KianaHoM crneayet
NnaHMpoBaThb yxe nNpu pasmepax aopTtbl 40-50 MM nnu nH-
JeKce MIoLWaay KOPHS aopThl (or2/pocT — B CM2/M), MPEeBbI-
watowem 10. Jnsg naumeHToB ¢ cuHagpomom Jlymca — Antua
XUpYpruyeckas KoppekLms aopTbl MOXET ObITb PEKOMEH0-
BaHa B C/ly4yae NoATBEPXAEHHON MyTaumn B reHax TGFBR1
n TGFBR2 yxe npu pasmepax aopTel 42 MM no OxoKT™ (BHy-
TpeHHss rpaHuua) unm 44-46 mm no KT unmn MPT (knacc no-
Ka3aTenbCTB 2a, YPOBEHb AokasartenbHocTu C).

[ToaBbIBUX XpyCTanuka, OCJIOXHEHHbLIA BTOPUYHOM
rnaykoMow, gereHepaumsa ceTtd4aTkm C yrpo3on ee oT-
CNnorikn — abCoMOTHOE NokasaHue A5 OnepaTtMBHOro
nevyeHus (yoaneHus xpycranuka) y 6onbHbix CM.

5.2.2. Cunppom dnepca — flaHno

Tepanusa 3aBUCUT OT KOHKPETHbIX MPOSBAEHNIM NaTo-
nioruu, nMetouencs y nauveHTa. lNokasaHbl oborauieH-
Hasi 6enkoM, BUTaMUHaMK, Makpo- 1 MUKPO3ieMeHTamMu
nuwa (cMm. pasgen 5.1), kypcbl maccaxa, pusmotepanum
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1 neyebHon dunakynbTypbl (CM. pasgen 5.1.1), 3awuTa
KOXW OT TPaBM 1 BO3OENCTBUSA MPSAMbIX CONHEYHbIX Y-
yen, npodunakTnka HPMLUMPOBaHNSA pPaH.

C Lesiblo pa3Mar4yeHns KeaomngHbixX py6LI,OB npoBoOOAT
doHodpopes 0,2 % pacTBOpa rMAPOKOPTU3OHA, NNaa3bl
(0,1r—-64 AE Ha 30 mn aueTaTHOro 6ydepHoro pacteopa
vnu Ha 30 MN AUCTUNNNPOBAHHOM BOAbI, MOAKNUCIEHHOMN
0o pH =5,0-5,2); dpnubpuHonuannHa (20000 EA — copep-
Xnmoe ogHoro dnakoHa passogart B 200 mn guctunnm-
pPOBaHHOW BOAbI, noakmcneHHor oo pH 5,0-5,2) n gp.

MenunkaMeHTO3HOe nevyeHne Npu Hann4ymMmM nNoKasaHum
OCYLLECTBNSIOT MYTEM HA3HAYEHUS BUTAMMUHHbBIX, MUHE-
panbHbIX KOMMJIEKCOB, MO MOKa3aHUSAM — XOHAPOMNPOTEK-
TOPOB, OCCEWH-TMAPOANaTUTHLIX U OUO3HEPreTUHEeCKmX
rnpenaparos, KOTOPbIE NMPUHUMAIOTCH COYETAHHLIMU Kyp-
camu 2-3 pa3sa B rof, NnpoaoKUTENbHOCTbLIO N0 2—4 Mecs-
ua (cm. pasgen 5.1.3). MporpeccupytoLmii 60NeBON CUH-
opoM y naumeHtoB ¢ C3/, co ckonnosom -1V cteneHnu,
BblpaXeHHas aedopmMaLms rpyaHOM KNeTKn, Taxenas cre-
neHb NJIOCKOCTONUS CAyXaT Moka3aHWeEM K NPOBEAEHUIO
0OMNepaTVBHONO IeYEHUSs], KOTOPOE CreayeT OCYLECTBNATbL
B COCTOSIHUM OTHOCUTENBLHON pemuccun metabonuama CT.

5.2.3. HecoBepLueHHbIt OcTeoreHes

MokaszaH waaauwmin obpas xusHu, ameta, oboraieH-
Hasa 6enkom, kanbumem, ochHopomM, MarHMeM 1 MUKPO-
anemeHTamm (cMm. pasgen 5.1). AKTMBHO MPUMEHSIIOTCS
waaswmin maccax, JIOK, 6anbHeonedyeHre, ncuxortepa-
nusa. ng yCKOpeHns 3aXUBAEHUS NePenoMOB NPOBOAAT
anekTpodopes 5 % pacTeopa Kanbumus xnopuaa, 4 % pac-
TBOpa MarHus cynbdaTta, 2 % pactsopa meau cynbdara,
2 % pacTBopa LmMHKa cynbdaTa no 4-anekTpogHoOn MeTo-
OMKe Ha BOPOTHMKOBYIO 30HY U MECTHO.

Mo nokazaHnsaM NCMOoJb3yeTcs CMMNTOMaTyeckas (Cm.
pasgen 5.1.1) n nartoreHeTnyeckas MeamMkKameHTO3Has C
YYETOM BbISIBIEHHLIX METaboNIMYEeCKMX HaPYLUEHMWIA (CM.
pasgen 5.1.3) Tepanus. MNokadaHbl GudochoHaThl (3TNAPO-
HaT, N"aMUAPOHAT, aNeHapoHaT, HEPUAPOHAT), obnagjaioLme
BbIPaXXEHHOW aHTMPe30pOTMBHON aKTUBHOCTbID. BHyTpu-
BEHHOe BBefeHne namupporata (0,5-1 mr/kr) namn npuem
aneHapoHara yayywarT KayeCTBO XM3HN BOMbHbIX AETEN,
TOPMO3AT Pe30pbLMI0 KOCTHOW TKaHU, CHUXas PUCK pas-
BUTUSI NMEPESIOMOB N YMEHbLUASA MHTEHCMBHOCTb O0MEBOrO
cuHgpoma. AnuTensHo, C y4eTOM KIIMHUKO-OUOXMMUYECKMX
nokasarenen, HadHavaroT aTuapoHaT (10 Mr/Kr B CyTKM BHy-
TPUBEHHO 3—7 OHEN B MmecsaL, nnv BHyTpb 20 Mr/kr kypcamu
0o 30 gHein). MNpu HecoBeplieHHOM ocTeoreHese |l Tuna
nokasaHo paHHee Havaso JIeYeHMs (CO 2-ro MecsLa X1U3HN)
HEPUOPOHATOM, KOTOPbIV OKa3bIBAET NONOXUTENbHOE BU-
SIHME Ha POCT pebeHKa 1 CHMXAET YaCcTOTy NEPESIOMOB.

Mpw KOCTHLIX gedopmManmsx NPoOBOAAT KYPCbhl KOHCEP-
BaTUBHOM Tepanun, nogrotaBnmBaa NnauMeHToOB K NpeacTo-
AWNMM onepaTnBHbIM opTonean4ecknm MmetTogam JieHeHud,
KOTOpbIE CneayeT NpoBOAUTb Ha (GOHE OTHOCUTENbHOM
cTabunu3auumn nokasaTenein metabonuama Kosnnarela.
PaspaboTaHbl Hay4Hble OCHOBbI M HayaTbl KJIMHWYECKME
MCMbITAHNS MO FEHHOW Tepanun 4aHHOro 3aboneBaHus.

5.2.4. CuHApOM rmnepmMoo6unbLHOCTU CYCTaBOB

Tepanusi npenMyLLLECTBEHHO 6a3npyeTcsl Ha KMHE30-
Tepanum ¢ UHOMBUAYANM3NPOBAHHLIM NOAO0POM yrnpax-
HEHWI, BbINOJIHAEMbIX B JAOMALUHUX YCNOBUSIX, HanpaB-

JIEHHbIX Ha YKpereHne MbILeYyHOro KopceTa B LLEIOM
M MbILIEYHOro annapara, OKpyXawwero npobrieMHble
cycTaBbl [68]. CnenyeT ncnonb30BaTb CO4YETaHME AMHA-
MNYECKNX U CTATUYECKUX YynpaxHeHun (cm. MNpunoxe-
Hue 7), BbipaboTaTb NpaBuJibHbI CTEPEOTUN ABUXEHUIA.

Mo nokasaHWaM WUCNONbL3YIOT OPTONEeAUNYECKYIO
06yBb, CynMHaTOpPbl, OPTE3bl, KOPCETbLI, BUHTOBaHMNE
3N1aCTUYHBIM OUHTOM rMNepMobuNbHbIX CycTaBoB. He
nokasaHbl NpodeccunoHanbHble 3aHaTUs crnopToMm, 6a-
NIeTOM N My3blKO, 0COOEHHO dopTennaHo (AnnTensHoe
cTaTuyeckoe HanpsixeHue) [8, 9, 53, 66].

Hanunune BbipaxeHHOro 60neBOro cuHapoma Tpe-
OyeT NpoBefeHUst KypcoBOro Gun3moTepaneBTn4eckoro
ne4veHus (cm. pasgen 5.1.1) n HadHadveHua HIBI (cm.
paspen 5.1.2).

5.2.5. Mponanc MuTpanbHOro KnanaHa

MaumenTsl ¢ NMMK 1 xano6amu, 06yCnoBAEHHLIMA MO-
BbILLEHNEM TOHYCa WAN PEaKTUBHOCTM CUMNATUYECKOWN
HEPBHOW CUCTEMBI (CepaLebueHne, Kapamanrum, OAbILIKa),
TpebyloT Tepanun B-apgpeHobnokatopamu. OpTocTaTunye-
CKYl0 CMMMTOMATUKY (NMOCTypasibHasa rmnoTEH3Nsa n cepa-
uebreHne) MoXHO YMEHbLUMTL NOBbILLEHEM NOTPeBNeEHUS
XWIAKOCTU U CONU, HOLLEHMEM KOMMPECCUOHHOIO 6esbs, a B
TSXKENbIX CAydasx — NPUeMOM MUHEPANoOKOPTUKOMA0B. Ha-
pyLIEeHMS pUTMa MOryT ObITb CneacTenem geduumta mar-
HWS U CNY>XMTb OCHOBaHUEM [J19 HA3HAYEHWS OPraHNyYeCckux
COonen MarHusg (MarHug LmTparT, iaktart, NMaonar) B coyeta-
HUN C MarHe3noUKCaTopom MUPUAOKCUHOM. [lokal3aHo,
YTO OpraHM4yeckmne Conn MarHus B Coctase npenapara Mar-
He Bg, ycBaMBaloTCA NyyLle HeopraHM4eckux conei, a 6na-
rogaps Hanuuuio BuTamMmHa Bg (MMpmaokcuHa) B coctase
npenaparta MarHuin fosbLUue yOEePXMBAETCS B KI1ETKax.

MNauneHtam ¢ NMMK 1 TPaH3UTOPHLIMK ULLIEMUYECKM-
MU atakamy Ha pOHe CUMHYCOBOro putMma u 6e3 Tpom60oB
B NEBOM MNpeacepanmn nokasaHa tepanvsa auetuncanmum-
NoBOWM kmMcnoton (75-325 mr/cyT), nepepn Ha3HavyeHvem
KOTOpPOW Heobxooumo ybeauTbCst B OTCYTCTBUM OoKcanarty-
pUN 1 YTOYHUTb JAHHbIE CEMENHOr0 aHaMHe3a Mo nosoay
Mo4yekaMeHHon GoneaHu. Mpuemom aueTuncannumIoBOi
KWUCAOTbl MOXHO OrpaHnumTbes y naumeHtos ¢ NMMK, nepe-
HECLUMX UHCYNbT, HO HE NMEILLMX MPU3HAKOB MUTPANbHON
peryprutauum, Gubpunnsuun npeacepamii, TPooM60B B ne-
BOM Npeacepanu unu yronueHus (5 mm n 6onee) cTBOPOK
MUTPANLHOrO knanaHa. MNpu HanM4mMm ykasaHHbIX OCIOXHe-
HUI NN HE3IP@PEKTUBHOCTU aueTUICaNInLMI0BON KNCIOThI
nokasaH npvem BapdapuHa ¢ uenesbim MHO 2,0-3,0.

C uenbio NpodunakTukn MHOEKLUMNOHHOIO 3HA0Kap-
OuTa Npu BCEX MaHUMynsaumsx, COMPOBOXAAKLLUNXCS
bakTepuemuen, naumeHtam c NMK, B ocobeHHOCTU npun
HaNM4YMM MUTPaNIbHON peryprutaumm, yTonaeHm CTBO-
POK, YAJIMHEHUW XOPA, AunaTtauum JIEBOr0 Xenyaoyka
VNV Npeacepams, Ha3aHayvatT aHTUOMOTUKN.

Xupypruyeckoe neyeHne nokasaHo npu TSXEeNom Mu-
TPanbHOM HEOOCTATOYHOCTU, COMPOBOXOAKOLLENCH KIN-
HMYECKOW CUMNTOMATUKON WAM aunatauyen, a Takxke
cucTonmM4eckoln ancdyHkUmel neBoro xenygoyka. B 60b-
wnHcTee cny4aes npu NMK adbekTBHa PEKOHCTPYKTUB-
Has ornepauusi (B 0COOEHHOCTN MPU NMOPAXEHUN 3a[HEN
CTBOPKM) C AyYLWMM [AOArOBPEMEHHBIM MPOrHO30M MO
CpPaBHEHMIO C NPOTE3MPOBaAHNEM MUTPASIBHOIO KnanaHa.

6. AMCMAHCEPU3ALUSA AETEA U NOAPOCTKOB .
C HACAEACTBEHHbIMU HAPYLUEHUAMU COEAUHUTEABHOU TKAHU

XapakTep gucnaHcepHoro HabnaeHuUs 1 NpoBoAU-
MbIX KJIMHUKO-UHCTPYMEHTasbHbIX 06CnefoBaHuii naum-
eHtoB ¢ HHCT n ACT onpenensieTcst TAXeECTbiO TeYEeHUs
3aboneBaHns. Ha nonvknnHuyeckoMm aTtane peabunura-
LM OCYLLECTBNSIETCS OLeHKa GU3NYECKOro pa3BnTUS pe-
OeHka, YPOBHSl apTepuasibHOro AaB/ieHns, COCTOSIHUSA re-

MOrpaMMbl 1 aHANM30B MOYN. AHANN3NPyeTCs COCTOSIHNE
1 CaMOYyBCTBME NauneHTa, ABUraTenbHbI pexXuMm, gneTa,
anekBaTHOCTb JIOK 1 cnopTUBHBIX HArpy3ok, NpodopueH-
Tauuns noapocTkoB. Ocobblli akLEeHT AenaeTcs Ha OLEHKY
COCTOSIHMS OMOPHO-ABUIraTENbHOMO annapara, CepaeyHo-
COCYONCTOM CUCTEMbI, OPraHOB 3PeHNs, 3yO0-4est0CTHOMN
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obnactn, ocobeHHOCTM TeuyeHus 3aboneBaHuii Ha (oHe
COMYTCTBYIOLLEN COeANHUTENBbHOTKAHHOM naTonorun. Mpu
Heob6X0AMMOCTM NPOBOAATCS KypCbl duUTOTEPANMU, CUM-
NTOMaTU4ECKOro HEMEeANKAMEHTO3HOI 0 Ie4eHus.

MUHMMYM OAMH pa3 B rof, nokasaHbl OCMOTPbI OKY/N-
CTa, opToneaa, CTOMaTonora, Kapamosora, a no nokasaHu-
M — apyrux cneynanmuctoB. OamH pas B rofg, He06X0AMMO
KOHTPONMPOBaTh COCTOsIHME MeTabonmama CT, ypoBeHb
o6uwero ButammHa D, 06LEro 1 MOHU3UPOBAHHOIO KaJslb-
ums, marHmsa, docdopa, unHka, Meam, CenieHa B CbiIBOPOT-
Ke KpoBW. MNpn CHUXEHUM MUHEpPasIbHOM MAOTHOCTM KOCT-
HOW TKaHM OOMH pa3 B 2 roaa, a npu 0CTeonopose — OAuH
pas B rog cnenyeT NpoOBOAUTb KOHTPOJIbHOE AEHCUTOME-
Tpuyeckoe nccnegoBanue. Mpu NIOCKOCTONMU — OAMH Pas
B rOf, — OMTUYECKYIO0 NOAOMETPUIO, a NPU CKONMO3e — Orl-
Tn4eckyto Tonorpaduio NO3BOHOYHMKA. He pexe yem oguH
pa3s B rog, pekomeHayetcs BoinonHATb OKI n Y3U cepaua,
yoenss 0coboe BHUMaHME COCTOSIHMIO KOPHS aopThl, CTe-
neHyn nponabrpoBaHMs U MUKCOMATO3HONO M3MEHEHUS
knanaHoB cepaua. Oetn ¢ ACT TpebyloT perynspHoro ne-
YeHUs1 B CMeumnann3mpoBaHHbIX caHATOPUSX AJ1s BObHbIX
C naTonormen onopHo-ABUraTelbHOro annapara, a no no-
Ka3aHUsSM 1 CepAevYHO-COCYaANCTOM cUCTeMbI. MaumeHThb
C TSKeNbIM TedeHreM 3ab60eBaHns HYXXOATCs B MOXN3-
HEHHOM MeaUVLIMHCKOM HabnoaeHNN, MOCTOSIHHOM MPOoBe-
OeHUN HeMeaMKaMeHTO3HOM Tepanuu, a Nnpu BbIIBNEHUN
OMOXMMUNYECKMX HAPYLLEHUI — B CUCTEMATUYECKUX Kypcax
3amMecTUTesNbHON MeTabosinieckoin Tepanuun.

BakumHavums npoBoguTtcs no obuien cxeme. Mckno-
YeHneM SABASIOTCS NALUUNEHTbI C OC/TOXHEHHbIM TEYEHVEM
npeaplayLmx NPpMBMBOK, KOTOPbIX BaKLMHUPYIOT MO WH-
OvBuayanbHoMy rpaduky, Wagswmm MeToaoM ¢ npen-
BapUTEsIbHOM NOArOTOBKOMN.

BoeHHas cnyx6a. NonoxeHne o BoeHHO-BpayebHoOW
aKkcnepTule, yrBepxaeHHoe loctaHoBneHnem [paBu-
Tensctea PP «O6 yrBepxaeHuun NonoxeHns o BoeHHo-
BpayebHoli akcnepTuse» Ne 565 ot 4 mnionsa 2013 roaa,
COLEPXUT KaTeropum rogHOCTU K BOEHHOW cnyxbe B 3a-
BMCMMOCTW OT XapakTepa 1 TsSXecTn 3ab60neBaHuns, HO He
“MeeT oTaeNbHOW cTaTbn, nocesaweHHon ACT.

Mpu3biBHMKN ¢ HHCT MoryT ObiTb NpU3HaHbI HErO4-
HbIMW MO HacneACTBEHHOMY comaTudeckomy 3aborne-
BaHuio. Mpu3sbiBHMKN ¢ nposiBneHnsamu ACT MoryT 6biTb
NPU3HaHbl HErOOHLIMW WJIN OFPaAHUYEHHO FOAHLIMU K
BOWHCKOW CNyX0€e NMpu Hanmuinm opraHHbiX U3MEHEHW,
HanpMMep CO CTOPOHbI Cepae4yHO-COCYyANCTON CcucTe-
Mbl (APUTMUN, HENPOUMPKYNATOPHAA AUCHYHKUMA C
TEXENbIMU MPOSABIEHNSMMU), OPraHOB 3peHus (Muonus
BbICOKOW cTerneHun, 60ne3Hn Xxpyctanumka, COCyauCTomn
060/104KM, CeTyaTkK), OMNOPHO-ABMraTeNbHOro anna-
pata (CKonuo3s, Ma0CKOCTONMe, apTpo3, OCTEOMNOPO3).
Mpwn onpepeneHnn rogHOCTU OCHOBHYIO POJib UFPAET He
OMarHo3 Kak TakOBOW, a TAXECTb HapyweHUs OYHKLUU
opraHa unu cuctembl. B ka4ecTBe OCHOBHOrO AnarHo3a
ykasbiBaeTcs 3aboneBaHue, Hapyllawouiee paboTy op-
raHa (CucTtembl) U orpaHuymsaroee GYHKLNOHANBHYIO
CNOCOBHOCTb.

Meaguko-couynanbHas akcneptnida (MC3) y naumeH-
T0B ¢ HHCT 1 ACT npoBOANTCS HA OCHOBAHMW BbISIB/IEH-
HbIX MPW KJIMHUKO-WHCTPYMEHTaNbHOM 006CcnenoBaHum
HapyweHuin. OCHOBaHMEM AN NPU3HAHUS N1La B BO3-
pacte 0o 18 net kateropum «pebeHoK-UHBaNna» ABNSA-
€TCS: 3HAYUTENbHOE OrPaHNYEHNE XNIHEOEATENBHOCTH,
npuBosiLLee K coumanbHON aesagantaunm BCNeacTeme
HapyLUeHNs pa3BUTUS, POCTa, CMOCOBHOCTEN K camM0006-
CNYXWBAHWIO, MEPEnBUXEHUIO, OPUEHTALMU, KOHTPOS
noseneHns, obyyeHns, o6LLEeHNA N TPYLOBOW AesATeNb-
HOCTW B ByayLieMm.

B cBa3n ¢ tem yto ACT He MmeeT cTtaTyca camo-
CTOSITENBHOM HO3010rM4eckor dopMbl, NPU Hanpaene-
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HUM Ha MC3O B kayecTBe OCHOBHOro auarHo3sa Lueneco-
06pa3Ho ykasaTb Beaylliee 3abosieBaHNE Ui CUHAPOM,
NMOCNYXUBLLUNIA NPUYNHON yTpaTbl TPYAOCNOCOBHOCTU
(Bapuko3Has 0605e3Hb HWXHUX KoHeyHocTel, MK,
Oynne3Has amdusema, ckonmoTuyeckas gagedopma-
LMS MO3BOHOYHMKA U T. N.). Heob6xoammo noa4yepkHyTb
CUCTEMHbIA N NPOrpPeaMEHTHbI XxapakTep naTonormu,
NepevyncnvB ee OCHOBHbIE MPOSIBNIEHNS B rpade «Co-
nyTcTByloLwmne 3abonesaHus» [9].

lMpogpeccroHanbHas opueHTaumns n akcnepTnaa npo-
peccuroHabHov npurogHocTy. NpPoTUBONOKa3aHbl cne-
uranbHoOCTK, TpebyoliMe 3HAYNTENIbHOTO 3MOLMOHab-
HOIrO N GU3NYECKOIro HANPSXKEHUS, ASINTENbHOIO CTOSAHUS
1 GUKCMPOBAHHOIO NOJIOXEHUS TYNIOBMLLA. He nokasaHbl
npodeccun, CBA3aHHbIE C OXNTAXAEHMEM U Neperpesa-
HVeMm, paboToi Ha BbICOTE, C MNOBbILUEHHOM OMAaCHOCTbIO
TpaBMaTMama, BO3OENCTBUEM 3N1EKTPO-MarHUTHbIX MO-
Nei, TOKCUMYEeCKUX BeLLecTB, 00LLel 1 nokansHon Bubpa-
UMK, a Takke nepeHanpsXXeHnem 3peHus. dkcneptmaa
npodeccrnoHanbHOM NPUrogHOCTV NOAPOCTKOB A0JIKHA
NPOXOANTb B HECKOJIbKO 3TAMNoOB, Ha KaXA0M U3 KOTOPbIX
Bpay peliaeT 3a4a4m B COOTBETCTBMM C BO3PACTOM MNOA-
pocTKa, ypoBHEM ero obLieobpasoBaTeslbHOM NOAroToB-
K1 U COCTOSIHUEM 3[0POBbS.

1-/i aTan — NpPoOBOAUTCS B OETCKOM MOAUKIMHUKE B
pamMkax npo@unakTU4eckux MeauLMHCKUX OCMOTPOB. B
HacTosEee BPeEMS MEOULMHCKME OCMOTPbI LUKOJbHUKOB
NpoBOAATCA CornacHo npukasy MmHncTepcTea 34paBooX-
paHeHus Poccuniickon @enepaumm Ne 1346H o1 21 nekabps
2012 r. «O nopsiake NPOXoXAeHUs1 HECOBEPLLEHHONETHU-
MU MEeANLMHCKNX OCMOTPOB, B TOM 4YMCe Npu nocTynie-
HUK B 00pa3oBaTesibHblE YUpeXaeHUs 1 B nepuog oby4e-
HUS B HUX». OLLEHMBAETCA COCTOSIHNE 340POBbSA, HANMMYNE
BO3PACTHbIX PYHKLMOHANBbHbIX OTKIOHEHW, KIMHWUYECKNIA
CKPUHWHI HA COeANHUTENbHOTKAHHYI0 NaTOMornio.

Ha 2-m arane — (petckas MonvKIMHKKA), NPOBO-
ouTca akcnepTtnsa npodeccnoHanbHOM MAPUrogHOCTU
B pamMkax npeaBapuTesibHOro 1 Nepmoanvyecknx Meam-
LUMHCKUX OCMOTpPOB. OueHMBaeTCa TSXECTb TeyeHus
3aboneBaHust, uccnenylTcs GYHKUUU 3PUTESIbBHOrO U
CJ/TlyXOBOr0o aHannM3aTopoB, ONMOPHO-ABUraTesbHOro an-
napara, CepaeyHo-cocyamcTon U ObixaTeNbHOM CUCTE-
Mbl, aganTauMOHHbIM MOTeHuuan opraHoB, Haubonee
YA3BUMbIX MPU OENCTBUM TOrO MU MHOIO Npodeccro-
HanbHOro dakropa.

3-11 aTan NnpenyCMOTPEH B CIOXHbIX ClydYasix aKcnep-
TN3bl NPOPECCUOHANBHON MNPUroAHOCTM MOOPOCTKOB C
TskensiM TeyeHnem HHCT n ACT ¢ npmBne4yeHnem KoH-
cynbTaHTa no 3abonesanunsm CT n Bpaya-npodnartonora.

lMcuxotepanus. OCHOBHas LeNb — BbipaboTka cucTe-
Mbl a4eKBaTHbIX YCTAHOBOK 1 3aKpPEmneHne HOBOW INHUN
noBefeHnsl B CEMbe NauneHTa, 4To NomMoxeT obecneyunTb
3dDEKTUBHOCTL neveHns pebeHka. BaxHO pas3bsiCHUTL
noapocTky (U 06a3aTenbHO ero poauTeNsaM) xapaktep
MMEIOLMXCS Y HEro KIMHMYECKUX CUMMNTOMOB, 00Yy4nTb
MeToZaM ayTOreHHol TpeHMpoBKkM. [0 nokasaHusM
OCYLLECTBASETCS NCUXON0rmyeckasa nogaepxka, ncmuxo-
JIOrM4ecKkoe KOHCYNbLTMPOBaHWeE, Ncmxonorndyeckas gma-
rHOCTUKA, MCUXONOrMYECKNIA TPEHWHT, MCUXONormyeckas
KOppeKuusi, NpoBoAATCA WHAMBMAYyaSNIbHbIE MO0 rpyr-
NnoBble MeTobl NCUXOJIOrMyeckom paboThbl.

Kputepusammn a¢pdekTmBHOCTH ancrnaHcepu3daumnm
crnenyeTt cumMTaThb ynydleHne o6Lero cocTosiHUS pe-
OeHka (NOBbILWEHVE TONIEPAHTHOCTU K U3NYECKON
Harpyske, yMEeHbLUEHME Y4acTOTbl U MHTEHCUBHOCTU
6011eBOro CUMHAPOMA, YBEJIMYEHME MbILLEYHOW CUSbI U
TOHyCa, HopManu3auns SMOLMOHaNbHOI0 COCTOSHNS).
BnaronpuaTHbIM MPU3HAKOM SBASIIOTCA HapacTaHue
Macchbl Tena, npekpalleHe NpPporpeccupoBaHns CKO-
nuosa, kmdosa, 3amenneHne TeMnoB YPEe3MEepHOro
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pocTa, YMeHblleHne cteneHun gedopmauum rpyaHomn
KNeTKn, npekpaweHne Winm YyMeHbLleHUEe 4YacToThbl
CMOHTaAHHbIX BbIBMXOB B CyCTaBaX, YMEHbLLUEHNEe CcTe-
MeHW MUOMUU, reMopparn4eckoro cuHpgpoma, pe-
UMOVMBOB CMOHTAHHOrO MHEBMOTOPAKca, Yiy4lleHune
COCTOSIHUS MONOCTU PTa, CTOMKAs PEMUCCUSA XPOHMYE-
CcKnx 3aboneBaHuii, aCCOLUMPOBAHHbLIX C NATONOrMeNn
COEANHUTENTbHON TKaHW.

OOGBbEKTUBHLIM  NOATBEPXAEHMEM 3(PPEKTUBHOCTU
JucnaHcepusauumn aBnRsioTcs pesynbratbl Nabopatop-
HbIX W WHCTPYMEHTa/IbHbIX METOLOB WCCNefoBaHuS.
BaxHo nobutbcs ctabunusaumm nokasatenein metabo-

7. 3AKAIOYEHUE

Ownarnoctuka n neveHne HHCT — oanH n3 cambix CNoXx-
HbIX pa3fenoB MeANLMHCKON HaykKu 1 neamatpun B 4acT-
HOCTU. Bnaropaps Hay4YHO-TEXHWYECKOW PEBOOLMN B
reHeTUKe OJ1i MHOMMX MOHOMeHHbIX 3aboneBaHuii coeam-
HUTENbHOM TKaHW C Y4eTKUM (EeHOTUNOM WM YCTaHOBJIEH-
HbIM TUMOM HACNeAOBaHUSA UAEHTUPUUMPOBAHLI COTHU
MyTaunii 1 NPensyioXeHbl HOBblIE MEPCMNEKTVBHbIE METObI
MONEKYNApPHON AmMarHocTukn. OpgHako GOMbLUMHCTBO K3
HUX B Poccum noka HenocTynHo. MoaTtomy ocoboe npak-
TUYECKOE 3HAYEHNEe UMEIT NpeacTaBleHHblIE B PEKOMEH-
Jaumax negmaTpuyeckme acnekTbl BoigBneHus psaa HHCT,
VIMEIOLLMX COrMacOBaHHble MeXAyHapoOHble KpUTepun
ONArHOCTUKW. OTO MOMOXET CO30aTb OAHOTUMHbIE FPYMMbI
OonbHbIX AeTen ansg Bepudurkaumm amarHo3a B 6yayLiem.

[ns novcka reHoB-kaHaMAaTOB, OTBEYaoLLMX 3a GopMuU-
poBaHuve ACT 6e3 4eTKO 04epPUYEHHOW KIIMHNYECKOWN KapTUHBI
M TUNa HacnenoBaHws, Havbonee ajfekBaTHbIM NMPEACTaB-
NIIeTCA METO[, MOHOrEHOMHOIO CKaHMPOBAaHUS OAHOHYKI1Ee-
OTUAHbIX NOAMMOPOHBIX 3aMeH (SNPs). OgHako CNOXHOCTb
€ro UCNoJsib30BaHUS 3aKio4aeTCs B OTCYTCTBUN YETKUX KPU-
TepUeB AMArHOCTUKM NpU 0TOope GoNbLUMX rPynn 60MbHbIX
C OOHOTWUMHOW KJIMHWMYECKOW KapTUHOW. [IpensioxXeHHble
anroputMbl amardoctukn OCT n ee deHOTUNOB y AeTeid,

NMPUAOXEHUA

lMpunoxenne 1
MynbTaucunIHapHbIi NOAXOA,
npuv AUarHOCTUKE HacJJieACTBEHHbIX HapyLUeHU
COeAVHUTEJIbHON TKaHu:

nmama CT, MUHepanbHOro obmMeHa, MUKPO3IEMEHTOB B
CbIBOPOTKE KPOBMU, @ TAKXE YJy4LLEHUS NHCTPYMEHTalb-
HbIX MapamMeTpPoB (yMeHblLeHne cTeneHn nponabuposa-
HMS KNlanaHoB cepAua, OTCYTCTBME MPOrpeccrnpoBaHns
anameTpa KOPHS aopThl, YBEIMYEHUE COKPaTUTESIbHOM
CrnocobHOCTM MUOKapaa, perpeccrupoBaHne npu3HakoB
oCcTeonopo3a No AaHHbIM AEHCUTOMETPUN, YiydlleHne
COCTOSIHUS MHTPa- U 3KCTpakpaHManbHOro KPOBOTOKa
no gavHeiM Y3 v ap.). Npu BeAeHnn Takux NauneHToB
Heobxoanmo cobnogaTtb onpeneneHHble TpedoBaHns K
pexunMmy Tpyaa, oTabixa 1 peabunutaumnm, U3N0oXEHHbIX B
rnase 6. ZJCT — 310 06pa3 >Xn3Hu.

MOFyT MOMOYb PELLUEHNIO 3TON Ype3Bbl4aMHO CIIOXHOM 3a-
naun. BnonHe nornyHo npepnonoxutb, 4to k JCT cerogHs
Mbl OTHOCUM He TOJIbKO PeAKO BCTPEeYaoLLMEeCs MOHOMeHHbIE
3a60neBaHNsl CO CMELLaHHbIM (PEHOTUMOM, HO U LIENbIA Psif,
reHeTU4eckn HEOOQHOPOAHBIX MOHOTeHHbIX GOopM, 06YCNoB-
JIEHHbIX «MAMKUMMW» MyTaLUMSMKN, KOTOPbIE UAYT NOL MaCKOW
NOJINFEHHO-MYNLTUGhAKTOPUANTILHOM NaToNorMK.

Bpay-neguatp A[OMKEH yMeTb [AMarHoCTMpoBaTb
knaccudunumpyembie MmoHoreHHole HHCT, CT n gucnna-
cTndeckmue @GeHoTUnbl, 3HaTb NokasaHwsa Oas Menuko-
reHeTUYeCKoro KOHCY/bTUPOBAHUS, YMETb ONpenennTb
TaKTUKy BEOEHWUS U NNaH JIe4eHUs, HanpaB/IEHHOrO Ha
KOPPEKLUMIO BbISIBIEHHbBIX HAPYLLIEHWUA, YiyyLlEeHNE Ka4e-
CTBa XWU3HWN N NPOPUNAKTUKY Pa3BUTUS BO3SMOXHbIX OC-
JNIOXHEHWIN y pebeHkKa.

JanbHenwee HakonaeHue 3HaHun B obnactn gva-
rHocTuku pasnuyHbix HHCT, OCT n ee ¢deHoTMnoB,
npoBeAeHNE MHOIMOLEHTPOBbLIX PaHOOMU3UPOBAHHbIX
UCCNeL0BaHNM, HanpasJfieHHbIX HA MOUCK 3 deKTnB-
HblIX METOA0B NeYeHNs U NPOPUNAKTUKU, CTAHYT OCHO-
BaHMEM ON19 JanbHENLWEro yrny6bneHuns Hawmx 3HaHui
B 9TON 06nacTM MeauuMHbl U COBEPLUEHCTBOBAHUSA
LaHHbIX peKkoMeHJaLun.

lMpunoxeHne 2
MnaH MuHUManbHbIX (1-1 3TanN) N BO3MOXHbIX

(2-i1 3Tan) MHCTPpYMeHTaNbHbLIX METOA40B 06CNeaoBaHus

nepeyvyeHb Heob6XoANMBbIX cCneuuanucToB

MepBblit 3Tan — CKPUHUHT

MepBbiii 3Tan — CKPUHUHT

Mepnatp

Kapavonor

OpTonen

OKynucT

Hesponor
[acTpoaHTeposor
Hedponor
OTOpPUHONAPUHIONOr
CromaTonor

* 3K, OxoKIl
* Y3W BHYTpEHHUX OpraHoB
* Y3 weliHoro otaena no3sBoHo4YHuKa (LLOTM)
» PeHTreHorpadwmsa LLON
» PeHTreHorpadua Apyrux OTAEN0B NMO3BOHOYHMKA
(no nokasaHunsM)
» HepocoHorpadus (HCI)
* Y3I" cocynoB B 3KCTPa- M MHTPaKpaHWanbHbIX pexmnMax
* 33T (N0 nokasaHuaMm)
« PeHTreHorpadus opraHoB rpyaHoi knetku (No nokasaHusim)

BTopoil 3Tan — yTouHeHne AnarHosa

BTopo# 3Tan - yToMHEeHWe AnarHosa

MepnaTtp-KoopanHaTOp
[emaTonor
[MynbMoHos10r
SOHAOKPUHOMOr
MMMyHonor

Xupypr

JeTckuii angponor
LeTCcKnii ruHekonor
[depmaTtonor
Mcuxonor
[cuxoTepaneBT

[0 NokasaHusaM — reHeTuK

» BenospromeTpus, XonTepoOBCKOE MOHUTOPUPOBAHWE, CYyTOYHOE
MOHMTOpupoBaHue Al, BapnabenbHOCTN CeEpAEYHOro pUTMa

» CnvpomeTpus, cnuporpadus

» [lynnekcHoe ckaHMpoBaHue BeH (Mo nokasaHusaMm)

* MPT no3BOHOYHMKA (MO NOKa3aHUsAM)

* WcknioveHne aypanbHoit akTasum (MPT)

* VickntoveHne npoTpysnn BEPTIYXXHOM BNagnHbl
(peHTreHorpadpus)

» OcTteogeHcUTOMETPUSA
1 BCero ckeneta

» [lnaHTorpamma

* MPT B pexume aHrnorpadun (No nokasaHusmM)

* Y3W ypeBHOro otaena aopTbl (N0 NokasaHUsaMm)

* MPT nerkux (No nokasaHusM)

NOACHUYHOIo oTaena NO3BOHOYHUKa
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lMpunoxeHne 3

Mnan MuHMManbHoro (1-# aTan) U BO3MOXHOro
(2-i1 aTan) nabopaTopHoro o6cnenoBaHus

MepBbli 3Tan — CKPUHWUHI

* KJIMHUYECKUI aHanuns3 KpoBU
* KJIMHWYECKUM aHanM3 Mo4mn
* KJIMHMYeckasa buoxmmus

« okcunponuH (Or)
* rnMkosoamuHornmkanbl (FAlN) cyt/moumn

BTopoii 3Tan — yTouHeHue AnarHosa

(no nokasaHuaM).

¢aroumTtosa B peakunmn ¢ HCT (no nokasaHusam)
» MonekynsapHo-reHeTu4yeckme nccrefoBaHms

» Pacnag (O cyTt/mMoun, nupunuHkc-D cyT/mMoun, B-Cross Laps TecT KpoBWM U Ap.) U CMHTE3 KonslareHa 1-ro tuna
(ocTeokanbuunH, 06WNIT aMMHOTEPMUHAbHbIV NponNenTua npokonareHa 1-ro tuna, obwuii PINP)
» Ca, P, Mg, K, Ca++, obwunin ButamumH D3(OH), MTI, KT, TTl, T3, T4 ceiBOpOTKM KpoBu; Ca, P cyt/moun

» KonnareHocneuundguyeckme MMKpO3SIEMEHTbI KpoBU/TKkaHen: Mn, Cu, S, Si, Zn, Se, B (Bonochl)

* ArperaunoHHas dyHKumnsa TpomboumnTos, pakTop Bunnebpanaa, pubpurHoreH, NpoTpoMbuH, NoNMMopdu3mM
reHoB onaTHOro uukna v onpeaeneHne npeapacrnosioXXeHHOCTU K TpoMbodunum (nNo nokasaHusaMm)

* OCHOBHble cybnonynsiuMm MMMYHOKOMMETEHTHbIX KNneTok, IgA, IgM, IgG, IgE, UUK, nokazaTtenun

lpunoxeHne 4

NEPEYEHb PAAA HACAEACTBEHHbIX HAPYLUEHUA COEAUHUTEABHOM TKAHU
C MAPPAHONOAOBHbIM PEHOTUIMOM

1. CuHpgpoM runepmobunbHocT cyctaBoB (JOINT
LAXITY, FAMILIAL; OMIM: 147900)

2. CvHOpPOM HacneacTBEHHOrO nposanca MuTpanb-
Horo knanaHa (MITRAL VALVE PROLAPSE, FAMILIAL,
OMIM: 157700)

3. MASS-cuHgpom
604308)

4. CuHppom MappeHa — Yonkepa (MARDEN-WALKER
SYNDROME; OMIM: 248700)

5. Cungpom xpynkon porosuubl (BRITTLE CORNEA
SYNDROME 1; OMIM: 229200)

6.CungpomBelina-Mapuesanu, 2 (WEILL-MARCHES-
ANI SYNDROME 2,0MIM: 608328)

7. CuHgpom Ctuknepa, tun 1
DROME, TYPE I, OMIM: 108300)

8. CuHgpom Ctuknepa, Tun 1, HECUHOPOMAJbHbIN,
NPENMYLLECTBEHHO C ra3Hon cumntomaTukon (STICK-
LER SYNDROME, TYPE I, NONSYNDROMIC OCULAR;
OMIM: 609508)

9. Cunpgpom Ctuknepa, tun 2 (STICKLER SYN-
DROME, TYPE Il; OMIM: 604841)

10. Cungpom Ctuknepa, tun 3 (STICKLER SYN-
DROME, TYPE Ill; OMIM: 184840)

11. HacnenctBeHHas KOHTpaKTypHash apaxHOoLakTu-
nns, cuHapom bunca (ARTHROGRYPOSIS, DISTAL, TYPE
9; BEALS SYNDROME; OMIM: 121050)

12. WnputueHa — Monbadepra KpaHMOCUMHOCTO3, Map-
GaHOMaHbIE CUHAPOM C KpaHMocuHOCcTo30oM (SHPRINT-
ZEN-GOLDBERG CRANIOSYNOSTOSIS SYNDROME; MAR-
FANOID CRANIOSYNOSTOSIS SYNDROME; OMIM: 182212)

13. CuHaopom Cutis laxa HeoHaTanbHbIN, ¢ Mapda-
HonaHbiM deHoTunom (CUTIS LAXA, NEONATAL, WITH
MARFANOID PHENOTYPE; OMIM: 614100)

14. MHOXeCTBEHHAA 9HOOKPUHHASA Heomnnasus, Tun
IIB (MULTIPLE ENDOCRINE NEOPLASIA, TYPE, 1B,
OMIM: 162300)

(MASS SYNDROME, OMIM:

(STICKLER SYN-

15. BonesHb MNarina (PYLE DISEASE, OMIM: 265900)

16. MapdaHongHbin deHoTun ¢ mukpouedanuen
n rmomepynoHedpputom (MARFANOID HABITUS WITH
MICROCEPHALY AND GLOMERULONEPHRITIS, OMIM:
248760)

17. MapdaHongHbin deHoTun ¢ situs inversus
(MARFANOID HABITUS WITH SITUS INVERSUS, OMIM:
609008)

18. MapdaHoMOHbIN CUHAPOM C YMCTBEHHOW OT-
ctanoctbio (MARFANOID MENTAL RETARDATION SYN-
DROME; OMIM: 248770)

19. YmcTBEHHass OTCTaNOCTb, CLEMNEeHHas C
X-XpoMocoMon, cuHapomHas, Tun CHanpepa — POBUH-
coHa (MENTAL RETARDATION, X-LINKED, SYNDROMIC,
SNYDER-ROBINSON TYPE; OMIM: 309583)

20. TomoumnctuHypus (HOMOCYSTINURIA; OMIM:
236200)

21. MeTunmanoHoBas aunaypusi C rOMOLNCTUHYPUEN
(METHYLMALONIC ACIDURIA AND HOMOCYSTINURIA;
OMIM: 277400)

22. Tetpacomusa 15926 (TETRASOMY 15g26; OMIM:
614846)

23. CuHgpom Tpucomum xpomocombl 8 (CHROMO-
SOME 8 TRYSOMY SYNDROME)

24. CuHgpom 9p- (CHROMOSOME 9p DELETION
SYNDROME; OMIM: 158170)

25. Cungpom gynnukaumn 17p13.3 (CHROMOSOME
17p13.3 DUPLICATION SYNDROME; OMIM: 613215)

26. Cungpowm del (3)q(29), cuHgpom del (5)p (15.33),
cuHppom JlyinaH — @puHca (LUJAN-FRYNS SYNDROME,
OMIM: 309520)

27. CvHOpOM 3afepXku YMCTBEHHOrO pPas3BuUTUS,
X-cuenneHHbin (MENTAL RETARDATION, X-LINKED,
SYNDROMIC, RAYMOND TYPE; OMIM: 300799)

28. CuHgpom KnanHdenbrepa (KLINEFELTER SYN-
DROME)

lMpunoxeHne 5

HACAEACTBEHHbIE HAPYLLUEHUS COEAUHUTEABHOW TKAHU
C T’MNEPMOBUABHOCTBIO CYCTABOB

1. CuHgpom 3nepca — [daHno, ¢ NepuogoOHTUTOM
(EHLERS-DANLOS SYNDROME, PERIODONTITIS TYPE;
OMIM: 130080); paHee C3A4 Yl Tuna

2. CuHgpom Onepca — aHno ¢ auchdyHKUMEN TPoM-
6ounToB M3-3a nartonorum ¢dubpoHekTnHa (EHLERS-
DANLOS SYNDROME WITH PLATELET DYSFUNCTION

28

FROM FIBRONECTIN ABNORMALITY; OMIM: 225310),
paHee CO/[ X Tuna

3. CuHpopom 3dnepca — [aHno, MbIlLEYHO-KOHTPaK-
TypHbIt TN (EHLERS-DANLOS SYNDROME, MUSCULO-
CONTRACTURAL: OMIM: 601776)

4. CnHppoM dnepca — danno, Hecneumduieckuii Tmn
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(EHLERS-DANLOS SYNDROME, UNSPECIFIED TYPE;
OMIM: 130090)

5. CunHgpom Onepca — daHno, tun bucneinn — Kos-
Ha (EHLERS-DANLOS SYNDROME, BEASLEY-COHEN
TYPE; OMIM: 608763)

6. CuHgpom Onepca — [JaHno, ayTOCOMHO-peLec-
CUBHbIN, KapanoackyngpHasa dopma (EHLERS-DAN-
LOS SYNDROME, AUTOSOMAL RECESSIVE, CARDIAC
VALVULAR FORM; OMIM: 225320)

7. CnHgpom Onepca — [JaHno, NporepoungHbii Tum,
1 (EHLERS-DANLOS SYNDROME PROGEROID TYPE 1;
OMIM: 130070)

8. Cungpom dnepca — JaHno, nporepoungHblii Tun,
2 (EHLERS-DANLOS SYNDROME PROGEROID TYPE 2;
OMIM: 615349).

9. Cungpom 3atbinoyHoro pora (OCCIPITAL HORN
SYNDROME; OMIM: 304150).

10. CemeitHas HecTabunbHocTb cyctaBoB (JOINT
LAXITY, FAMILIAL; OMIM: 147900).

11. MapdaHongHon rmnepmMoOdUNbLHOCTU CUHAPOM
(MARFANOID HYPERMOBILITY SYNDROME; OMIM:
154750).

12. [ducnnasus knanaHoB cepaua, X-CuenieH-
Has (CARDIAC VALVULAR DYSPLASIA, X-LINKED; OMIM:
314400)

13. Cunppom JlapceHa (LARSEN SYNDROME; OMIM:
150250)

14. MHOXECTBEHHbIE BbIBUXW CYCTaBOB, HAHM3M, Yyepen-
HO-NMLEBbIE ANCMOPPUN N BPOXOEHHLIE MOPOKM CepALa,
cuHgpom JlapceHa, aytocomHo-peueccusHbin (MULTIPLE
JOINT DISLOCATIONS, SHORT STATURE, CRANIOFACIAL
DYSMORPHISM, AND CONGENITAL HEART DEFECTSMUL-
TIPLE; LARSEN SYNDROME, AUTOSOMAL RECESSIVE;
OMIM: 245600)

15. JNapceH-noao06HbIi
SYNDROME; OMIM: 608545)

16. CuHgpom Bsanown koxum (CUTIS LAXA, AUTOSOMAL
RECESSIVE, TYPE lIA; OMIM: 219200)

17. CnongunosnumetadusapHas aucnnasvg ¢ He-
CcTabunbHOCTLIO CcycTaBoB, Tun 1, ¢ Hanuunem/oTcyT-
cteuem nepenomoB (SPONDYLOEPIMETAPHYSEAL
DYSPLASIA WITH JOINT LAXITY, TYPE 1, WITH OR WITH-
OUT FRACTURES; OMIM: 271640).

18. CnoHgunnoxepoancnnasus, anepcono-
0OOHbIM  cuHopom  (SPONDYLOCHEIRODYSPLASIA,
EHLERS-DANLOS SYNDROME-LIKE; OMIM: 612350)

19. CnHppomM BPOXAEHHOro BbiBUxa Geppa C rm-
nepMoOuIbHOCTLIO MasblLEB U JIMLEBBIMA OMCMOP-
duammn (HIP, CONGENITAL DISLOCATION OF, WITH
HYPEREXTENSIBILITY OF FINGERS AND FACIAL DYS-
MORPHISM; OMIM: 601450)

20. leTepoTONMa NEPUBEHTPUKYNSPHASA C NPU3HAKamMm
cuHgpomMa Onepca — Hdanno (HETEROTOPIA, PERIVEN-
TRICULAR, EHLERS-DANLOS VARIANT; OMIM: 300537)

cuHpgpom (LARSEN-LIKE

lpunoxeHne 6

AUCTAA3UA COEAUHUTEABHOW TKAHU — STO OBPA3 XXU3HHU

(namsATka onga geten n nx pogmutenen)

lMoka3aHbi:

e [NpoaykTbl NUTaHWs, oboralleHHble 6eskamm (MSico, pbiba, kanbMapsbl, Gacosb, OPeExM), MUKO3AMUHOMMKAHAMK Mpu
OTCYTCTBMU NPOTUBOMOKA3aHWNIA CO CTOPOHI XENYA04HO-KMLLEYHOMO TpakTa 2—3 pa3a B HeLesNto — Kpenkue 6ynboHbl, 3anmnB-
Hble 611042 13 Msica 1 peibbl, BuTamuHamu (C, A, E, PP, rpynnsl B — B+, Bo, Bs, Bg), Makpo- 1 MMKpOKpPO3nieMeHTamMu (KasbLu-
eM, ®ochHOpPOM, MarHMem, Meapto, LIUHKOM, CENEHOM, MapraHLUEeM, KPEMHUEM, CEPOii, BOPOM).

o [1pKn 4pe3mMepHO BLICOKOM POCTE — C paHHEr0 BO3pacTa NOCTOSIHHbIA MPUEM BbICOKOXMPOBLIX 3HNUTOB knacca Omera-3,

TOPMO3ALLNX CEeKPeLnto ropMoHa pocCTa.

e ExxeHeBHble (C Y4ETOM NEPEHOCUMOCTHN) PU3NYECKNE TPEHNPOBKM, HAMPaBJIEHHbIE HA YKPENJIEHMNE MbILLUL, CMINHBI, XN-
BOTa U KOHEYHOCTEW. YNpaxHeHWs MPOBOAATCS B GECKOHTAKTHOM CTATUKO-AMHAMUYECKOM PEXMME, B MOJIOXEHMN NiexXa Ha

CnuHe.

® A3pOOHbIE TPEHMPOBKN CEPAEYHO-COCYANCTON CUCTEMbI (X0ap0a NeLkoMm, nyTeLecTsuns, 6er TpycLoi, KoMdpopTHoe
KaTaHWe Ha Beslocunene, urpa B HacTOSMbHbIM TEHHUC, X0Ab0a Ha NibhKax, 003UPoBaHHAA Grandeckas Harpyska Ha TpeHaxe-

paxwu gp.).

e [aponpoueaypsl, ne4ebHOoe nnaBaHne, CHUMalOLLEE CTaTUYECKYIO HAarpy3Ky Ha MO3BOHOYHYIK.
o 3aHATnS GU3KYILTYPOI Mo ocnabneHHol nporpamme (cneurpynnst, JIPK).
e OrpaHunyeHuns (He 6onee 3 kr) B HOLLEHWUW TSXECTEN, NPY NOABEME KOTOPbIX MCMO/b30BaTh B KAYECTBE NOABEMHMUKA

HOrn, a He CnuHy.

e [cmxonorunyeckas KoppekLms 60bHbIX U YIIEHOB NX CEMEA.

e [1py NnponabrpoBaHuM KnanaHoB cepaLa, pacluMpeHnn KOpHS aopTel — exerogHo 9xoKr™ 1 OKT.

o [pun pacLuMpeHnn KOpHS aopThl 6oniee 4 CM — NPUMEHEHNE CENEKTUBHBIX -aapeH0610kaTOPOB B MUHUMAaSbHO addek-
TUBHOW MHOVBUAYaNbHO NOA0OPaHHON A03€ Mo KOHTPOIEM NYNibCa U YPOBHS apTeEPUanbHOro AaBNEHNS.

e ExxeroaHbIlii KOHTPONbL 3a COCTOSIHNMEM NokasaTeneit oomeHa CT, JaHHBIMU AEHCUTOMETPUN, NNAHTOrPaMMBbl, ONTHYe-

ckasi Tonorpadus NO3BOHOYHMKA U ApP.

e [0 NokasaHWsIM — KOPPEKLMS BbISIBIIEHHBIX METAB0IMYECKNX HAPYLLEHWIA.

o [pu nioBbIX XMPYPrnYeckmx BMeLlaTeNbcTBax y 60/bHbIX C Nponancamy KianaHoB C BblPaXeHHbIMY MUKCOMAaTO3HbIMM
N3MEHEHUSIMU C LieNbio NPOodUNakTUKN SHA0KApAMTa — Ha3HaYeHre aHTMbakTepuanbHbIX MpenapaTos.

e [lepep NpeacToALWMM ONepaTMBHLIM IEYEHNEM Ha KilanaHax cepaLa, cyctaBax, rpyaHON KNeTke, MO3BOHOYHUKE — KOP-

PeKuns BbIABIEHHbIX BUOXUMUNYECKNX HaprJEHMVI.

e MeaunKo-reHeTn4eckoe KOHCYIbTMPOBaHMe nepem BCTynieHnemM B 6pax.

lMpoTuBonoka3aHbi:

® Pa3HOBWIHOCTM KOHTaKTHOrO CopTa, TsxXesnas aTineTrka, U3SOMeTPUYECKME TPEHNPOBKU, yHacTNE B CNOPTUBHBLIX COPEB-
HOBaHWSIX, TSXESIblE CEJIbXO3SNCTBEHHbIE PAOOTHI, MOXOAb! HA ANNTESbHbIE ANCTAHLMM, NCUXNYECKNE NEePerpy3ku.

o [py rMnNepmoBuIbHOCTY CYCTaBOB — PACTSXKM, BUCHI, YPE3MEPHOE BbITSXKEHME MO3BOHOYHMKA.

e [podeccun, cBsi3aHHble C 6OMbLLINMU GUSNHECKUMU 1 SMOLMOHANBHBIMU Harpy3kamu, BUOpaumeit, KOHTakTaMm ¢ Xu1-
MUYECKMMM BELLECTBAMM, BO3LENCTBMEM BbICOKUX TEMMNEPATYP 1 paamauuu.

@ [1py CKJIOHHOCTY K CMIOHTAHHOMY MHEBMOTOPAKCY — Pe3kune konebaHus atMocdePHOro AaBeHns, HbIpsiHUE, NOJIb30Ba-

HMWe MeTpO, NosieTbl Ha CaMoeTe.

e [1pOXMBaHNE B 30HAX XAPKOro KnumMaTa 1 NoBbILLIEHHOW paguaumn.
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KOMNAEKC YNPAXXHEHUIA (MO U. A. BUKTOPOBOM U COABT., 2011)

i

M.n.: Horm Ha LLNPUHE nriey. MoaHaTb PYKK 4epes
CTOPOHbI BBEPX, BOOXHYTb, NOTAHYTbCA,
OnyCTUTb PYKWU, BbIOOXHYTb

5 pas

S¥is

BbInosnHuTb KpyroBble OABMXeHUA noovyepeaHo B
Ny4e3anAcTHbIX, JTOKTEBbIX, Mie4vyeBbIX CyCTaBax

10 noBTOpPEHUN
B 06€ CTOPOHbI

W.n.: cTtoa Ha ogHOM Hore.
BbINonHUTL BpalleHMe B KOMEHHLIX, a 3aTeEM
B rONIEHOCTOMHbIX CycTaBax

10-15
NOBTOPEHUI

CummeTpuyHoe BpaLleHne

10 pas Bnepea

nnedy Bnepen, 3atem Hasag 1 Hasag
PbiBKOBbIE ABMXEHUSA pyKamm 10
Ha 4 cueTa NOBTOPEHUI
M.n.: cTos cnHOM K CTEHE, MAY Ha YPOBHE MOSICHMLbI. 10-20
BbinonHaTe npucegaHus. Yron crubaHns B KONIEHHOM .
o NOBTOPEHUI
cyctaBe He bonee 90
W.n.: cTos CNMHOM K CTEHE, PYKM COTHYTHI B NTIOKTEBbIX
cycTaBax, npuxatbl K KOpnycy, acnaHgep crnerka HaTaHyT. 10
BbinpsamnTb pyku Bnepes Ha Bbl4oXe, NOBTOPEHWI
BEPHYTbCS B MCXOOHOE MOMOXEHNe
W.n.: pykn BeinpsiMneHbl nepea cobon, acnaHaep 3akpenseH
Bnepeam v crierka HaTaHyT. CrubaTb pyku B NTOKTEBbIX 10
cycTaBax, NpMBOASA UX K MOSACY Ha BblAOXE, OAHOBPEMEHHO NOBTOPEHUI
CBOAMTb Nnonatku. Ha Bbigoxe BEPHYTLCH B U.N.
Mo 10
M.n.: pyka corHyta B NNOKTeBOM cycTaBe Ha 90° NOBTOPEHUI
W, pactarveas, acnaHgep NpUBOANTCS K XKMBOTY ONs npason

1 NIeBOW pyKun

M.n.: cTos nnu cuas, pykn COrHyThbl B JTOKTAX U pa3BeeHbl

+ =L o

B CTOPOHbI, yAepX1Bas acnaHaep, 3akpenneHHbIn c3aau. 10
Ha Bblgoxe cBoanTb pyku nepen cobon, Ha BAOXe — NOBTOPEHUI
BEPHYTbCS B MCXOOHOE NOMNOXEHNe
M.n.: pykn COrHyTb B JTOKTEBbIX CycTaBax, JIOKTU
pacnonoXxute No 6okam OT TynosuLa. dcnaHaep 10
YOEPXUBATb HA YPOBHE MNeYEBbIX CyCTaBOB NOBTOPEHWI
nepen cobow, pacTarMeasi ero B CTOPOHbI
M.n.: pykn COrHyTb B FTOKTEBbIX CycTaBax, JTIOKTU
pacnonoXxutb No 6okam oT Tynosuwa. AcnaHaep 10
yAEPXUBaTb Ha YPOBHE MNieYeBbIX CyCTaBoOB NOBTOPEHMWI
3a CNWHON, pacTarneBas ero B CTOPOHb!
W.n.: pyku BbInpAsMUTL nepen cobor napannensHo nony. 10-15
PacTtarneatb acnaHgep B CTOPOHbI, Y AepXMBas .
NOBTOPEHWI

€ro Ha ypOBHE MnJie4eBblX CyCTaBoOB

(9%
(e}
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W.n.: cuas unm ctoa. AcnaHaep 3akpenneH Haf rornosown,
PYKV NOOHATbLI BBEPX, 3CNaHOEp Crerka HaTsHyT.

NOTSIHYTbCS NOKTEM JIEBOW PYKU K KONEHY NPaBOW HOrn

Ha BbljoXe onycTuUTb pyKu Yepe3 CTOPOHbLI Tak, YTOObI 10
KNCTW HaxXO4MIMCb Ha YPOBHE MIe4YeBOro cycTaBsa. NOBTOPEHWUI
YaepxaTb NONOXEHWE HECKOINbKO CEKYHZ
N Ha BOOXE NOLHATb PYKN BBEPX
M.n.: cnas Ha Mside, acnangep pUKCMpoBaH Horamu.
Ha Bblgoxe pacTaHyTb acnaHgep, NOAHATb MfeYn, CBECTU 10
nonaTtku. YaoepxaTtb NOMOXEHNE HECKOSbKO CEKYHA. NOBTOPEHUI
BepHyTbcs B W.M., BbIJOX
M.n.: cuas Ha cTyne, pyku BbINpsAMIEHbl Bnepes
1 BBepx. OcnaHaep 3akpenneH ceepxy. [Npu pactarnsaHmm 10-15
acnaHgepa pykv NpuBoaSATCS K TYNOBULLY, NOBTOPEHWUI
a CrnvHa ocTaeTcsi NPSAMON
Q;jé\ M.n.: nexa Ha >u1BoTe, 9cnaHaep 3akpenneH B obnactu 10-15
rONEeHOCTONMHbIX CYCTaBoB. BbINonHATL crubaHne .
VJ MOBTOPEHUM
B KOIEHHbIX CyCTaBax
W.n.: cnas Ha cTyne, ogHa Hora BbinpsimieHa. OanH 10-15
KOHeL, acnanaepa B pykax, Apyrov 3akpenseH Ha cTone. NOBTOPEHMU
BbinonHaTb NnogoLwBeHHoe crnbaHune
ﬁ M.n.: nexa Ha crnvHe, HOTU COrHYTbI B KONMEHHbIX
1 Ta3obeapeHHbIX CycTaBax, PyKU CKPELLEHbI Ha rpyau. 15-20
lMogHMMaTh Ha BblgOXEe BEPXHIOK YacTb TyrnoBuLLa, NOBTOPEHWUI
M He OTpbIBasi NMOSICHULIbI OT Mora
W.n.: nexxa Ha nony, NpaByk HOTY MOMOXMb HA KONEHO 15-20
neBou Horu. MpuNoaHATL rOfoBY U NSIEYN U OOHOBPEMEHHO .
NOBTOPEHUI

M.n.: nexa >XMBOTOM Ha MsAYe: HOMM napaninernbsHO nony
UNN YyTb BBEPX. Tenepb «XOAMUTE» Ha pyKax Tak, YToObI

Mpokatute may

N 10 pa3
MsiY MpoKaTbIBaNCs OT rofieHen o rpyam 1 obpaTHo
M.n.: cnas Ha Mside, acnangep pUKCpoBaH Horamu.
Ha Bblgoxe pacTaHyTb acnaHAep, NOAHATL Nieyu, 10 pas
CBECTM fnonaTku. YaepxxaTb NoNoXXeHNne HeCKONMbKO P
cekyHA. BepHyTbcs B u.M., BbIJOX
M.n.: cuas Ha msde. 20
MepekaTbiBaTbCA BNepen U Ha3az NOBTOPEHWI
NooyepeaHo nogHMMaTh 10
NPOTMBOMOSIOXHYH PYKY U HOTY NOBTOPEHWUI
W.n.: nexa Ha nony, Horu Ha mMsade. NogHumatb Tas 10
Hapg, Noriom, uckrtodasi npornbaHme B NosicHMLE NOBTOPEHWUI
W.n.: cuas Ha msade. NooyepenHo nogHMMaTb 10
NPOTUBOMOJIOXHYIO PYKY U HOTY, COXpaHssi paBHOBECUHE NOBTOPEHWUI
W.IMN.: cnos. 10-15
CxxumaTb MAYb MexXay KONneHHbIMU CycTaBaMu. NOBTOPEHUI
&C@ M.n.: nexa cnnHom Ha nony, ynupasce B Msi4 CTONamu. 10-15
MepneHHo nogHUMaTh M onyckaTb Ta3s NOBTOPEHUI
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. OpHokpatHo,
W.n.: nexa »xnBoTtoM Ha msaye. Pykn n Horn paccnabrneHsl,
HECKOMbKO
KacarTcsa nona, ronosa onyLieHa
CEeKyHA
W.n.: To xe. Knctun n konenu Ha nony. MNogHATb 6-8
rOPU30OHTarNbHO PYKU, BbIMPAMUTL TYNOBULLIE. YAEpPKMBaTb .
NOBTOPEHUI
nonoxexue 3-5 c. BepHyTbCa B K.M., paccnabuTbes
M.n.: nexa cnMHom Ha ms4e, Kopnyc BbinpamIieH. Horu
COrHyTbI NoA npsMbIM yrnom. OnyckanTe aroguubl K nony 25
(Ms14 HEMHOTO «MpOoKaTbIBAETCA» OT MOACHWLbI K lonatkam), | MOBTOPEHUN
3aTem CHOBa BbINPSAMISANATE KOpMyC
W.n.: cugsa Ha msave. MegneHo HaknoHATb TynoBuLe Ha3aza 5.6
00 rOPU30HTANbHOIO YPOBHS C NMEpPeKaToM Ha CrvHY A0 .
NOBTOPEHUI
YPOBHS NlonaTok. BepHyTbcsl B CXo4HOE MONoXeHne
a) Msay, yoepxvBaeMmebin 06enmmn pykamum npmxatb Ko noy. 5.6
HapaenvBaTb Ha MSAY rONOBON, COXPaHASA HENTparnbHoe .
NOBTOPEHWI
NMONOXEHNE LLIEN
PESY — —
©) Mau npwxatb K 3aTbIfnKy. HagasnueaTb ronoBov Ha Msy, 5-6
COXpaHsisi HenTparnbHOE MoMoXeHue Len NOBTOPEHUI
B) Msiy npwxatb K BUCKY. HagaBnmBaTb ronosoin Ha msiy, 5-6
COXpaHsis HenTparnbHoe NoroXeHue Lwen NOBTOPEHNI
BbinonHATb nogoLBeHHoe crmbaHne 10-15
nanues CTOMbl, CKMMas MY NOBTOPEHWI
CTonbl pacnonoXxeHbl Ha MsAYe. 10-15
@ MpokaTbiBaTb MSAY Bnepes v Ha3ag NOBTOPEHUI

B komnnekce ®U3NYECKUX YNpaxHEeHWIA BblOeneHbl 6a-
30Bas U BapuaTuMBHas vacTu. basoBas 4acTb Komriekca
obsa3aTencHa 4S9 BbIMOSHEHUS, BKIOYAET AblXaTesfbHble U
obLlepasBmBaloLLmMe yNpaxHeHus. BapraTtuBHas yacTb JaeT
BO3MOXHOCTb BbliGOpa Bpayy U NauneHTy ynpaxHEHW, nc-
X0Oa M3 0CcoBEeHHOCTEN, BbISIBNIEHHBLIX NPY 06Cen0BaHUN.
OHa BKJIIOYAET M3OMETPUYECKME YMPAXHEHUS ANS MbILLL,

OKpY>XaloLWMX NPOoGAEMHbIE CYCTaBbl, YNPaXHEHUsa C CoMpo-
TUBNIeHMEeM, HGanaHCMpPOBaHMEM Ha TMMHACTUYECKOM MSYe.
Komnnekcbl ynpaxHeHus BbIMNOSHAOTCS NauyeHTamn B Oo-
MaLLUHMX YCIOBUSAX eXeOHEBHO U MUHMMYM 3 pasa B Heae-
mo. MauueHTy galoT cnenyiowme yCTaHOBKM: NPY BbIMOJIHe-
HUW YNPaXHEHW OoMKHA OTCYTCTBOBATb 60JIb; OMXHO ObiTh
X0OpoLlee cCamMo4yBCTBME Ha NPOTSXEHUN BCEro 3aHATus [9].

CMUCOK COKPALLEHUA U YCAOBHbIX OBO3HAYEHUM

A[l — ayTOCOMHO-OOMWHAHTHbI

AH® — aHTUHYKNeapHbIn hakTop

AP — ayTOCOMHO-peLeCcCUBHbIV

ACJO - aHtuTena k ctpentonuanHy O

Al — ryKo3aMyHOMMKaHbI

'MC — runepmo6unbHOCTL CycTaBoB

On — rugpokcunponuH

BAOrK — BopoHkoobpa3Has gedopmauins rpyaHoi KneTkum
B3XX — BbicOkOahheKTMBHASsA XKNAKOCTHAsA
XpomaTtorpadus

AIrMC — nobpokayecTBeHHast rMnepmMobunbHOCTb
CyCTaBoB

OAOT-cTuMynaumnsa — CTUMynsaums
AvagnHamnyecknMm Tokamm

ONULO — ne3okennMpUAMHONWH

OCT — oncnnasus coeguHUTENbHON TKaHu

OT — anvHa Ttena

DA — nmmyHO(bepMEHTHbIN aHanu3

KAIK — knneobpasHas gedopmavms rpyaHon KneTku
KT — komnbtoTepHas Tomorpadusi

32

HMNBM — HecTepouaHblie NpoTMBOBOCNANUTENbHbIE
npenapatbl

OnNn - okcunponuH

MupunuHkc-D — nokasatenb pe3opbunm

KOCTHOW TKaHu

MMK — nponanc mutpaneHoOro knanaHa

MUP — nonumepasHas uenHas peakums

PKA — paclumpeHHbIi KOpeHb aopThbl

CBCT - cucteMHoe BOBeYeHne coeanHnTEnbHON
TKaHU

CIMC - cvHOpOM rMnNepmMoBunbHOCTU CyCTaBoB
CM — cungpom MapdaHa

CMA[ — cyTOYHbI MOHUTOPUHI apTepuanbHOro
AaBnenHus

CO3 — cKOpOCTb OCeAaHUs 3PUTPOLIMTOB

CPB — C-peakTuBHbI 6enok

CT - coeguHuTENbHas TKaHb

C3[ — cuHapom Anepca — [laHno

Y3W — ynbTpa3BykoBoe nccnenoBaHne

Y®O - ynsrpadumonetoBoe obnyyeHune
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MAP — manble aHomanuv pasButms
MAC — manble aHoManum cepgua
MASS-cuHapom (cuHoHnMm MASS-deHotun) — (ak-

POHUM

: Mitral valve, Myopia, Aorta, Skeleton, Skin)

M — MMKcoMaTo3Hasi iereHepaLmsi CTBOPOK
MUTPArbHOrO KranaHa

MP — muTpanbHas peryprutauus

MPT —
HK® —
HHCT

MarHuTHO-pe3oHaHcHas ToMorpadus
Heknaccupuumpyemblii eHoTumn
— HacneacTBEHHbIE HapyLLEHUS

COeAMHUTENbHOW TKaHu
HO - HecoBepLUEHHbIN OCTeOreHe3

AV
1.

10.

11.

12.
13.

14.

15.
16.

17.

Tepartypa
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MeHgauuun. CMNB.: CM6IrmMA, 2006: 45 c.
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