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BBEAEHUWE

Momnorennsie GopMbI HACJIECTBEHHBIX HApY-
menuit coepmuutTenbHoin Tkamm (HHCT) u guc-
nnasuu coequauTenabHoi TkaHu ([ICT) momurenno-
MHOTO(AaKTOPHONU IIPUPOILI, BUAWUMO, JOCTATOUHO
YacTo pacImpocTpaHeHbl B momynaanuu. OmHaKo,
HEeCMOTPA Ha BBICOKUI YPOBEHb COBPEMEHHBIX
MOJIEKYJIAPHBIX TeXHOJOTUMN, YTOUHEHNE HO30JOTH -
yeckoir popmbel HHCT Ha cerogusa, mo-mpexHeMYy,
OCTaeTcs OTHAJIeHHOUN MepPCIeKTUBON. OTU TPYIHO-
CcTU 00YCJIOBJIEHBI OOJIBIITMM Pa3HOOOpasueM MyTa-
MUHA, BBIPAKEHHBIM KJINHUYECKUM IIOJUMOPhm3-
MOM UX (DEHOTUNIUYECKUX ITPOSIBICHUN, BHAUUTEIIb-
HBIMU pasMepaMy TeHOB, KOAUPYIOINNX MHOTOUUC-
JeHHbIe 6enKu coeguuuTeabHOM TKaHU (CT), peaxo-
CTHIO MaKOPHBIX MYTaIlUil W MaJOi IIPUTOLHOCTHIO
KJIACCUYECKUX MOJIEKYJAPHO-TeHEeTUUECKUX MEeTO-
OB HUCCJENOBAaHUA IJA BepuuUKAIUU OUarHo3a.
Yrounenue yacTorsl Berpeuaemoctu [ CT 3aTpyame-
HO OTCYTCTBUEM eJUHOI TePMUHOJOTUU, YHUDUII-
POBaHHBIX KPUTEPUEB JUATHOCTUKU U 0TOOPA OJHO-
TUITHBIX TPYNII MAIlEeHTOB, a TaKJ/Ke TPaKTUUeCKOon
HEJOCTYITHOCTHI0O COBPEMEHHBIX MOJIEKYJIAPHO-
TeHeTUUYECKUX MEeTOIOB IJIs BBIIBJICHUSA TeHEeTHUe-
CKOH ITPEeIPAacIIOIOKEeHHOCTH K JaHHOW I'eTeporeH-
HOIi maToJoruu. B mocienuee necATUIeTHE MHTEPEC
K mpobaeme I[CT pesko Bos3poc, a IEHTDP HAYUHO-
MPaKTUUECKUX WHTEPECOB OIIYTUMO CMECTHJCSA
¢ 3amaza B Poccuro. Bummanme oTeuecTBEHHBIX
uccaenoBaTeN el HalpaBJIeHO Ha U3ydeHUe IpobJie-
MBI MOAUMUITUPYIONIETO BAUAHUA JaHHON IIaTOJIO-
TUM Ha XapaKTep TeUueHUs IMPaKTUYecKU Bcex 3a60-
neBanwuii [3, 19, 23, 25, 31, 32, 41]. 3T0o 060CHOBBI-
BaeT Ieaecoo0pasHOCTh BHECEHUA AOIOJHEHUN K
cTaHmapTaM o0CJIeJOBAHUA W BeJIeHUS ITUX 00Jb-
HBIX C 00513aTeJIbHBIM BKJIIOUEHEM B KOMIIJIEKCHYIO

Tepamnio OCHOBHOTO 3a00JieBaHUA AOMOJHUTEb-
HBIX JieueOHO-peabuMIUTAIMOHHBIX MEPOIPUATUMH,
KOPPUTUPYIONIUX HaPYIIEeHUsS, BbI3BAHHBIE COIYT-
CTBYIOIIEH ITaTOJIOTHEN.

3HaHMWe OCHOBHBIX MPUHITUIIOB JUATHOCTUKU U
neuenus HHCT u [ICT mHeoO6xomamMo BpauaM Bcex
crenuajJgbHOCTE yiKke cerogusa. Hacrosamiue pexo-
MeHJAIIMY OCHOBAHBLI HA COBPEMEHHOM MeXKIyHa-
POAHOM OIIBITE, a TaKsKe IPUHIIUIE IIPEeeMCTBEeH-
HOCTH B TPaKTOBKE MJaHHON IMATOJIOTUU OTede-
CTBEHHBIMHU KapauoJoraMu 1 TepameBTaMu. Hara
meJb — IIOMOYBL Bpauy pasodpaThCcAa B BOIPOCAX
TePMUHOJOTUU, KJIACCUPUKAIUU, OCOOEHHOCTAX
IUATHOCTUKYU Y JeTel pAJa MOHOTEeHHBIX 3aboJie-
Bauuii CT, mMeoIIX COTJIacOBaHHBLIE MEXKIYyHAa-
pOAHBIE KPUTEPUU BBISIBJIEHUA, a TAKIKE YHUDUITU-
poBaTth mogxonsl K auarnoctuke [CT u mamboiee
3HAUYUMBIX (PEHOTHUIIOB. ITO MO3BOJUT CPABHUTH
TMOJIyYeHHbIe PA3HBIMU MCCJIETOBATEIAMU PE3YIb-
TaThl, a IIPeJCTaBJeHHBbIE AJTOPUTMBI KJIMHUYE-
CKOIi TMarHOCTUKU B COUETAHUU C COBPEMEHHBIMU
MeTOJaMU MOJEKYJIAPHO-TeHeTUUYECKUX HCCIen0-
BAaHUHN MOTYT JaTh MPAaKTUUYECKU BasKHBIE Pe3YJb-
TAThl B OTHONIEHUU UJEHTUPUKATUYN TPUINHHBIX
renoB. IlepBasa yacTh peKOMeHIAIMI TOCBAIIEHA
neguarpudyeckum acunexktam auarmoctuku HHCT,
UMEIOIUM COTJIACOBAHHBIE MEKIYHaAPOIHbIE KPU-
TePpUU AUATHOCTUKU, U COETUHUTESbHOTKAHHBIX
nucnaasuii. [Ionpo6HO OCBeIleHbI O0INMe TPUH-
IUObI BeJeHUA U TaKTUKAa JIeUeHUSA IaIllueHTOB
¢ pasnmuuuabiMu 3aboneBanusavu CT. Bo BTopoit
YacTH PeKOMeHJaIluii OyAyT M3J0KEeHBbI 0COOeH-
HOCTH TeUeHUA U TAKTUKU BeIeHUS Pa3JIUUHBIX
3abosieBaHuUii Ha (hOHE CONMYTCTBYIOINEl COeTUHU-
TeJIbHOTKAHHOU MTATOJIOTUH.

1. OCHOBHAA TEPMHWHOAOI'A N IIPUUYNUHBI PA3BUTHA
HACAEACTBEHHBIX I MHOTO®AKTOPHBIX 3ABOAEBAHUU
COEAUHUTEABHOM TKAHU

Tepmunonozusn. Tepmus [ICT Beeznen P. Beigh-
ton B 1988 r. [45]. B Poccutickoit @eneparuu oH
o6n11 mpusHaH B 1990 r. ma xoHpepenrniuu mo [[CT
B 1. OMmcke [37]. B mociegamre rogbl KOOPAUHUPYIO-
UM HAYYHBIM 3B€HOM B BOIIPOCaX CUCTEeMaTUu3anumn
mauaabix 0 HHCT crana HayuHO-HUCCIeLOBaTeIbCKAA
J1ab0pPaTOPUs COENUHUTEIbHOTKAHHBIX NUCILIA3UA
denepa bHOTO EHTPA CePAIA, KPOBU U 9HJOKPUHO-
goruu uM. B.A. AnmasoBa Bo riase ¢ mpodeccopom
9.B. 3emmosckum. ITo ero naunuaruse B 2007 r.
On11u co3anbl KoMuTeT sKcepToB 1 pabouasa rpyI-
ma o GoOPMUPOBAHUIO COTIACUTETHHOTO JOKYMeHTa
Ha OaHHY0 TeMy. llepBble HaIMOHAJIBHBIE PEKO-
meHpanun «HacaencTBeHHBIE HAPYIIEHUS COEMU-
HUTEJbHOU TKAHU» 6BIJII/I YTBEPKIOCHBI 1 U3OAHBI B

2009 r. [27], a y»xe B 2012 r. OblIa BRIOYIlEHA UX
HoBadA pemakiusa [28]. Ba:KHBIM ycIoBUEM KOOPIM-
HaAIMOHHBIX MCCJIEOBAHUN ABIAETCS COTJIaCOBAHUE
TepMmuHOJOTUU. ClegyeT ymoTpedaATh CaeayoIue
eUHble TEPMUHBI U [ePUHUITUA.

HacaedcmeeHnHvle HApyuleHus coe0uHUMeNb-
Hott mkanu (HHCT) — reTeporeHHas rpyIimna MOHO-
TeHHBIX 3aboJieBaHMII, 00YCJIOBJIEHHBIX T€HETHUe-
cKuMu gedeKTaMu CUHTEe3a 1/UjIu pacnazna 6eJIKOB
BHEKJIETOUHOT'O MaTpUKca JINO0 HapPYIIIeHUEM MODP-
(doreueza CT.

Hucnaasus coedunumenvrnoii mranu (JCT) —
rereporenHas rpymnna 3aboaeBanuii CT moaurenHo-
MHOTO(aKTOPHOU IPUPOIBI, 00beTUHEHHBIX B (heHO-
TUNHI Ha OCHOBE OOIIHOCTYW BHEIIHWX W/WJIU BUC-
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IepasbHBIX MTPU3HAKOB. BIIOJIHE JIOTMYHO IIPEAIIO-
JOXKUTDH, uTo mon Mackou J[ICT cerogus cKpbIBaer-
cA 3HAUUTEJHbHOE KOJUUYECTBO TeHETWUYECKU HeOoI-
HopoaubiX MoHOTreHHBIXx HHCT, 00yciaoBIeHHBIX
«MATKUMU» MYTaIlUAMU, ITPOTEKAIOINX CO CTEPTOM
KJINHUYECKOI KapTUHOU 160 ellfe He JUaTrHOCTHIPO-
BaHHBIE (DOPMHEIL.

Maanvie anomaauu paseumus (MAP) — Hacie-
IyeMble MU BPOKAEHHBIE OTKJIOHEHUS OPTAaHOB OT
HOPMAJIbHOTO aHATOMUYECKOTO CTPOEHUS, HEeCBA-
3aHHBIE C aHATOMO-(P)U3MOJOTUUYECKUMHU OCOOEHHO-
CTSIMU JIeTCKOTO BO3pacTa, CIIOCOOHBIE TIPU OMpeie-
JIEHHBIX YCJIOBUAX CTATh IPUUUHON PA3BUTHUA HAPY-
mIeHu# ero QyHKIIUN.

BpocdenHvle nOPOKU pa3gumus — BPOKIeHHbBIE
OTKJIOHEHUsS OpraHa OT HOPMAaJILHOTO aHATOMUUE-
CKOTO CTPOEHUSA, IPUBOAAININE K KINHUYECKU 3HA-
YUMBIM HAPYIIEHUAM er0 QYHKIIUU.

HHCT (cuHOHUMBI: HacJIeICTBEHHBIE 3a0oJie-
BaHHUSA coefuHHUTENbHOW TKaHu, H3CT; panee B
Poccuu — guddepennupoBanabie [[CT, cumapo-
masbHbIe [ICT) xapakTepusyoTcs YeTKO OYepUeH-
HOM KJWHWYECKON KapTUHOU, YyCTAaHOBJEHHBIM
TUIIOM HacJeIOBaHUSI, a BO MHOTUX CIAyYadAX —
BePUDUITMPOBAHHBIM MOJIEKYJIAPHBIM THUAaTHO30M.
HHCT ¢ noxanu3oBaHHBIM Je()eKTOM UMEIOT T P
B OMIM - »JeKTPOHHOM KaTajioTe HaCJIeICTBEH-
ubIX 3aboseBanuii (http://www.ncbi.nlm.nih.gov/
omim) HammoHambHOTO IIeHTpPa OMOTEeXHOJOTHUE-
ckoit mHGopmanuu CIITA (NCBI) [72]. B MKB-10
K KJaccy XVII (BpoKAeHHBIE aHOMAJUU U TIOPO-
KM) OTHECEHBI TOJBKO 5 HO30JOTUYECKUX (opM
HHCT: curapom daepca—anmno (Q79.6), curapom
Mapdpana (Q87.4), HecoBepIIIeHHBIA OCTeOTeHe3
(Q78.0), cuHAPOM TUIEPMOOUIBLHOCTU CYCTABOB
(M35.7) u mposranic MmuTpasbHOro Kiaanana (134.1).

B macrosiiee Bpems omrcansl cBbiire 250 HHCT,
00yCJIOBJIEHHBIX MYTAIlUSIMU B TeHaX KOJIJIaTeHOB U
0eJIKOB BHEKJIETOUHOT'O MaTpukca. Bosee 70 HO30-
Jgorudeckux (Gopm obycioBieHbl MmyTanuamMu B 30
reHaxX KOJIJIAT€HOB M (PepMEHTOB MX OMOCHHTE3a
[17]. Bepuduramua mmaraosa HHCT, mecmoTpsa
Ha BBICOKUHM YPOBEHb MOJIEKYJIAPHBIX TEXHOJIOTUU,
TOoKa 3aTpyaHeHa. ITO 00YCJIOBJIEHO OOJIBLIIINM Pas-
HoOOpasueM MyTalluii U BBIPAYKEHHBIM KJIMHUUE-
ckuM mosmMopduamoM. Hampumep, pasHbie MyTa-
Y B OJHOM W TOM K€ TeHe MOTYT IIPUBOIUTHL K
COBEPIIIEHHO PA3HBIM 10 KJWHUKe 3a00JieBaHUAM,
YTO CBA3AHO C MHOTO(DYHKIITMOHAJIHLHOCTHIO COOTBET-
CTBYIOIIETO OesIKa.

B TO Ke BpeMs BO3MOYKHO PasBUTHUE KJIUHU-
YeCKM CXOMHBIX 3a0ojieBaHUii HPU IIOBPEKICHUU
pasHbIX TeHOB. JlaHHOEe 00CTOATEIHLCTBO OO0BICHA-
eTCA TeM, UTO IPOAYKTHI PA3HBIX TeHOB MOT'YT B3au-
MOJeHCTBOBATh MEXXAY C000ii, (POPMUPYSA CJIIOMK-
HbIe 0eJIKOBBIEe KOMILJIEKCHI MJIN YUACTBYSA B € JUHOMI
meraboyinueckoii menu. IIpobiemMa MOJEKYJISPHOMI
muargoctuku HHCT ycyryb6ssiercsa G0JbIINMEI Pas-
MepamMu MHOTuX reHoB (6osee 500 ThIC Tap HYKJI€O-

TUJO0B), KOAWUPYIOIIUX MHOTOUYHCJIEHHbIE OeJIKU
CT, 1 peAKOCTHIO MaKOPHBIX (ZOMUHUPYIOIIUX II0
yacrore) myranuii. KiaccuuecKue MOJIEKYJISPHO-
reHeTUYeCKNe MEeTOIbI, IIPUMEHseMble IJisi IIOWC-
Ka HOBBIX MyTamnuii (pasnauunbie BapuaHTbl [I11P-
aHajam3a), MAaJONPUTONHBI OIS AUATHOCTUKU
HHCT. BmecTe ¢ TeM HOABUBIINECS B IIOCJELHUE
roIbl BBICOKOCKOPOCTHBIE METOIbI CEKBEeHUPOBAHUS
(ompenesieHUss HYKJEOTUAHOU ITOCJIEeOBATEIHHO-
cru) JHK n#oBOro morosenusa (New Generation
Sequence) TO3BOJIAIOT HAHAEATHCS, UTO Hpobsema
IIOMCKA I'€HOB, OTBETCTBEHHBLIX 34 BOSHUKHOBEHUE
HHCT, u ugentuduraiuy B HUX MyTaluii B 6Ju-
JKaliliee BpeMsi Oy AeT I0JHOCThIo perrteHa. Oco0eHHO
IIPUBJIEKATEJIEH METOJ MHPSMOr0 CEeKBEHHPOBAHUS
9K30HOB, T.e. KOJUPYIOINX (hparMeHTOB TI'€HOB.
IIpu sTOM cekBeHUpPyeTCA He BeCch TeHOM (3,2 MJIpT
HYKJIEOTHUIOB), a TOJBKO €ro cMbIcjioBas (0eJlok-
KOIUPYIOIasa) YacTh BCeX TeHOB (OKOJIO 8 MJIH map
HYKJIEOTHIOB), UTO IIO3BOJISIET BCETO 32 HECKOJbKO
YaCOB BBISIBUTH B HUX Bce Myranuu. CepbesHbIM
IIPEeUMYIIECTBOM JAHHON METOOAWUKK B OTJIUYUE OT
IIOJITHOTEHOMHOI'O CEKBEHUPOBAHUSA SBJISIETCS BO3-
MOKHOCTh TOUHOM HUAeHTHU(PUKAIINU JIOOBIX THUIIOB
MyTanuii y Kaxaoro 6oabHoro. Ilocaentnee o6ecTosa-
TEJBCTBO C YYETOM BBIPAKEHHOI'0 KJINHUYECKOTO
noaumoppuama HHCT npexacrasiasercs ocoOeHHO
Ba)KHBIM [4—6]. MeToguKa 95K30HHOTO CEKBEHUPO-
BaHMUS B HACTOsSIEe BpeMsl MOCTYIHA U B HaIlei
cTpame, OTHAKO JajieKa OT paspelleHus IIpobJiem,
Kak CJejlaTh 9Ty TEeXHOJIOTHMIO MacCOBOIl, TO €CThb
IOCTYIHOM /IS IPAKTUKHA.

HCT (pauee B Poccuu: HeguddepeHITUPOBaHHAA
HCT, cummzpom [CT, mesenxumanabHas HemoCTa-
TOYHOCTD U AP.) XapakTepuayeTca MHOToo0pasuem
KJINHUUYECKUX IIPOSABJIEHUN OT JOOPOKAUECTBeHHBIX
CYOKJIMHNYECKUX (OPM [0 IIOJHUOPTaHHOM W IIOJIU-
CHCTEMHOM ITaTOJIOTMM HEPEeIKO C IIPOrPequeHT-
HBIM TEYEHUEM, He YKJIAIbIBAIOIIeCsa HU B OQHO U3
M3BEeCTHBIX MOHOTeHHBIX 3aboseBanuit CT. [lannasa
martoJorua Mo:KeT ObITh oTHeceHa K XIII wmac-
cy (6ose3Hm KoCTHO-MBIITeuHOW cucteMbl u CT)
MKB 10. ICT, Bugmmo, OCTATOYHO YACTO BCTPE-
YaloTCA B IPAKTHUKE Bpada-meauaTpa, JOCTUras, 1o
IaHHBIM Psiga aBTOPOB, oT 9,8 mo 35,7% [7, 22, 33,
35]. IlomoGHBINT pasdpoc CBUAETEIBCTBYET O TOM,
YTO UX UCTUHHAS MONYJIAIMOHHAS YaCTOTA IIPOCTO
HeusBectHa. [ICT ocTaroTcs HELOCTATOUHO M3yUEH-
HOM IIP006JIeMOoii, YTO 00YCJIOBICHO UX KINHUUECKOMN
reTepPOreHHOCThIO, OTCYTCTBUEM YHU(MDUIIMPOBAHHOMN
TEPMUHOJIOTUY, OOIIENPUHSTHIX KPUTEPUEB Iua-
THOCTUKHU ¥ OLEHKU CTEeIlleHHW TSMKecTU. B mocien-
Hee JecsATHJETHEe HHTEPeCc K TAaHHOW mpobieme
Ype3BBIUATHO BO3POC, UTO BO MHOT'OM OOYCJIOBJIEHO
MOAU(DUIIUPYIOININM 1, KAK IPABUJIO, HETaTUBHBIM
BINSHUEM [AHHOU IIaTOJIOTMY Ha TeYeHue, IIPo-
THO3 ¥ JIEUEHME CAMBIX Pa3JIMUYHBIX 3a00JIeBaHUI.
ATO AUKTYET IleJIecCOO0Pa3HOCTh BHECEHUS JOIIOJ-
HEHUH K cTraHgapTraM o0CJeJOBaHNS U Tepamlunu



TepmaTpus/2014/Tom 93/Ne 5 (Ilpuroxenue 1)

MOAO00HBIX OOJBHBIX M 0053aTEJIbHOI0 BKJIIOUEHUS
B KOMILIEKCHOEe JeueHre OCHOBHOTO 3aboJieBaHUA
IOMOJHUTENbHBIX JieueOHO-peaOduJInuTaIluOHHBIX
MEePOIPUATHUHN, KOPPUTUPYIOIIUX HAPYIIeHU,
BBIBBAHHBIE COIIYTCTBYIOIIEH COEMMHUTEILHOTKAH-
HOM IIaTOJIOTHEH.

HOCT — aT0 reTeporeHHasa rpymma 3aboJieBa-
HUI MHOTO(AKTOPHON HPUPOLBI, O0YCJIOBIeHHAA
BOBJIEUEHUEM B HaTOTeHe3 Oo0IMuX (pepMeHTHBIX
CHUCTEeM W PA3JUUYHBIX CTPYKTYPHBIX 0€JIKOB BHE-
kJaerounoro matpukca CT. B ocHoBe hopmupoBa-
HUSA JAHHOW MATOJIOTUU JIEKUT COUeTaHHOE Heii-
CTBUE ABYX BeAyIuxX (aKTOPOB: TeHETUUECKOM
MPeaAPacIoOKeHHOCTH, O0YCIOBJIEHHON CyMMMU-
pyoiuM aelicTBUeM (QYHKIIMOHAJBbHBIX ITOJIU-
MOpPGHBIX aJjijejeil 6GOJBINOTO YMcJa TeHOB, U
MPOBOIUPYIOIUM AeHCTBUEM Pa3JUYHBIX BHEII-
HUX (PAKTOPOB.

YuurbiBasg IOJHUOPTAHHOCTh U IOJUCUCTEM-
HOoCTh mopaskenumsa mpu JCT, MoKHO TpenImoso-
JKUTh, YTO YMCJO TE€HOB-KAHAUIATOB TIPU TAHHOMN
MAaTOJIOTUU MPEBBICUT HECKOJbKO coTeH. OmHU u
Te Ke TeHbl u moammopdusmbl [[CT mMoryr OGBITH
acCOIIMUPOBAHBI C PA3HBIMU MHOTO(GAKTOPHBIMU
3aboseBaHUAMU. [T COEAUHUTEILHOTKAHHBIX
HapyIIeHu# — 3TO IMpekJe Bcero 0ose3HU Hambo-
Jee KOJIJIareHe3MPOBAHHBIX «OPraHOB-MUIIIEHE» :
JKeJIyTOUHO-KHUIIIeYHOTO TpaKTa, HEePBHOI, Moue-
BBIJIEINTEJIbHOM, OPOHXOJIETOUHOM, SHIOKPUHHONA
cucTeM u pasHooOpasHas ayTOMMMYHHAasd IIaTo-
Jorusi. B Hacroslmee BpemMsa mMeeTcsA HeOOJbIIOE
YKCJIO MCCJIEJOBAHUM, IOCBAIMIEHHBIX W3YUEHUIO
reHetTmueckoi mpenapacmnogosxennoctu K IICT [4,
23, 25, 58]. IlepcneKTUBHBLIM HAIIPaBJIeHUEM U3yUe-
HUS TeHeTuYecKuX (paKkTopoB pucka passutud [[CT
MOJKET CTaTh IITMPOKOe BHeAPEeHNEe MeTOIa IOJIHO-
TeHOMHOT'0 cKaHumpoBaHusa accornuanuii (GWAS) B
KJIMHUYECKYIO IPAKTUKY. OTO MO3BOJIUT UAEHTU(DU-
IIIPOBATH PAB3JNUYHBLIE FeHeTHUECKHUe MOJTUuMOpPdu3-

MBI, JIe;KaIlle B OCHOBe (DOPMUPOBAHUA ITATOJOTHUH,
YCTAHOBUTH NPUYUHBI KJIMHUUYECKOW Bapuabeinb-
HOCTY ee TeUeHUA, a TaKKe PEIlIUTh BOIIPOCHI MHM-
BUAyaJbHOTO II0g0Opa Tepamnuu, BBIABUTL JHII,
mpeapacHoiosKeHHBIX K ¢opmupoBanuio [ICT nubo
BO3BHUKHOBEHUIO ACCOIIMUPOBAHHOM C HUMHU COMA-
THUUYECKON IIaTOJIOTUU U IIPOBOOUTH IIPEBEHTHUBHLIE
MEPOIIPUATUA II0 NPOPUIAKTHUKE PA3BUTUA ITUX
3a00JIeBaHUM B I'PYyNIax PUCKA.

TsaxxecTh TeueHMA NAHHOW IIAaTOJIOTHH, Pa3BU-
THe OCJIOKHEHUHN MOTYT OBITH 00YCJIOBIEHBI BIUIHUI-
eM (PaKTOPOB BHEITHEH cpefbl, COCTOSTHUEM IIopora
I/IHI[I/IBI/I,ZIyaJIBHOﬁ YYBCTBUTEJBHOCTH HJIN CaMOI'O
opraHmsMa K BO3AeHUCTBUIO (DAKTOPOB CPEIbl, U3Me-
HAOIUX (PeHOTUI UJIU SKCIIPECCUI0 TeHOB 6e3 Hapy-
IIeHU ToCJaeIoBaTeIbHOCTY HyKJIeoTunoB B [THK.

Oco0bIii MHTEpPEeC MOXKET IIPeACTABJISATH HCCJIe-
noBaHMe (PYHKIUHU T€HOB, IPOAYKTBI KOTOPBIX
BoBieueHbl B maroreHed IICT, amamms mexreH-
HBIX B3aUMOJEUCTBUI, a TaKiKe DINTeHeTUUYECKUX
daxropoB (merunupoBanume [[HK, mommbpuramum
THUCTOHOBBIX 0E€JIKOB, peryiaaTopHbie Mukpo-PHEK),
KOTOpBIe ABJAIOTCS OCHOBHBIMU COCTABJISIONIUMU
CJIOYKHOM CHCTEMBI KOOPAMHNPOBAHHOU PETYIAIIUN
(byHKIIUY TeHOMAa B HOpMe U maTtoJoruu [3].

ITpo6aema JNCT sHaumma A Bpaueil mpakTH-
YeCcKHM BCeX cIeluajbHOCTeli. KimHuueckme mpo-
ABJIEHUA 9THUX COeIMHHUTEJIBHOTKAHHBIX Hapylie-
HUU HACTOJBKO Pa3HOOOpasHbI, YTO Bpau HEPEIKO
3aTPYIHAETCSA WHTETPUPOBATH MHOKECTBO OTIEJb-
HBIX CHMIITOMOB M H€ MOMXEeT YyBHUIOEeTh 3a HNMHU
eIVHYI0 CHCTEeMHYIO IaTojioruio. Hepeako Takue
manueHThl HAOJI0Jal0TCA Y CIeIUaJIuCTOB Pa3HOTO
npodusia, KaKIbIi M3 KOTOPBIX Has3HAUaeT CBOE
JeueHne, KOTOPoe BO MHOTUX CIAyUaAaX OKa3bIBaeTCA
HECBOEBPEMEHHBIM, a HepeaKo U Malod(pPeKTUB-
HBIM. Haspesa sBHass He0OXOAMMOCTL BBIPAOOTKU
MEeXKIUCIUIIIINHAPHOTO IIOAXO0Ja K PEeIIeHui0 JaH-
HOIi TIPO6JIeMBI.

2. OBIIME IIPUHIINIIBI AUATHOCTUKN HACAEACTBEHHBIX
HAPYIIIEHUM COEAVMHUTEABHOUN TKAHU

HuarHocTuka BKJIOYaeT: cOOP POAOCIOBHOI
C aKIIEHTOM HA BbISIBJCHNE HAKOIIJIEHUS B CEMbe
MPU3HAKOB COEAMHUTEJbHOTKAHHON IHCILIA3UU,
aHaau3 Kajao0 O00JBLHOro, 00HLEeKTHBHOE 00CJIe[0-
BaHUe IalleHTa W UYJEeHOB ero CeMbU C TMPUBJIE-
YeHMEeM HeOOXOAMMBIX CIIeIMAJHUCTOB Pa3HOT0
npoduis, MpoBeJeHNEe OO0OCHOBAHHOIO KJIMHUKO-
MHCTPYMEHTAJIBHOI0, CIEINAJILHOI0 JabopaToOpHO-
ro U MOJIEKYJIAPHO-TEeHEeTUYECKOTO 00CJieOBAHIS
[1,9, 11, 16, 18-20, 24, 29, 35, 38].

KianHuKo-reHeaornuecKuii amamMHes [JOJIMKeH
ObITh HampaByieH Ha BblaBiaenue HHCT, aubo Ha
HAKOILJIEeHNEe MNPU3HAKOB COeIUHUTEJIbHOTKAHHOMN
MaToJOTUU B CeMbe, a TaKyke YTOUHeHUe TUIIa
HACJIeOBAHNSA BBIABJIEHHON MATOJOTUU, UTO II03BO-

JIUT COKPATUTh NYTh AUATHOCTUUYECKOTO MOuCKAa U
crenaTh ero 6ojee IeJeHAIIPABIEHHBIM.

Ananu3 scano6. Kak npasuio, poguren 60Jb-
HOTO pebeHKa MPeabaBIAAI0T 00uIue Kayiob, KOTo-
pble MOKHO CBECTH K 3aMHTEPECOBAHHOCTH Pa3JIny-
HBIX CHCTeM opraHuama pebenka. HawmbGosee uacrto
MPeIbABISIOTCA Kajao0bl, XapaKTepHble IJd Bep-
TeOpPOTeHHO#, KOCTHO-CYCTaBHOII, HEPBHOM U perke
— cepAeuHoO-cocyaucToii martojoruu. IlomospeHue
Ha BepPTEOPOTEHHYIO IaTOJIOTHI0 TPedyeT KOHCYJIb-
TalUu OpTOoIlena, opTollena-eepredposora. Boau B
CIUHE WJU Illee MOTYT ObITh OOYCJIOBJIEHBI ILJIO-
CKOCTOIIIEM, UTO OIpeaessieT Heo0XO0AMMOCTE IIPO-
BeJleHUs ILJIAHTOIPAaMMbl U DPeHTreHorpaduu pas-
JUYHBIX OTJEJIOB IM03BOHOUHUKA. Y3U 1reiiHoro
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OoTHesia TO3BOHOUHWKA HE BBIABIAET MOPdOJIOTHU-
YeCKUX W3MEHEHU! B MO3BOHKAaX: IIOJBHIBUXOB,
runomazun C;C,, Mpr3HAKOB OCTEOXOHAPO3a, HO
IIO3BOJISAET ONPEAEJNATh HaJWUNWe WX HeCTabMJIb-
HOoCTH 0e3 TpPOBeAEHUA MOIOJHUTEJTbHOTO CHUM-
Ka. ¥ JeTell ¢ COeAMHUTEJILHOTKAHHON IIaTOJOTHe
YaCTO BHIABJIAIOTCA OCOOEHHOCTY CTPOEHUSA ITeHHO-
T'0 OTZeJIa TIO3BOHOYHUKA 1 KPOBOTOKA MaTUCTPAJIb-
HBIX COCYJOB TOJIOBBHI, apTepUaJbHbIEe I BEHOZHBIE
reMOJUHAMUUECKNE HApPYIIeHUA B SKCTPaKpPaHU-
aJBHBIX OT/eJIaX MAaTUCTPAJbHBIX COCY/IOB I'OJIOBHI:
acUMMeTPUA ¥/UJIU CHUMKEHUE CKOPOCTU KPOBO-
TOKa II0 TO3BOHOUYHBLIM apTepUAM, aCUMMETPUA U/
UJIW HapyIIeHWe BEHO3HOTO OTTOKAa IO APEMHBIM
BeHaAM, UTO ABJIAETCA OCHOBAHMEM JIJIs IPOBENEeHUA
yabTpasByKoBoii gommaeporpadpuu (Y3II') cocymoB
B BKCTpa- W WHTPAKPAHUAJIBHBIX pexmmax. [lia
YTOUHEHUA AUarHoda MoKeT morpeboBaTbesa MPT
Pa3JIMUHBIX OTJEJIOB ITO3BOHOUHWKA, & IIPU BHIPA-
SKeHHBIX M3MEHEHUAX CO CTOPOHBI COCY/IOB IIIeU UJIN
TOJIOBHI, BEIABIAeMBIX npu Y3 — MPT B pe:xume
aHrmorpaduu.

IlogpocTKM wym poAMTENN OOJBHBIX HETel ¢
TIOBBIIIIEHHON TMOKOCTHIO CYCTABOB HEPEAKO IPEIb-
SABJIAOT 3KaJIO0BI Ha apTPAJITUHU, UTO B PAJE CIAYUIAEB
IIO3BOJISIET 3alOJO3PUTHL CUHAPOM TUIEPMOOMIIbL-
HocTu cycraBoB (CI'MC). OgHaKo ciaenyeT IOMHUTD,
YTO AMATHOCTUPOBATH NAHHYIO IIATOJOTUIO MOXKHO
TOJIBKO TOCJIe UCKJIOUEHUS PEBMATOJIOTHMYECKOTO
3abosieBaHuda. [[yia 5TOTO0 MOTPEOYIOTCA: KJIMHUUE-
CKUil m OumoxmMmuecKuit aHanusdbl KpoBu (CPB,
ACJI-O, mpoTemHOorpaMMa, TpaHCaMHHAa3bI, Kpea-
TUHUH), WCCJEJOBaHNE KPOBM Ha PEBMAaTOUIHBIN
U aHTHUHYKJI€APHBIN (PaKTOPHI, aHTUTENA K XJIaMU-
IuAM, boppennaM, 6aKTePUAM KUIIEYHON I'PYINbI
(uepcuHUU, CAJBMOHEJJBI U Ap.). HeoOXoauMmbr:
aHaJ M3 MOYM, KOIPOJOTHMUECKOEe WCCJiefOBaHUE,
UCKJIOUeHUe TJINCTHOUW WHBAasWUU, JIAMOJIMO3a,
MHPUITTPOBAHHOCTU TyOepKyJe3oM. Bee aTu maru-
€HTHI JOJIXKHBI OBITH OCMOTPEHBI OKYJIMCTOM C IIOMO-
IIBIO IT[eJIeBOM IaMITbI. [Ipy HaTMUMM XPOHUUYECKUX
ouaroB MH(MEKIUU IOKasaHa KoHcyabTanud JIOP-
Bpaua, CTOMAarToJjora, Hedposora, APYyrux crerua-
aucroB. Ciaenyer npoBectu Y3U cycraBoB, a mpu
PEIUIUBUPYIONUX aPTPAITUAX — PEHTreHorpaduio
CUMMETPUUYHBIX CYCTABOB B IBYX IpoeKnuAx. [Ipmu
yHOOpHOM 00JIEBOM CHHIPOME IIeJIecoO0pa3HoO cle-
aatb KT uwiu MPT cycraBoB. OTKJIOHEHUS OT HOPMBI
pe3yJabTaTOB JIIO0OTO U3 UCCJIEeTOBAHMI, HATIPUMED,
BBIABJIEHHBIN JIEMKOIIUTO3, MmOBHIIMIeHue CO9D wmiu
Turpa AH®, TpebyroT mepeocMbICIUBAHUA TIEPBO-
HavYaJIbHOU TPAKTOBKU AUArHO3a.

Cienyer MOMHUTH, UYTO COEQUHUTEIbHOTKAH-
Had MaTOJIOTUA NEeTCKOTO BO3PAcTa HePeaKO COIIPo-
BOJKJaeTcAd CHUKEHMEM MUHEPAJHHOM IIJIOTHOCTU
KOCTHOM TKaHU B MTOACHUYHOM OTZEJIe TTO3BOHOYHU-
Ka MM BO BCEM CKeJieTe, PAa3BUTHEM OCTEOII0pOo3a,
YTO [ejaeT IleJiecOOOPa3HBIM BKJIIOUEHHNE B IIPO-
rpaMMy 00CJIeOBAHUA OCTEOAEHCUTOMETPHUU.

WKamno06n1 Ha OBICTPYIO YTOMJISIEMOCTD, TOJIOBHBIE
60au, cUHKOMaJbHBIE, ad(eKTUBHBIE COCTOAHUA
TPeOYIOT KOHCYJIbTAIIMU HEBPOJIOTa, a IpPU He00-
XOAMMOCTH — IIcMXoTepameBra. Ilo mokasaHuUAM
HasHauatoTed Y3AI' u aymiaeKkcHOe CKaHHUPOBaHUE
cocymoB rosioBHOro mosra, 99, MPT rosmosuoro
MO3Ta B OOBIYHOM UJIU COCYAVCTOM PEKMMAax.

Bceem manuenTam ¢ mogospenuem Ha HHCT unu
JCT mokasaHa KOHCYJbTaIuAa KapAuoJora ¢ 00sa3a-
TeJILHBIM IpoBeZieHneM s3xokapauorpadusa (OXOKT)
C IIeJIbIO BHISIBJIEHUA aHATOMUYECKUX OTKJIOHEHUI B
cTpoeHUU cepAna. [Jja QUarHOCTUKYU HapPYIIeHUH
CEepAEeUYHOTO PUTMa, KOTOPhIe HEPEIKO SABJIAIOTCA
(arkTOpaMu puCKa PasBUTHUA CUHAPOMAa BHE3aTTHOM
cmepTu, npoBoauTca OKI B moKoe u ¢ HAarpyskKoi,
CYTOUHOE MOHUTOPUPOBAHUE CEPIAEUHOTO PUTMA.
Bce meTu mosKHBI OBITH OCMOTPEHBI OKYJIMICTOM,
TacTPOIHTEPOJIOTOM, cToMaTosoroM u JIOP-Bpauom.
B o00A3aTenbHOM TOPSAAKEe UM CJIEAYET IIPOBECTU
Y3 opraHoB OPIONIIHOIM MOJIOCTH IJIA WCKJIOUEe-
Husa Bucreponros3a u MAP BHyTpeHHUX OPraHoOB, a
110 TTOKAB3aHUAM — HCCJIeJOBAHUE UPEBHOTO CTBOJIA
aoprel. [Ipy HaMMUNM MOKA3aHUM JOMOJHUTEIHHO
TManueHThl KOHCYJBTUPYIOTCA T'eMaToJOTOM, SHIO-
KPUHOJIOTOM, XUPYypProMm, HedPOJIOrOM, IICUXOJIO-
roM, ICHUXOTEPAaleBTOM U T'eHeTUKOM. lIpuHIiun
MYJIbTAAUCIUATIINHAPHOTO IOAXO0ZA C ITO3TATHBIM
IIPUBJIEUEHUEM CIIEIIUAJNCTOB Pa3HOr0o Npoduia
usiokeH B [Ipunosxenuu 1, a miiaH MUHUMAaJIbHBIX
(1-#f sTam) u BOBMOMKHBIX (2-%1 3Tam) MHCTPYMEH-
TaJbHBIX METOAOB 00caenoBanmsa — B [Ipunosxenun 2.

Jabopamopnuvie uccnedosanusn. Hawuboiee
YacTO ONIPENeNIAIT YPOBEHb TUAPOKCUIPOJIN-
Ha (FOII) B OMOJIOTMUECKUX KUIKOCTAX (KPOBB,
MoOdYa, JKeJYIOUHBIN COK, CHUHOBHAJBHAA IKUJI-
KocTh) o Metony J. Bergman u R. Loxley (1969)
B Mmopgudpukranuax E.W. [latixuna c coaBt. (1983) u
II.H. IllapaeBa (1990). Cob6oxusrii I'OIl — map-
Kep [OeCTPYKIMM KOoJJIareHa, HeNTUIHOCBI3AH-
uerit I'OIT oTpaskaeT mpoliecchl Kak pacmana, Tak
u cuHTe3a KoJutareHa. lIIUpokKoe pacmpocTpaHe-
HUe B IOCJIeIHUE TOABI MOJYUNUIN METONBI aHAIN3a
mporecca pacuaza (zesoxcunupuguuoand, [ITU],
nupuiauskce-I cyrounoit mouu, B-Cross Laps Tect
KPOBHM) U CHUHTe3a KoJuiareHa | tmma (oCTeOKasb-
UH, OO aMUHOTEePMHUHAJIBHBIA MTPOMENTH]
mpokoJiareHa I Tuma, obmuit PINP). Meronsr onpe-
neneHus: DA, BOKX.

Ba:xHOe muarHocTHUecKoe 3HAUeHWE B pPdALe
cJIyuyaeB MMeeT OIpefieJieHNe YPOBHS T'IMKO30aMU-
vHoraukaHoB (I'AT) B cyTouHOII MOYe, IIO3BOJIAO-
IIEer0 OIIEHUTH COCTOAHME KaTaboam3Ma MesKKJie-
Tounoro BeriectBa CT. MeToabl ompeaeseHUs: IO
II.H. IlTapaeBy c coaBT. (1987), TOHKOCIOHIHAA XPO-
maTtorpadud.

15 OlleHKM MUHEepaJIbHOTO OOMeHa aHAaJIU3U-
PYIOT YPOBEHB OOIEr0 WM MOHU3UPOBAHHOTO KaJb-
nusa, comep:rkanve docdopa, obmero suramMmaa Dg
U ero MeTabOJMTOB, HMapaTrOPMOHA W KAaJbIIUTO-
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HUHA B CBIBOPOTKE KPOBU, a IIPU HEOOXOAMMOCTH —
comep:kaHme Kaablud u (pochopa B CYTOUHON MOUeE.
OmnpenesieHHOE AUATHOCTHUUYECKOE 3HAUEHUEe KWMeeT
HUCCJaeIOBaHUE COCTOAHUSA MUKPO- 1 MAaKPOJJIEMEHT-
HOTO CTaTyca KPOBU WJIN TKaHel (BOJIOCHI) U KapHU-
TUHOBOTrO oOMeHa [19].

IInan mmaHEManbHOrOo (l-#f BTAam) M BO3MOIK-
HOro (2-%i sTam) JgabGopaTopHOTO oOCJenOBaHUA
usjgoxken B I[lpumoskenuu 3. [Iid AUATHOCTUKU
OTIEJbHBIX TUIIOB CUHAPOMA Jyepca—laHio IpoBo-
IUTCS OIpejesieHne Ne(pUIInTa aKTUBHOCTHU JIN3WH-
TUAPOKCUIA3hl, TeHacuuHa X [71] u ubpoHeK-
TUHA. COBpeMeHHBIe NMMYHOTI'MICTOXMMHNUYECKHNE U
MOJIEKYJIAPHO-TeHeTUUeCKue NCCIeT0BaHUA B 00JIb-
IIIUHCTBE CJIy4aeB MAaJOAOCTYIIHBI IIPAKTUYECKOMY
Bpauy, II09TOMY 3HaHWE KJIMHWYECKUX U (PEeHOTU-
nuueckux mnpusHakoB HHCT saBaserca ocobeHHO
BaXHbBIMU.

2.1. OcHoBusbie BHemrHue mpusdnaku HHCT

OCHOBHBIe BHEIIIHNE IIPM3HAKHN COEOUMHHUTEJIb-
HOTKAHHBIX 3a00JI€BaHUII YCJIOBHO pasfiejieHbl Ha
TPU IPYIIILI: KOCTHO-CKEJIEeTHBIE, 9KTOAEePMAIbHBIE
" MBIIIIEYHBIE.

2.1.1. KocrtHo-ckeneTHbie mpudHaku. Coenm-
HUTEJbHO-TKAHHASA IIATOJIOTHS HEPEeIKO COIPOBO-
JKIAeTCsI Pa3JIMUYHBIMU OTKJIOHEHUAMU B (husmde-
CKOM pasBuTuu. VcciemoBaHme OCHOBHBIX AHTPO-
MOMeTPUUYECKUX II0OKasaTejiell NPOBOAUTCS IO
OOLIeNPUHATBEIM MeToAuKam. IIpu olpenereHuu
IJIONTAN IIOBEPXHOCTU TeJia IOJb3YVIOTCS CIIeIH-
aJIbHBIMHM HOMOI'PaMMaMM, B KOTOPBIX B KadYeCTBe
HNCXOOHBIX IIapaMeTpPOB OJaHbl IIOKa3aTeJIMn JJIMHBI
u Macchl Teaa. Iy GOJMBHBIX C COeNUHUTEIBHOT-
KaHHO! IIaTOJIOTMEN XapaKTepeH acTeHWYeCKUu
KOHCTUTYIIMOHAJBHBINA THUII, KOTOPBIN IIPOABIAETCA
yBeJIMYeHNEeM IPOAOJIbHBIX PA3MEPOB TeJa.

IIponopIinoHAIBHOCTD MJIM TAaPMOHUYHOCTD Pas-
BUTHUA OTOEJIBHBIX yacTen Tesaa OILIEHUBAIT C IIOMO-
mipi0 mHIexca BepBeka (MB). @opmyna pacuera:
nB=AOT/2- (MT+OT'K), rge AT — pnauna tema; MT
— Mmacca tesa; OI'K — oKpy»KHOCTh I'PYJHOMN KJIETKHA.
Wunexc Bepseka ot 0,75 mo 0,85 cBumeTeanCcTByeT
0 TpeobJIalaHUM TOIIEPEeYHBIX Pa3sMepPOB Tejia Haj
npopoasubiMu; oT 0,86 10 1,25 — 0 TapMOHHYHOM
¢usuueckom passutuu, a or 1,26 mo 1,35 — o6
YBEJIMYEHUHU POCTA II0 CPABHEHUIO C IIOMEPEeUHBIMU
pasMepamu TeJia.

Hua onenku gepunura MT BerumcidgoT Macco-
pocToBO# TmOKasaresb — uHAeKc Bapru (MB), koro-
poIit paccuuTwiBaioT 1Mo opmyse: UB=(MT (r)/pocT
(cm) « 2)—(Bospact, rogsr/100). B HOpPM™ME y merteii B
Bo3pacTe oT 7 1o 17 jer uugekc Bapru sHaunTeabHO
npessbIiiaer 1,5.

s omeHKU mpeobjagaHUA MPOJOJBLHBIX pas-
MEPOB TeJIia HaJ IOIePEeUHBIMHU Pa3dMepPaMy UCIIOJIb-
3YIOT IBa WHIEKCA:

a) OTHOIIIeHWE OKPYsKHOCTH 3aIACTbA K AJUHE
II manpma Kuctu. Ilpm 5TOM OKPYIKHOCTD 3AIISICThA
oIpefiesigeTcsA Ha YPOBHE IIUJIOBUIHBIX OTPOCTKOB

JAy4eBOM u JIOKTeBOul Kocrei. [nmua II manpma
KHCTU W3MepAeTcA OT CYCTAaBHOU IIeJN IISICTHO-
(hamanTOBOTO CycTaBa g0 OYTrPUCTOCTU HOTTEBOM
damanrm;

0) OTHOIIIEHUWE OKPYKHOCTH ITTeU K AJNHe KUBa-
TeJbHOU MBIMIIEI. OKPYIKHOCTD ITIer U3MEPAIOT Ha
YPOBHE IIUTOBUIHOTO XPAIMIA, a JJIUHY KUBATEJIb-
HOI MBIIIIIIBI — IPY IIOBOPOTE TOJIOBBI OT CTEPHAJB-
HOTO KOHIA KJIOUHUIHI O COCIIEBUJHOTO OTPOCTKA
BHCOYHOM KOCTH.

OaHUM U3 CUMITOMOB SABJIAETCA JOJUXOCTEHO-
menus (yoJIuHeHre KOHeUHOCTell), KOTopas ompee-
JsIeTCsA N3MepeHneM TPYOUaThIX KOCTEH 1 OIeHKOMI
pacUeTHBIX UHAEKCOB:

® COOTHOIIIEHWE IJIWHBI KUCTH K pocty >11%,
Te JJIUHA KUCTH — 9TO PACCTOSHUE MEKIY IITUJIO-
BUIHBIM OTPOCTKOM U OYI'PHCTOCTHIO HOTTEBOM
damaurm III manpma;

® COOTHOIIIEHWE IJIUHBI CTONBI K pocty >15%,
IIPY 5TOM JJINHY CTOIILI OIIEHUBAIOT IO IJIAHTOTPaAM-
Me KaK pPacCcToAHUE OT MATOYHOTO Oyrpa mo KOHIA
"HorreBoi (pasanru Il manpma;

e COOTHOINIEHMWE pasMaxa PyK K pocTy (HopMma
Is1 B3pocabix >1,05; nna gereit — >1,03);

e OTHOIIIEHWE BEPXHEro CerMeHTa K HIUKHEeMY
cerMeHTy (HOpMa AJs1 0esbix B3pocabix <0,85, mia
adppoamepuranies <0,78; y mereir or 0 mo 5 et
<1,0; ot 6 mo 7 mer <0,95; 8-9 mer <0,9; crapire
10 net <0,85). HusxHUi cerMeHT U3MEPAOT OT JIOH-
HOTO couyieHeHUA (JT0OKOBOM KOCTH) 4O OCHOBAaHUA
cronbl (10JIa), BEPXHUI CEIMEHT COCTABJSET Pas-
"HOCTh Mesxkay [T u BesrmumHON HUXKHErO cerMeHTa.
Crnenyer MOMHUTD, YTO HU OJHO U3 3TUX COOTHOIIIE-
HUH He o0eclIeurnBaeT TOUHOI'O N3MePeHUA N30bITOU-
HOT'O POCTa KOCTel NP HAJIUYUU TAXKEI0N (DOPMbI
CKOJINO03a uiu Kudosa.

WsmeHeHUST KOHEUHOCTEH MOTYT IIPOSBJISATHCS
TaKMMU IPU3HAKAMU, KaK apaxHOTAKTUINA (IJIUH-
Hble, TOHKUE, «Iayubu» nanabibl), [MC u miocko-
cromnue. IIpu BRIABICHUH apaxHOJAKTUINY CIIeTyeT
UCTOJIb30BATh:

® CKPUHUHT-TECT OOJIBIIIOTO Hajbila (CHUMITOM
IITeituGepra, Steinberg). TecT cumMTaOT II0JIOMKU-
TeJbHBIM, KOTHa Ipu crubanuu 11—V manablieB HaAL
COTHYTHIM (TIPUBEEHHBIM) MEPBLIM HAJNbIEM IUC-
TaJgbHaA (hajlaHTa MOCJIEJHETO BLICTYIAET 3a Ipefe-
Jbl V IISICTHOII KOCTH;

e yBeJHWUEHNE AJUHBI CPEeIHEro majbila KUCTHU
>10 cMm y B3pocCJabIX; >9 ¢cM — y TOAPOCTKOB IIPU
U3MEepPeHUHU IO JaJOHHON MOBEPXHOCTU OT KOXKHOM
CKJAAKU Y OCHOBAHUA HPOKCUMAJbHON (asaHru
majblia A0 KOHIIA AUCTAJIbHON (haslaHry;

e TecT 3alscThsa (cuMnToM ¥Yoiakepa—Mepmoka,
Walker—Murdoch), SBASIOMUICA IIOJOMKUTEND-
HBIM B CJIy4yae, KOTJa IaIlueHT JIeTKO OXBaThIBaeT
CBO€ B3allsiCTbe MUBUHIIEM U OOJBIINUM NaJbIIEM
TIPOTUBOTIOJIOKHON PYKU;

e MeTaKapIaJbHBIN WHAEKC (PeHTreHOJIoTHhYe-
CKMI IpPU3HAK, Sinclar), mpemcTaBisOIUi OTHO-
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InIieHnue MOJIWHBbI K TOJIIMHE KOCTH. HOpMaJIBHBIe
3HAUEHUA MeTaKaplaJbHOTO MHAEKCAa BapbUPYIOT
or 5,5 mo 8,0; ymepenHas apaxHOTAKTUJIUSA yCTa-
HaBJMBaeTcsa IpU ero BeauumHe ot 8,1 mo 8,5,
BeIpa)xeHHas — ot 8,6 go 10,5.

Opaum u3 3HauumMbIx mpusHakoB I[CT saBisa-
erca I'MC, mom KOTOpPOIiI IOHHMMAIOT yBeJIHUYEHIE
o0’beMa ABUIKEHUN B OJJHOM MJIU HECKOJBbKUX CyCTa-
Bax II0 CPABHEHUIO C YCJIOBHOM CpeJHeCTATUCTUUE-
cKoii HopMmoii. K cKeJleTHBIM aHOMAJUSIM OTHOCST
Iedopmaiuu CTOmI, pasauyaoiuecs 0 BUAY: THUIIA
«KavyaJKN», <«KOHCKOW», «IIOJION», «IATOUYHOI»,
SKBUHOBAJBI'YCHOM, SKBUHOBAPYCHOU, IIJIOCKOU H
TJIOCKOBAJIBI'YCHOM.

BoabIimmoe KInHUYECKOe 3HAUeHUE cpeau nedop-
MaIliil CTOIBI MMeeT ILJIocCKocTomue. 1A OImeHKH
TMPOJOJBLHOTO IIJOCKOCTOIUS WCIIOJNB3YVIOT IIOHO0-
MeTPUUYECKUH WHJEKC, KOTOPBIN IIpefcTaBIAET
co00il OTHOIIIEHNE BBLICOTHI CTOIIBI K JJIMHE CTOIBI,
BBIPAKEHHOE B ITPOIeHTax. [Ipu aTOM BBICOTA CTOTIBI
— JTO paccTosIHUE, U3MEPEHHOe OT II0Jia A0 BepX-
Hell IIOBEPXHOCTH JAAbeBUAHON KocTu Ha 1,5 cm
KIepeau OT TOJIEHOCTOITHOTO CycTaBa, a IJWHA
CTOIIBI OIIpefiesisieTcs KaK pacCcTOosSHHe OT KOHIlA
I manbiia 7o 3agHe I OKPYIJIOCTU IATKY B MM. HAEKC
HOPMAaJILHOTO CBOJIa CTOIBI KOJIe0JIeTCA B IIpeesiax
31-29% , BenuumHa MHAEKca B mpegeaax 29-25%
YKasbIBaeT Ha MOHMKEHHBINA cBOJ (IIJIOCKOCTOIHE),
a sHaueHuda HmxKe 25% CBUAETEJILCTBYIOT O BhIpa-
SKeHHOM IIJIOCKOCTOTIUH.

KocTHO-XpAIIeBble AUCIIA3UN XapaKTepusy-
oT: akpomesaus (YKOpOUeHUEe AUCTAJBbHOTO OTHAe-
Ja KOHEYHOCTeli); Me3oMeaus (YKOpPOUeHUHEe Cpem-
HUX OTHEJIOB — IIPeAIljeube, T'0JeHb); PU30OMEIUA
(YyKOpoueHMe TPOKCUMAJBHBIX OTHIEJIOB — ILJIeYo,
6empo).

HedopManuu TPYAHON KJIETKU MOTYT OBITH
IOCTATOYHO Pa3HOOOpPasHBIMM, HO HamboJiee YacTo
peACTaBJIeHBI IBYMA BapuaHTaMU: BOPOHKO0OOpDas-
HOU U KMJI€BUIHOM.

BopoukoobpasHas gmedopMaiiusa rpyaHoO KIeT-
KM TIPOABJIIETCA YIJyOJieHMeM B HMMKHeH dYacTu
TPYAUHBI pasauuHoii cremenu. CremneHb aedopma-
IIH1H OIIEHMBAIOT II0 MHAEKCY, PACCUUTBIBAEMOMY IIO
peuatrenorpamme. I[Ipu I crenmenu — rryouHa BOPOH-
KU He IIPeBBINIAET 2 CM, CMeIeHUe CepaIila OTCYT-
crByetr; npu Il cremenu — rayouHa He O0ojee 4 cM,
CMeIl[eHle CepAlla BapbHUpPyeT B Ipejeaax 2—3 cM;
npu III crenneru — rry0nHa BOPOHKYU MpEBBIMIaeT 4
CM CO CMeIlleHIeM cepaiia 0ojee 3 cM.

KuneBunmnas rpyqHas KJeTKa AUArHOCTUPYET-
cA O YBEeJIWUYEHUIO IepeHe3aJHero oTaesa TPYI-
HOM KJIETKU U Pe3KOMY BBICTYIIAHUIO I'PYAUHBI BIle-
pen. Beigenstor 3 Tuma aToit gedopManuu — MaHy-
OPHOKOCTAIBHBIN, KOPIIOPOKOCTAJIBHBIN 1 KOCTAJb-
HBINA.

ManybpuokocmaavbHblii mun xapakTepusyeTcs
BBIIAYNBAHUEM BIlepe]] pYKOATKYU rpyauubl u I1-111
pebepHBIX XPAIIeH ¢ OJHOBPEMEHHBIM CMeIlleHueM

TeJa TPYAUHBI K3aAW. YTOJ MEXKIY PYKOATKON H
TeJIOM TPYIAWHBI PE3KO OouepueH m 0ojee OCTPHIM,
yem B Hopwme. lIpodunp TIpygHOA KJIETKU WMEEeT
yrsoobpasuyio (Gopmy. Haumbonbiuii usrub pebdep
OTMedYaeTCd II0 IMapacCTepHAaJbHBIM JIMHUAM.

KopnopoxocmaavHuvlit mun KUJIEBUTHON TPYI-
HOH KJIETKHM BCTpedYaeTcsda HeCKOJbKO uarie. Breige-
JISTIOT KPYTJIYIO U TUPAMUAATIbHYI0 (DOPMHBI.

Kpyenasa ¢opma XapaKTepusyeTcs TeM, UTO
TPyAWHA MB3OTHYTa BIepen OOJIbIlle B ee cpeqHeil
WV CPemgHell U HUKHel 4acTu.

IIpu nupamudanvHoii popme TPynIuHA HAIIPaB-
JIsieTcs KOCO BHU3 W BIIepe] IO MPAMOI JUHUU OT
PYKOATKY K MEUEBUIHOMY OTPOCTKY. MaKCcuMaJIbHO
BBICTYIIAIONIEe!l TOUKON ABJAETCA MECTO COeIuHe-
HUA CpeJHed UM HUKHEU YacTu TPYAUHBI C Meue-
BUAHBIM OTPOCTKOM, C YIJIOM, OTKPBITBIM K3aau,
¥ YEeTKO OUYEePUEHHOU BEePIIMHON BLIIAYMBAHUA,
HalmrpaBJieHHOU Bmepen. llepemHesamHuii pasmep
TPYAHOHU KJETKU 3HAUUTEJIhHO OOJIBbIEe IIOIeped-
HOTOo. ['OPMBOHTAIBLHO pacIoJIOKeHHbIe pedpa orpa-
HUYWBAIOT IbIXaTeJIbHbIe JdKCKypcHUU. ¥ Ka3aHHBIE
(GOpPMBI KOPHOPOKOCTAJNBHOM TPYSHOU KJIETKU
MOTYT cOUYeTaThCA C 3allaieHreM HUKHUX pedep ¢
00erx CTOPOH B OOKOBBIX OTAeJIaX, KOTOPbIe MHOTAA
OIMUOOYHO TPAKTYIOTCA KaK paxXuUTHUUecKme 00pOo3-
nwl 'appucona.

KocmanavHblii mun xapakTepusdyeTcs BBICTY-
HmaHueM IIepeqHeld I'PyaHOII CTeHKH 3a cueT medop-
MUPOBAHHBLIX pedep, KaK MpPaBUJIO, B COUETAHUU C
poranueil TPyAuHBI BOKPYT IPOAOJbHOU ocu. IIpm
aTOoM pebpa Ha OAHOI CTOPOHE BBICTYMAIOT BIIEpE],
a Ha JPYro# — HAXOAATCS HAa HOPMAaJbHOM YPOBHE
WJIY 3amaaor.

ITaTonorus MO3BOHOUYHMKA IIPOSBJISAETCS: CKO-
JAM030M, Ku(MO30OM TPYAHOTO OTIejia, JOPA030M
TMOSICHUYHOTO OTAEJNa, «ILJIOCKON MU IPAMOM» CIIU-
HOI1, spina bifida.

CKoJIM03 MOKeT ObIThH AUATHOCTUPOBAH KJIU-
HUYEeCKHU, ecJU IIPU HAKJIOHEe BIepen HalJomaeTca
pasinumne IO BepTHUKAIU He MeHee 1,5 cM MexIy
MeKpeOepHBIMI IIPOMEXKYTKaMI JEeBOH M IIPaBOil
TOJIOBUHBI TPYTHON KJIETKU; PEHTreHOoTrpa)muecKu
M MEeTOAOM KOMIIBLIOTEPHOM OITUYECKON TOmorpa-
¢uu mosBoHOUHUKA. KIMHUKO-PEHTTEHOJIOTUUECKH
(Yaxkauu B.[., 1973) BbIAeaAOT:

e crommo3d I crememu — yroa >100, Hesmaum-
TeJIbHOE UCKPUBJIEHNE ITO3BOHOUYHUKA BO (DPOHTAIB-
HOM TIJIOCKOCTHU, MCUe3aiollee B MOJOMKEHUNU JieKa,
acCUMMETPUA CTOSHUA JOHNATOK M HAAIJICUYNH IPU
IPYSHOM UM TaJuU — IIPU INOACHUYHOM CKOJIHNO3eE,
MBIIIIEUHAsA aCUMMETPUsS B O0JIACTH IYTU UCKPUB-
JeHUS;

e cxoumo3 II cremenum — yroa or 110 mo 300,
WCKPUBJEHNE TO3BOHOUYHUKA MMOJTHOCTHIO He Mcue3a-
[olllee B TTOJIOYKEHUU JieXKa, caabas BbIPAYKEHHOCTH
KOMIIEHCATOPHOU Ayru u pebepHOoro ropoda;

e croano3 III cremenu — yroa or 310 go 600,
KOMIIeHcaTOpHAaA ayTra, AedopMaIusa rpyaHON KJIeT-
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KH, 60JIbIIION pebepHbIil Iop0, OTKJIOHEHNE TYJIOBU-
1I1a B CTOPOHY OCHOBHO IyTd UCKPUBJIEHU;

e crouimo3 IV cremenu — yroa >600, Tsxesnnrit
(pUKCUPOBAHHBIN KU(MPOCKOIMO3, Ae)opManusd CKe-
JeTa, HapylleHuA (PYHKIIMOHAJIHHOTO COCTOSHUSA
CepIeYHO-COCYIUCTOM 1 OPOHXOJIETOUHOI CUCTEM.

Kugo3 — uCKpuBJIeHNE TO3BOHOUHUKA BBIMY-
KJIOCTBIO Hasdaz. JIop0o3 — UCKPUBJIEHUE TTO3BOHOY-
HUKAa BBIMTYKJIOCTHIO BIepen. Ilog TepMUHOM «Ips-
Mas» CIIMHA — ITIOHUMAIOT IIOTEPI0 (PU3UOJIOTUUECKO-
ro Ku@dosa rpyIHOTO OTeJia TO3BOHOUHUKA.

2.1.2. IxTomepMasbHbIe NPOABIEHUA XapakK-
TEePU3YIOTCA TUIMIEPPACTAKUMOCTHIO, BBIABIAEMOMN
06e300JIe3HEHHBIM OTTATUBAaHUEM KOXKHU Ha >2 CM
B oOjlacTH ThLJIa KHCTU, HaA JIOYy, HaA HaPYsKHBI-
MU KOHITAMM KJIIOUHUIL JUOO0 BO3MOYKHOCTBHIO (op-
MUPOBAHUA KOYKHON CKJIAJKM Ha KOHUYMKE HOCcA.
B ciyyae cHMMKeHUA NN OTCYTCTBUSA €CTECTBEHHOMN
YIPYTOCTH U 3JACTUUYHOCTH KOXKa OIIpeIessaeTcs
Kak apsabJsas. Kpome aToro, Kosxa MoxeT ObITH TOH-
Kas, KOrJa XOPOIIO BUIHBI PACIOJIOKEHHBIE TOI-
KOJKHO COCYIbI, MMETh BUJ| «IIAIIMPOCHON OyMarm».
YacTel BapuKO3HOE paCIIUpeHNe BeH, KeJOUIHbIe
pyOIIBI, TeMOppParuyecKue IPoABIeHUs (AKX TMOSEI,
eTeXUHu, MOJIOKUTEIbHbIE 9HA0TeINAIbHBIE TTPOOBI
— JKTyTa, IMUIKa, MaHXeTKu). [loMuMo sTuUX mpu-
3HAKOB MOT'YT UMETh MECTO OYaru JemurMeHTaluu,
TUIEPIUTMEHTAIINH B 00JIACTH OCTHUCTHIX OTPOCTKOB
HUKHErPYJIHOTO OTHejia IMO3BOHOUHUKA, aTpodu-
YyecKue CTPUM, HECBA3AaHHBIE C OKUPEHWeM, MHO-
JKeCTBeHHBbIe ITUTMEHTHbI€ NATHA, TUIEPTPUXO3,
TeJIeAHTMO9KTAa3UM, FTeMaHTuOMbI. [Ipu maabmanuu
Ha mepeHel TOBEPXHOCTY I'OJIEHU U B 00JIACTH JIOK-
TEBOTO CyCTaBa MOTYT OIPENeNATHCA MOAKOKHBIE
YBEeJKHU.

HW3MmeHeHUsa HOTITEW IIPOSABIAIOTCA OYATOBOU
amasueil (OTCYyTCTBME YACTU HOTTA), AHOHUXUEH
(oTcyTCTBUE HOTTEBBIX MJIACTHUHOK), MaXUOHUXUEHN
(yTosieHue sUuAepMUCA O] HOTTEBOM IIJIaCTU-
HOI1), JeliKoHUX el (Oesble IATHA MJIN IIOJIOCKY HA
HOT'TAX).

Co CTOPOHBI BOJIOC BBIABJSAIOT WHCTOHUEHUE,
TUIOTPUX03 (HeJOpa3BUTHE BOJIOCSHOTO ITIOKPOBA),
YYacTKU ajiomeruu (BbITIafeHusa BOJIOC).

Nsmenenuss 3y00B M IOJIOCTH PTa XapaKTepu-
3yIOTCA TUMNOAeHTHUell (yMeHbIIIeHNEe KOJUYecTBa
3y00B, CBA3aHHOE C OTCYTCTBUEM WUX 3aYaTKOB),
MUKDPOJeHTHUEeN (Majible pasMepbl KOPOHKM 3y6a),
TpeMaMu (yBeJUYeHUE PACCTOAHUS MeXKIy 3yba-
Mu), AUACTeMOU (yBeJWUeHUe PACCTOSAHUA MEXKIY
MmepegfHUMHU pe3laMu), PAacIiellJieHrueM A3LIYKa,
IOIOJTHUTEJIbHBIMU Yy3JeUYKaMu BepXHEH u/uiu
HU)KHell ry0Obl, HapyIIeHHEeM OPUKyca, OUCPYHK-
muel BUCOUYHO-HUKHEUEJTIOCTHOTO CycTaBa 1 Ap.

2.1.3. Msbinreunbsle M3MEHEHUS OIEHHBAIOT IIO
COCTOSTHUIO MBIIIIEUHOI CUJIBI, TOHYCA, OCAHKHU, HAJI-
YWIO aIljIasuu, aTpouu, AUAcTasa MBIIII, TPbIXKe-
BbIX BBIIAYMBAHUI PA3JIMYHON JIOKAJIN3AIIUN 1 YBe-
JUYeHusA 00'beMa MaCCUBHBIX MBUMKEHUN B CyCTaBax.

2.2, OcHoBHsIe BucHepadsHble mpusHaku HHCT

Opzanvt 3penusa: muonusa (>3D), runepmerpo-
nus, acTUTMATHU3M, MeTaJoOKOpHea, YILJIOIIeHUe
poroBuilbl (IO ZaHHBIM KepaTOMETPHUH), YBeJuue-
HUe IJIWHHON OCH TJIa3HOTro s6JioKa (0 JaHHBIM
Y3U), ronyObie CKJIePHbI, SKTOIMNA, BHIBUX /IIOABHI-
BUX XPYyCTaJuKa, UPUIOMOHE3 (IpoKaHUe pPaLysK-
KH), OTCJOWKA CeTUaTKU, AECTPYKIIUA CTEKJIOBUI-
HOTO Tejia, TUMIOILIAa3uA PAAYy:KKU UJIU MepIaTesb-
HOII MBIIIIBI, KOCOTJIa3ue, SHAOMPTAIbM, aHTUMOH-
TOJIOUIHBINA pa3pes IJIa3HbIX ITeJIel.

Cepdeuno-cocyducmas cucmema: IUIATALUA
KOpHA AaopThl, MPOJANC MHUTPAJILHOTO KJamaHa
(IIMK); mpoJamchkl TPUKYCHUIAIBHOTO, A0PTAJb-
HOTO KJIAIaHOB, 9KTOINYECKOEe KpeIlJIeHUe XOP
mepenHel, 3aJHEll CTBOPOK MUTPAJBHOTO KJiala-
Ha, HapyIlIeHHOe pacupeeeHne XOpa K CTBOPKaM
MUTPAJIBLHOTO KJallaHa, MPOJOJbHbIE, NUATOHAJb-
HbIe, MoTIepeYHbIe TPAOEKYJIbI B JIEBOM JKeJIYIOUKe;
MaJjiasg aHeBpU3Ma MeKIIPeCePIHOMN ITeperopoaK,
OTKPBITOE OBaJIbHOE OKHO, ACUMMETPUS CTBOPOK
a0pTAJILHOTO KJIAllaHa, YBEeJIWUYEHHBIA eBCTaXUEB
KJIaaH; PaHHASA BapUKO3HaA 00JIe3Hb; CTEHO3 UPEeB-
HOTO OTZeJia aopThI; IIATOJOTHUUECKOe YIJIUHEHUe,
U3BUTOCTh U JPYTHe HAPYIIeHUA apXUTEKTOHUKU
apTepuaJbHBIX 1 BEHO3HBIX COCY/IOB.

Hepsnasa cucmema: HeCTaOUIBHOCTD IIETHOTO
oTzeJia TTO3BOHOYHUKA, ITaTOJIOTUUYeCKasaA U3BUTOCTh
COCYZIOB TOJIOBHOTO MO3Ta, ITO3BOHOUHUKA, Iepe-
OpaJibHbIe AaHTUOAUCTOHUU, BepTebpobasmIAapHad
HEeJIOCTATOUYHOCTh, JOPCAJTUA, CUHKOIE, CUHIAPOM
BEreTo-COCyAHCTON OMCTOHUM, PAHHUN OCTEOXOH-
P03, MBIIIeYHAA TUIOTOHUA 1/ WJIU TUTIOTPODU .

Bponxosezounas cucmema: TpaxeoOPOHXNAb-
Hasd MUCKUHE3Us, TPaXeOOPOHXOMAJAIUI, TPaXeo-
Opouxomerajns, OpPOHXO’KTATHUECKas sM@puaeMa
Jlemke, cuaapom Bunsamca—Kemmnbesia, mpuobpe-
TEeHHBIN MMOJUKUCTO3 JIETKUX, alliKaJbHbIe OYJLIbI,
CIIOHTAHHBIA ITHEBMOTOPAKC, PeIUAUBUPYIOIINE
aTeJIeKTa3bl.

OpzatbL 6PIOULHOLL NOJIOCTU: BUCIIEPOIITO3, aHO-
Masuu (QOPMBI ¥ PACIOJIOKEHUS KeJIyAKa, MHO-
JKeCcTBeHHBIe meperubbl m mAedopMarnua KeJIdHOTO
my3bIpA, AuadparMaabHas I'PbIXKA, HECOCTOATEIb-
HOCTh KapAuWU KeJayaKa, ractpossodareabHbIe
U JOyoJeHOTacTpasibHbie PeIIIOKCHI, AUBEPTUKY-
JIBI TIUIIEBO/Ia ¥ PAB3JIMUYHBLIX OTHAEJIOB KUIITeUHUKA,
IOJUXOCUTMA, METaKOJIOH, HeIOCTATOYHOCTD 6ayTu-
HUEeBOU 3aCJIOHKH.

T'emamonozuveckue npusnaku: Jerkoe oopaso-
BaHUeE 9KXWMO30B, IIETeXUH W reMaToM IPU He3Ha-
YUTEeJbHBIX yOapax, HOCOBBLIE, MAaTOYHBIE KPOBO-
TeueHUsA, AOOpOKauecTBEHHAsd MHUKpPOreMaTypud,
HapyIIeHUsd AarperamuoHHO (QYHKIUH TPOMOO-
IUTOB, Ae(UIUT/CHUMKEHNE aKTUBHOCTU (PaKTOpa
Bunnebpanga, guchubpuHOTeHEMUS, ACCOI[UHPO-
BaHHBIE TPOMOODUIUN.

Ummynnas cucmema: penuiuBUPYOIIUE BU-
pycHBIe, GaKTepUalbHble I MUKOTHYECKUE THPEK-
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Tabauua 1
Kaunnuecku suaunmbie MAP qiasa guarHocTUKH
ACT y nereit
Bremnue MKB 10
Bricokoe HEGO Q38.5
MsArgue yurabie pPAKOBUHBI Q17.8
MaxkpogakTuansd I magbia cTOmbI Q74.2
ii(;);cHaﬂ cuagaktuand I u I nmansmes Q66.0
CaupaseBugHAs MIETb Q70.9
ITonepeyHas NCYEPUEHHOCTD CTOIL L.94.9
TesmeaHrnosKTasum 178.0
T'unepnurMeHTanUsI KON 1.81.9
BryTrpennue
OTKPBITOE OBAJIBHOE OKHO Q21.4
[pyrue MaJyible aHOMAJIUU CEPILA Q24.8
IIMK (uposabupoBaHue) 134.1
ArunnuHoe Koau4ecTBo (B HOpme — 3),
IOTPAaHUYHOE PACIINPEeHNE/PACIONIOKEHIE Q26
TeYeHOUYHBIX BeH
AHOMaJII:Hoe pacmoJioyKeHre BeTBU /BeTBeH Q26.8
BOPOTHOM BEHBI
HedponTos N29
T'UIOTOHMS YaIIeUHO-T0OXaHOUHOMK NO4
CHCTEeMBL
Bapuxkorieie 186.1
Hapyiienue apxXuTeKTOHUKY COCYAOB Q27.8

Muu; CHUKeHue (QPYHKIMOHAJIBHOU aKTHUBHOCTHU
KJIeTOK MOHOIITMTapHO-MaKpodarajibHOTO 3BeHa,
comep:xkauusa T-TuM@OIUTOB U UX CYOIIOMYIAINA,
YPOBHS CBIBOPOTOUHBIX MMMYyHOTJIO0yIuHOB (IgA,
I1gG, IgM), nponyknusa ManodhGeKTUBHBIX aHTHU-
TeJ.

Ypozenumanvrnvle nposgieHUus: KPUITOPXU3M,
SKTONINA SAWYKA, BAPUKOIlEJe, BOASHKA O00O0JIOUEK
AWYKAa, CIIaeUYHBIN (DMO3.

Mouesvigodawas cucmema: HepPOOTO3, TUIIO-
TOHUSA YaAIIeYHO-JIOXaHOUHOMN CUCTEMBI C PA3BUTHUEM
ONeJI09KTa3nu, rufpoHedposa, rugpoyperepored-
posa, Iy3bIPHO-MOYETOUYHUKOBBIN pPeQIIoOKC, IUC-
meTaboauyeckasa HedponaTua (Uaime — OKCaJIaTHO-
KaJbIueBasa KPUCTAJLIIYPUS).

Penpodyxmuernas cucmema: 3afepxra hopmu-
POBaHUS BTOPUUYHBIX ITOJIOBBIX IIPU3HAKOB; MAaTOU-

HbIe KPOBOTEUEeHUA My0epTaTHOTO IIepuoaa, MeHOPD-
parus, BTOpuYHasA aMeHopesi, IpeIMeHCTPYaJIbHBIN
CUHJIPOM, TUCMeHOpesd.

JHOOKPUHHAA CUCMeMa: BBICOKOPOCJIOCTS,
3aiep:KKa (POPMHUPOBAHUA BTOPUUYHBIX ITOJIOBBIX
MPU3HAKOB, TMHOOPYHKIIUA IITUTOBUIHOU KeJIe3bl,
6eJIKOBO-9HEPreTUYEeCcKas HeJJOCTATOUHOCTD.

Cmomamonozuyeckue npossjieHus: HapyIieHue
IeHTUHO- U 5MaJieo0pa30BaHUA, TAPOJOHTHUT, OJIN-
TOJIEHTU S, TPEMBI, CBePXKOMILIEKTHOCTh, aHOMAJIb-
HBIM POCT KJIBIKOB U 3y00B MYAPOCTH, OUCPYHKIIS
BUCOUYHO-HUKHEUEJTIOCTHOTO CycTaBa.

OmopuHnonrapuHzonroZuiecKue HAPYULeHUsS: WC-
KpUBJIEHNE HOCOBOH IIEPErOpOIKH, JaPUHTOMAJIA-
U, OTOCKJIEP03, HEMPOCEHCOPHAS TYyTOYXOCTh.

2.3. Magasie anomajuu passutusa (MAP) —
M3MEHEeHUA CTPOeHUA PA3JUUYHBIX OPTAHOB U TKa-
Hell, KaKk MIPaBUJIO, HE COIPOBOKIAIOIIUECA KJIU-
HUYEeCKU 3HAUYMMBIMY HAPYIIEHUAMHU UX QYHKIIUN.
MAP pasgensdioT Ha BHeIIHNE U BUCIepaJbHBIE.
Cpenuee koauuectBo MAP y mereii ¢ coeqUHUTEIb-
HOTKAHHBIMHU 3a00JIeBAHUAMU HOCTOBEPHO BHIIIIE,
YeM B TOMNYJAIUWH, YTO JUIIb ITOATBEPIKIAET UX
IUarHOCTUYECKYIO POJIb B PACIO3HABAHUU NAHHOMN
nartoJsioruu. 3uaunmMbie MAP nns guaraocturu [ICT
y meTeii IpeacTaBJIeHbI B Taba. 1.

MAP o6Hapy:XuUBAOTCA IPU POKIACHUU WU
B paHHEM JeTCTBe, HEKOTOpble M3 HUX IIOABepra-
I0TCsI 0OpPaTHOMY Pas3BUTHIO (HAIIPUMED, OTKPBITOE
OBaJIbHOE OKHO, YBeJIMUEHHBIN eBCTaXneB KJalaH).
Jpyrue coXpaHAIOTCS B TeUeHNE KU3HU U CTAHOBAT-
csa (paxTopoM pHcKa (POPMUPOBAHUA KapAHAJIbLHOM
nartoJsioruu [11-14, 30, 64]. IMmetoTcsa faHHbIE, YTO
M30JIMPOBaHHbIe BucHepaabHble MAP mocToBepHO
yaIe BCTPeUaloTcsa y JeTell cTapiiero Bo3pacra u
moapocTKoB (11—17 jeT) mo cpaBHEHUIO ¢ MJIAAIIEH
BospacTHo# rpynnoi (6—10 sxet) [33].

Ha ocHoBaHuMuM pPe3yJabTAaTOB IIPOBEIEHHBIX
(heHOTUTIMUECKUX WUCCIENOBaHUI, 00CIeTOBaHUA
ceMbU, aHaJam3a POJOCJIOBHOM, WHCTPYMEHTAJb-
HBIX, Ja0OPATOPHBIX MCCIEIOBAHUN Bpau BIIpaBe
sanmono3putb HHCT u mpoBecTy CMHAPOMOJIOTHUE-
CcKuil momcK. Hwuike mpemcTaBieHBI MeXXKIYHAPOM-
HbIe PeKOMEeHIaIlny M0 JUArHOCTHKe HauboJjee pac-
IpOCTPaHEeHHBLIX MOHOreHHBIX 3a0oaeanuii CT.

3. IIEAMATPUYECKUE ACIIEKTbI AMATHOCTUKU
HACAEACTBEHHBIX HAPYIHIEHUIM COEAMHUTEABHOM TKAHU,
NMMEIOIIINX COTAACOBAHHBIE KPUTEPUUN

Ha cerogusa umeercss 7 HO30J0rm4YeCKUX (GOPM
HHCT, njis KOTOpBIX COTJIaCOBAHBI MEKIYHaAPOM-
HbIe KPUTEPUU TUATHOCTUKN:

1. Cuagpom Mapdana, OMIM: 154700; I'eut-
ckue kpurepun (Ghent criteria) De Paepe A. et al.,
1996 [49]; Loeys A. et al., 2010 [61];

2. Cungpom 9iaepca—Ianmo, OMIM: 130000;

130010; 130050; 225400; 229200; 130060;
225410; Villefranche criteria, Beighton P. et al.,
1998 [46];

3. CuHApOoM TrHUIEePMOOUJILHOCTH CYCTABOB,
Brighton—Grahame criteria, 2000 [55];

4. HecoBepineunsiii octeorenes. Illudp mo
MKB 10 - Q78.0; OMIM: 166200; 166240; 166210;
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259420; 166220;
259440; 613848;
615066; 615220;

5. ITponanc muTtpansHoro Kiaanana [47]. Iludp
mo MKB 10 —134.1;

6. CemeliHbIfI cuHAPOM Map(aHOUIHOI BHEIII-
Hoctu (cumoHuM Loeys—Dietz syndrome, type 2B;
OMIM: 610380, pauee curapom Mapdana Tuno 2,
OMIM: 154705); kpurepuu Malfait F. at al. [65];

7. MASS-cuagpom; OMIM: 604308 [61].

3.1. Cungpom Mapdana

Cungpom Mappama (CM) (Syndrom Marfan,
OMIM: 154700; mupp MKB 10 — Q87.4) — HHCT,
BEYIIUM IITPOABJIEHNEM KOTOPOrO SBJISIIOTCS pPac-
IIPEeHne AOPThI, YKTONUSA XPYCTAJINKA, PA3HO-
oOpasHble CKeJIeTHbIe aHoManu. TUm HacjaemoBa-
HUA — ayTOCOMHO-JIOMUHAHTHBIN C BBICOKOI TIeHEe-
TPAHTHOCTBIO M PABJUYHON BSKCIPECCUBHOCTHIO.
YacToTa AMAarHoCcTUPOBAHHBIX cayuaes — 1:5000—
1:10 000-15 000, Tsoxensrx opm — 1:25 000-1:50
000 HOBOPOKIEHHBIX. MYKUMHBI U KEHITUHBI
IMOPAYKAIOTCSA C ONUHAKOBOI 4aCTOTOI.

Idmuonozua. B 95% ciayuaes CM BrI3BIBaeT-
cA MyTanuaMHu B TeHe Oenka ¢ubpuanaumaa 1-ro
tuna (FBN1), pacmoJOXeHHOTO Ha [IJIUHHOM
miaede xpomocombr 15 (15q21.1). Pubpuanmu
1-ro Tuma TJIUKOIIPOTEN]], YYaCTBYIOIIUM
B MUKPOQUOPUIIAPHON cucTteme, obecledn-
Baloieili OCHOBY aJactuueckum Bojgoxkumam CT.
Y Bcex GoapHBIX CM B O6monTaTe KOMKU U KYJbTY-
pe GubpoO6IACTOB BBIABJISAETCS CHIMKEHINE YMCJa
mukpodpudbpuana. I[nsa rera FBN1 usBecTHO 0O0Jee
1000 myramnuii. ITorHas KOppeadanusa MeXK Iy I'eHo-
TUIIOM U (DEHOTUIIOM OTCYTCTBYyeT [52].

Knunuka. XapakTepHO paHHee HAYaJO0 U MPO-
rpeeHTHOE TeueHne 3a00JIeBaHUsA. Y JKe B [IEPUOe
HOBOPOXKI€HHOCTY BBISIBJIAIOTCS apPaXHOTAKTUINS,
IOJIMXOCTEHOMEINSI U TEeHIEHIUS K YBEeJINUYECHUIO
OT. B manbpHeilnieM OOJbHBIX OTJIHWYAET MePUITUT
MT, monmxomedanuueckas (opma ueperna, y3Koe
JINI0, apKooOpasHoe HEDO, I'MIOILIA3WS MBI, U1
MMOJKOKHON KJIeTYATKU, TeHICHIIUA K I'AIIeppPacTsi-
SKMMOCTH KOXKHM, MOTOPHAS HEJIOBKOCTD JBUKEHUI.
XapakTepHsbl gedopManuy rpyIHON KJIeTKU (Kuie-
BUIHAsSA, BOPOHKOOOpasHasa), aHOMAaJUU ITO3BOHOU-
HUKa (CKOJIMO03, KU(O03, I0OBEHUJILHBIA OCTEOXOH-
P03, HECTAOMJIBHOCTD IIIEMHOr'0 OTHesa), BBIBUXU
TrOJIEHOCTOIHBIX CYCTABOB U ILJIOCKOCTOIIKE.

AcTenuueckoe TeociaoKeHue (GOPMUPYETCS
y:xe K 1-3 rogam, medopMaiusa rpy HOHR KJIETKH —
K 4—7 romam, BeCchb CIIEKTP CKEeJeTHBIX HapPYIIeHUHN
— K 14—16 rogam, mIaTOJIOTUS CePAEUHO-COCYIUCTOMN
cucTeMbl — K 2—7 rogam u 1mos:ke. [IpakTuuecKku y
BceX OOJILHBIX HaOJIIOfAeTcs MopakeHre KPYIHBIX
cocymoB u cepaia. Ocoboe AMArHOCTHUUECKOE 3HA-
YeHHre NMeeT pacllinpeHne NI aHeBPpHu3Ma aopThI.
Tunuyebl HaApPYIIeHUS OPraHOB 3PEHUA: MUONUA
BBICOKOUM CTeIleHU, MNOABBIBUX, C(HEPUUYHOCTb,
YMEHBbIIIeHEe PasMepPOB XPYCTAINKa, OTCJIOMKA

610967;
610968;

613982;
613849;

610682;
614856;

Tabauuya 2

BannsHas oneHKa CHCTEMHOTO BOBJICUEHU S
coemuHuTeabHOI TKaHM (Loeys A. et al., 2010)

IIpusnaxku Bannsr

CoueraHue MOJIOKUTEJIbHBIX TPU3HAKOB 3
I manpIa u 3ansACTbs
IIpusuaku I manbpiia u 3asACThbS IO o1
OTIEeJbHOCTU
KuneBuguas gedopmaiius rpyIHOM KJIETKA 2
Boponkoobpasuasa nedopMaiiusa Uin o1
acUMMeTpUA I'PYIHON KJIETKU
MepuanbpHOE cMellleHIe MeauaabHO 9
JIOABIXKKY, IPUBOAIIEE K IIJIOCKOCTOIIHIO
IInockocronue 1
IlaeBMOTOpPAKC 2
IloacHMYHO-KpeCTIIOBAdA NypabHAs 9
dKTa3UA
IIpoTpysus BepTIYy:KHOU BIaINHBI, 9
MOATBEPIKIeHHAA PEHTTeHOJIOTUYECKU
CHM)KeHMe COOTHOIIIEHUA BEPXHETO 1
¥ HU?KHETO0 CerMeHTa TYJIOBUIa®
Cxroamo3 nin Ku)oCKOJIN03 1
CHUKeHre BO3MOYKHOCTH BBITIPAMJIEHUS

0 1
JOKTsI <170
Hannuwre Tpex u3 mepeuncJIeHHbIX YePEITHO-
JINTEBBIX TPU3HAKOB: JOaUXO0Iedanns,
9HO(PTAJIBM, AHTUMOHTOJIOUTHBIN paspes 1
rJia3, TUMOINIA3UA CKYJIOBBIX KOCTel,
peTrporuaTusi
KoxubIle cTpun 1
Muwuonusa >3D 1
IIponamc MUTPAJIBLHOTO KJIallaHa (BCe TUIIHI) 1

Maxkcumanbuo: 20 6as10B;
OUarHOCTUYECKM 3HAUNMBL: >7 0aJIJIOB

*¥ mereit 0—5 jer — <1; 6—7 ser — <0,95; 8—9 ser — <0,9; crapie
10 ner — <0,85 + coorHomenue pasmaxa pyk K [[T>1,05 + cko-
ano3 I-1I crennenu.

ceruaTKku. Hepeaxko BBIABIAIOTCS OeIpeHHbIE WJIN
IIaxXOBble I'PBIKU, BAPMKO3HOE pACIIMPEHNE BeH
HUXHUX ROHe‘{HOCTeﬁ, IIOBBIIIIEHHAaA KPOBOTOYM-
BOCTh, BUCIEPOIITO3, dM(pu3eMa JIErKNX, CIIOHTAH-
HBIM THEBMOTOPAKC, B Pslie CIyYaeB — HAPYIIEeHU
SMOIIMOHAJBHO-BOJIEBOH C(hepHhI.

Huaraoctuka CM ocHOBBIBaeTcsi Ha I'eHTCKUX
kpurepusax De Paepe A. et al. (1996) [49], mepe-
cmorpernHbix Loeys A. et al. (2010) [61]. B ocuoBy
[IOJIOXKEHO BBISIBJIEHHE Ham0oJiee CHemUPUUIECKUX
IIPU3HAKOB, XapPaKTePUIYIOINX CTEIIEHb BEIPAYKEeH-
HOCTH COeIWHUTEJHbHOTKAHHBIX HAPYIIEeHUN opra-
HOB U CHCTEM, HAJINYKe PACIINPEHUSI KOPHS aOPTHI
(PKA), sKTOmMU XpyCTaJIWKa W OTATOINEHHOCTH
cemeiinoro anamuesa. OIeHKA BHEITHWX W BUCIIE-
PaJIbHBIX IPU3HAKOB cucTeMHOro BoBjieuenus CT
(CBCT) B 6annax mpeacTaBjaeHa B Tadi. 2.

3 6GaJyla TPUCBOEHO COUYETAHUIO IIPU3HAKOB
apaxHOMAKTUINU (CUMITOM «3allACThs» +CUMIITOM
«boJIBITIOTO TaJblla»). KuaeBumgHasa npedopma-
nusd TPYSHOM KJaeTKHu mys auarmocturu CM 6osee
cuenudurUYHA, YeM BOPOHKoOoOOpasHas. B 2 Oamia
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OIleHEeHA MPOTPY3Us BEPTIYKHOU BIAAUHBI, AUA-
THOCTHUUYECKUM TMPU3HAKOM KOTOPOI sSBJIsETCSA
MeauajbHass MPOTPY3UsS BEPTIYIKHOM BIaJUHBI
3a Tpeaesbl MOAB3IOIIHO-CEJAMUIIHON JUHUU B
nepeJHe3agHe# YrJIOBOM MPOEKIMU Tasa >3 MM.
Pasrubanue JOKTEBOTO CyCTaBa CUUTAETCS HEIOJ-
HBIM, €CJIM yroJ MEXAY ILJIEUOM W MPeAIIeubeM
cocrasiasger <1700, BoigBiaeHue y manueHTa 3 u3
MePeUYnCIeHHBIX D JIUIEBBIX TUCMOPDUil OIeHEHO B
OIMH OaJII.

IlosicHMUYHO-KpeCTIoBas 9YKTa3us TBEPAOit
MO3TOBOM 000JIOUKU AMATHOCTUPYETCHA C ITOMOIIIHIO
MPT. CraTucTuuyecKum 3HAUUMBIM KpPUTEPUEM
IyparbHOM SKTasuu y AeTei m moapocTkoB ¢ CM
SABJIAETCS yBeJWUYEeHWEe COOTHOIIEHUS IUaMeTpPOB
IYPAJBHOTO MeITKa 1 Tes Ly 1 S; TOBBOHKOB, a TaKiKe
yBeJUUEeHNE CATUTTAJIbHOTO AMaMeTpa AypPaJbHO-
ro MeIlIKa Ha ypoBHe S;, 1o cpaBHeHuUio ¢ L, [56].
B mocaenume roapl AypasbHAS 9KTa3UA CUNTAETCS
ONHUM W3 TJIABHBIX IUATHOCTUYECKUX KPUTEPU-
eB CM u mapkepom Taskectu mopaskenus CT [43,
62, 70]. IToxasamo, UTO KapAuaabHbIE TPOSIBICHUI
CM coBmajgamoT ¢ HAIUYKUEM OyPaAJbHON 9KTa3UU B
95-100% cayuaeB. OmHAKO caegyeT TOMHUTD, UTO
ATOT MPUBHAK MOXKET BCTPEUATHCA U IPU APYTUX
3aboseBanuax CT. ITo oxaomy 6anay CBCT umeror
IIMK u muonus >3 IUONTPUil, KOTOPBIE, KaK U PY-
rue mpoaBieHus CBCT, He oTHOcCATCS K KOCTHOM
cucTeMe, MOTYT HaOJIIOJaThCsA IMPU CAMBIX DPA3HBIX
3aboseBanuax CT miu BeICTynaTh B KAUeCTBE CAMO-
CTOSATEJIbHBIX HO30JIOTUYECKUX (DOPM.

ATtpoduuecKkue moJIOCHI KOXKHU (CTPUU) paccMa-
TPUBAIOTCA B KauyeCcTBEe 3HAUMMOTO AUATHOCTHUYE-
CKOTO TpU3HAKAa, eCAW OHW He CBA3aHBI C BbIpa-
JKeHHBIMU M3MEHEHUSIMU Beca U PacIoJiaraoTcs Ha
CliHEe, B MOACHUYHON 00JiacTH, MJIEYEeBOM IIOsCe,
TMOAMBIIIIEUHOM o0sacTu uau Oempax. OmeHKy pas-
MepOB a0PThI PEKOMEHIOBAHO TPOBOAUTH HA YPOBHE
cuHyCcoB BasibcaabBbl ¥ BOCXOAAIIET0 OTAE I8 a0PTHI.
IIpu 5TOM HEJIB3sI TOJIb30BATHCA A0COTIOTHBIMY 3HA-
YeHUAMU JuaMeTpa aopThl. PeKOMeHyeTcsa mpoBo-
IUTh pacueT Z-KPUTEPUsA, MO3BOJSIONIETO YUECTh
BO3pacT M MaccO-POCTOBLIE JaHHLIe MarimeHTa [27,
28]. 3a yBenuueHUE padMepa aOPTHI IPUHATO 3HA-
yeHune Z-Kpurepusd >2 [Jid MAlMeHTOB B BO3pacTe
crapire 20 jer um Z-kpurepus >3 AJA TAIUEHTOB
moaoxke 20 jer.

TpeboBanusa K auaraoctuke CM pasiuuaiorcs B
3aBHUCUMOCTH OT JaHHBIX ceMeiiHoro anamuesa [61].

Kpumepuu Juaenocmuxu CM npu omcym-
CMBUU CeMellH020 AHAMHe3A:

1) pacmupenue aopThl >2G+IKTONUA XpycCTa-
JINKA;

2) pacmmpenue aopThl >20+HaJNUNe MyTaluu
B reae FBN1;

3) pacmupenue aopThl >20+>7 TPU3HAKOB
CBCT;

4) sKTOMUA XpyCTAJIUKA+HAINUNE MYTAIIUN B
retie FBN1+pacmiupeHnue aopTsI.

Kpumepuu Oduaznocmuxu CM npu Haauvuu
CeMeillH020 AHAMHe3A:

1) sxTOomUsa XpyCcTATUKA;

2) >7 npusuaxos CBCT;

3) paciupeHme a0pPTHI >2G.

Ilo pamubIiM JuTeparTypsl, fuaraoctuka CM Ha
ocHOBaHMUU ['eHTCKUX KPUTEPHEB Bo3MoKHA ¥ 95%
B3POCIBIX U y 56% meTeit, ABIAIOIINXCA HOCUTE-
aavu myTtanuu B rede FBN1 [52]. ¥V mereit u mon-
POCTKOB Bepu(pUKaIUA JaHHOHU MaTOJOTUN TOJIKHA
ctpouthbcsa ¢ yuerom OammoB CBCT u BeaIMUMHBI
Z-vpurepusa. Ecau nmokasarens CBCT (<7) u/unn
IuaMeTp KOPHS aopThI AOCTUTAeT TOJBKO MOTpa-
HUYHBIX 3HaueHU# (Z<3), maHHbIE MOJEKYJIAPHO-
TeHETUYECKOTO MCCJIELOBAHUS OTCYTCTBYIOT, CJIEAY-
eT CTaBUTh AMArHo3 «J[ucmiasuss coeqUHUTETHLHOMN
TkaHu. MapdaHomonobHbINl (eHOTHUN». [[mMarxHos
«Curgpom Mapdana» mpaBOMOYEH TOJHKO B CJIY-
Yae HapaCcTaHUA AMJaTaluu KOPHA aopThl (Z>3) u
uckaoueHua HHCT ¢ mapdhanougHbiM (heHOTUIIOM
(cm. Ttabs. 3 u Ilpunoxkenue 4). Ecau myranusa B
reie FBN1 BbuisABIeHa, a Z=3, MOKAa3aHO IIPOJOJI-
skuTh perynapHoe IXOKI-mabmronenue. [[uar=Hos
«Cuagpom Mapdana» MOKeT OBITH IIOCTAHOBJIEH
TOJIBKO TPW MPEBBINIEHUN TOPOTOBOTO 3HAUYECHUS
pasmepa aopTHI.

3.2. Curapom daepca—/lanio

Cuugpom 9nepca—Hanmo (CIOM) (Syndrom
Ehlers—Danlos, SED, mupp MKB 10 — Q79.6)
— rereporensaa rpynna HHCT, Bexymumu mpo-
SABJIEHUAMU KOTOPBIX SABJAIOTCA THUNEPPACTANKU-
MOCTh, XpynkocTb Koku u I'MC. B Tabn. 4 u 5
IpeqcTaBieHb BuinbdpaHIIcKasa Kiaccupuramusa
CO]l (Beighton P. et al., 1998) u BunnabppaHIicK1e
Kpurepunu guarsocturu CIII [46].

g xauHudeckoit auaramoctuku CIIl meob6xo-
IUMO HaJudyue XOTs Obl OZHOTO OOJIBIIIOTO KPUTE-
pusa. Hanuuue oxgHOTO MM 60Jiee MaJIbIX KPUTEPHU-
€B II03BOJIAET JeTaJIU3UPOBATH THUII 3a00J€BAHUA.
Hannume TOJMBKO MajblX KPUTEPUEB JaeT OCHOBA-
HUe IpejroJaraTb 3JepcononobHoe 3abojeBaHUe,
XapakTep KOTOPOTO MOKET OBITH YTOYHEH IIOCJe
IIPOBEJIEHUSA MOJIEKYJISAPHO-TEeHETUUECKOTO obcJe-
noBaHus. Ilepeuens ocHoBHBIX HHCT ¢ I'MC, Tpe-
Oyromux npoBeneHua guddepeHIInalbHON AUarHO-
cruku ¢ COI1, nmpexncrasieH B [Ipunoxxenun 5.

3.3. HecoBepIileHHBII 0cTeoTeHe3

Hecosepirennnrii ocreorere3 (HO) (Osteogenesis
imperfecta, 6omesus JlobmTetima—Bpoanka; mudp
o MKB 10 — Q78.0) — rereporennasa rpynna HHCT,
BEAYIIUM IPOSBICHUEM KOTOPBIX SBJIAETCS IMOBBI-
IIeHHas JIOMKOCTb MJIUHHBIX TPYyOUATHIX KOCTEIi.
Yacrora B monyaamnuu — 7,2:10 000, manbosee pac-
IpOCTPaHeH 4-1 TuI.

Knunuka. TUIUYHBIN OPpU3HAK — CKJIOHHOCTH
K IlepejioMaM TPyOuaThIX KOCTeil, pebep U KJIIO-
YU, OPpU MUHUMAJIbHOM TpaBMe, yKOpOUeHUWE U
UCKPUBJIEHNE KOHEUHOCTEIH BCJIEICTBUE IIE€PEJIO-
MOB, MBIIIIeUHbIe aTpoduu, PasboJTAHHOCTH WJIN



S14 TepmaTpus/2014/Tom 93/Ne 5 (Ilpuroxenue 1)

Tabauuya 3
Ocnoeasie HHCT ¢ mapdaHOmog00HbIM (DEeHOTHIIOM
Ho3omoruueckas popma, OMIM T'en, Joxaausamusa Kauanueckue mposaBiIeHUA
CuHzpoM aHeBpU3MEI a0pTHI Jloeca—
Iurna, an 2B; 610380; CkeJeTHBIE, CEPLEYHO-COCYAVCTHIE IPOABIIE-
ceMeHbIi CHHAPOM Map(haHOULHOI Husa CM, orcyTcrBue/cinabas BEBIPaKeHHOCTD
BHEIITHOCTH; PaHee CUHIPOM TIAaTOJIOTMU OPTaHOB 3PeHUs, U3BUTOCTH apTEPUIL,
Mapdana, Tun 2; 154705 aHEeBPU3MBI/AUCCEKIINY BOCXOLAIIET0/TPYLHOTO
OT/EJIOB a0pTHI, Apyrux aprepuii, IIMK,

CunapoM aHeBpU3MBI a0pTHI JIoeca— TGFBR2, ZoJmxXoLe(haIns
Hutia, Tun 1B; 610168 3p24.1

CreJieTHBIE, CEPIEYHO-COCYAUCThIE IPOABIEHN
CM, m3BUTOCTH COCYZI0B, BHYTPUYEPEIIHEIE
aHeBPU3MBI, CybapaxHOUAAIbHEIE
KPOBOUBIUAHUS, BLICOKOE HEDO, OTCYTCTBIE
9KTONUH XPYCTAJNKA

Cungpowm Jloeca—[utiia, Tun 4;
614816

TGFBI T'unepocTos, ckepos guadu30B IJINHHBIX
19q13.2 TPyOUYaTHIX KOCTEMH, JOJTUXOCTEHOMEIUS,
: nedopMarus MO3BOHOUHUKA

HuadusapHas qucniasmus, 60Ie3Hb
Kamyparu—9urensmana; 131300

WsBuTOCTh apTepuil, paccianBamIue aHeBPU3MbL

Cungpowm Jloeca—urna, Tum 1A; aopTtsl, BIIC, riasHoii runepTesiopusM,

cuuaapoM PypJoHTa; paciernyieHre HEOHOTO A3bIYKa,/ TBEPAOTO

cuagpoMm Jloeca—[luTiia aHeBpU3MBI HEGA, TOJIMXOCTEHOMEIN, HOPMAaJbHBIN POCT,

aoprsl, Tu 1A; 609192 TGFBRI OTCYTCTBUE SKTOINN XPYCTAINKA, KOTHUTHUBHBIE
9q22 HapPYIIeHuA

Cunapowm Jloeca—[{uerna, Tum 2A;

CUHAPOM aHEeBPU3MBbI A0PTHI; PacciauBarorime aHeBpU3MbBI 40PTHI, COHHBIX,

CeMeHHBIN CUHAPOM aHEeBPU3MEL KOPOHAPHBIX U AP. aPTEPUHA B MOJIOZOM BO3pacTe

rPYAHOTO OTaesa aopThl; 608967

. . MeH M uB i HEBPU3MBI
CeMelHBIN CHHAPOM aHEBPU3MEI MYHI11 Cewmetinas dopma pacciausaiomefics aHeBpH3

CPYAHOTO OTHesa aopThl Tum 4; 132900 16p13.11 TPYAHOTO OTJesia a0OPTHI B COUETAHUU C OTKPBITHIM
aprepuaJbHBIM IIDOTOKOM

CeMelHBIN CUHAPOM aHEBPU3MBI

TPYAHOTO OT/AEesa a0PThI, IUBEI0 ACTA 2 CemeiiHasa (popMa paccianBaroIell aHeBPU3MbI
CeTUaTKu, (PIOKKYJIBI PAAYIKKY; 10q23.31 a0PTHI, JUBEIO CETYATKU U (PIOKKYJIBI Pamy KKK
611788
Cungpowm Jloeca—[utnia, Tun 3; SMAD3 A .
613795 15q22.33 pTepuaJbHbIe aHEBPU3MbI, PAHHUI OCTE0APTPUT
CUHIDPOM U3BUTOCTHU apTepPHUii; SLC2A10 T'enepanu3oBaHHAsa U3BUTOCTD, YAJIUHEHUE,
208050 20q13.12 CTE€HO3bI apTepuii, JUIlleBble TU3MOP(HUL
Cunnpou Depea—larno PLODI S e
Kudockosmorudeckuii; 225400 1p36.3 apreput, MapMHAHOMTHEN DEHOTHI
Cunzapom MappaHOULHOMN MappaHougHLIN (PEHOTUI, TUIIEPMOOMILHOCTD
TUIIePMOOUIBLHOCTH - CYCTaBOB, I'UIEPPACTAIKNMOCTD KOXKHU,
154750 KaMOTONAKTUINA V IaJIbIla

Tabauua 4

Knaccudpurkanus cuagpoma Jaepca—daniao (Beighton P. et al., 1998)

Tun (HOBBIi) Tun (crapsrit) Yacrora OMIM T'ensr

. . 130000 COL5A1,COL5A2,
Kiaccuueckuit Ccoa1,Com 2 2-5:100 000 130010 COLI1A1
T'unepmMoGUIBLHBIN co 3 1:10 000-15 000 130020 COL3A1,TNXB
CocynucTalit Co[1 4 1:100 000 130050 COL3A1
Kudockommoruueckunit C3 6 Onucawno >100 ciayuaeB 338388 PLODI
ApTpoxaiasucHBIN CoIl 7-A, COIl 7-B Onucano ~30 cayyaeB 130060 COL1A1,COL1A2
Kosxubrit Ca[1 7-C Onwucano ~10 cayuaes 225410 ADAMTS2

KOHTPAKTyPhI CYCTABOB, I'OJIyOble CKJIEPHI, »KEJITO- POB MO3TOBOr0 Uepera HaJ JIUIEBBIM, OTOCKJIEPO3.
KOPUWYHEBBIN I[BeT 3y00B, Aedopmarumy mo3BOHOY- IlepesioMbl XOPOIIIO cpacTaloTcs ¢ o0pasoBaHUEM
HUKAa, IPYAHON KJETKHU, IJIUTEJbHOE HesapallleHre KOCTHON MO030J1. PEeHTreHOJOTMYECKU BBISIBIISIOT
PONHUYKOB M IIIBOB Yepera, mpeobJazanue pasme- auddys3HBIA 0CTEONOPO3, «IIPO3PAUHOCTH» KOCTEH,
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pesKoe HMCTOHUYEHHE KOPTHUKAJBHOTO CJIOs, YMEHb-
IIIeHNe IIOIIePeYHN KA Tua(ru30B, PaCIINPEeHNIEe MeTa-
(bu30B, ceTuaThIli PUCYHOK I'y0UaTOro BEIECTBA,
MHOJMeCTBeHHbIe KOCTHbBIE MO30JIA U ,uecbopmaunn
ckesera. Ilo cpoxkam Hauajsa 3a00JieBaHUSA BBIIE-
asior: 1) panuioro popmy (Bpommka) — mepesomMsbl
BOBHHUKAIOT BHYTPUYTPOOHO MJIM CPa3y IIOCJIE POIK-
meHusa pebenka; 2) mosguioio Gopmy (Jlobirreiina)
— IIepPeJIOMbI BOBHUKAIOT II0CJIe Hauaja XO4bObI.
Idmuonozus. B ocaoe HO uaire Bcero jgexxar
6osee 400 myTamuii B reHax, KOJUPYIOIIUX CUHTE3
01~ U Oy-Ilenedl KoJsnareHa 1-ro tuma, jaubo (dep-

MEHTOB, IIPDHMHNMAIOINX y4aCTHe B IX CO3PEBAHUN.
Hawub6osee Ts:xeinnie (hopMbl HAOJIIOLAIOTCA B CayUa-
X 3aMeHBI B OeJIKe KoJllareHa TJINIINHA Ha KaKyIio-
aub0 APYryI0 aMUHOKHUCJIOTY; MYTaIluu TeHa KOJI-
JlaTeHa Oly-IellM IIPOTEKAI0T OJIaronpusaTHee, UeM
o -menu. ¥ OOJBHBIX CHMXKeHa nuddepeHINPOBKA
ocTeobJIacTOB, HAPYIIEHBI OTJIOMKEHUE COJIeH Kajb-
nud u (ocdopa B KOCTHOU TKAHU, CUHTE3 U pacmaj
KoJLjIareHa.

Ha cerogusa Beigensior 15 tunmos HO; I, 11, 111,
IV u V Tuner Hac/iegyoTCsa ayTOCOMHO-TOMITHAHTHO
u obycaoBienbl wmytanuamu reHoB COLIAIL,

Tabauuya 5

Bunnsdpanmckue kputrepun (Villefranche criteria, Beighton P. et al., 1998) nuarmocTuxu cuaapoma

Qnepca—I[a}mo C TOIMOJITHEHUAMMU

Boabpurue kpurepun Maunsie kpuTepun T'en, 6emok
Kaacenueckuin tur, OMIM: 130000; 130010
Tmagkas, 6apxaTucras KoxKa
MornI0CcKO0II0100HbIE TICEBA0OTTY X0 COL5A1
IToakosxHbIEe chepruecKre 00pasoBaHUA COL5 A2’
Pacrsaxenve/BbIBUX Y /TIOJBBIBUXY CYCTABOB, IIJIOCKOCTOIINE
IToBblIIeHHAS PACTAMKUMOCTD KoJLJIareH
MpirreuHast TUIIOTOHUSA, 3a]ePHKKa MOTOPHOT'O PA3BUTU
KOXKH 5-ro Tuma,
JIlerko BOBHMKAIOIIMIE I'eMaTOMbI
IITupoxue aTporuuecKkme pyoIrsl B 6 . 0l1-IIelb;
I'MC bIpAYKEHHAs PACTAMKUMOCTD U CJ1a00CTh TKaHeil (rpblika KOJLTATen
IMUIIEBOJHOTO OTBEPCTH S, AHAJIBHBIN IPOJIAIIC B JE€TCKOM 5.1 THIA
BO3pAacTe, epBUKAaIbHAasI HEJOCTATOUHOCTD) Olo-T[eTID >
IlocneonepanoOHHEIE TPBIKA 2
Hannune aHaornyHbiX 3a00JIeBaHUHA B CEMbe
COL3Al,

T'uneppacTaxuMocTs u/uau
ryajgkasd, 6apxarucras KoKa
T'enepanusoBanuasa 'MC

Penupusupytomye BBIBUX Y /TIOABBIBUX Y CYCTABOB
XpounyecKkue 601 B CyCTaBaX /KOHEUHOCTAX
Hanuune amasorndusix 3a00JI€BaHU B CEMbe

KoJLIareH 3-ro
THIIA, O.1-IleIb;
TNXB,
TeHacKUH X

Cocymuctsrii Tum, OMIM: 130050

Toukas, mpocBeunBaoIasa
KOKa

AprepuanbHas/
WHTEeCTUHAJbHAA/MaTOUHAd
¢cJ1a00CTh MU PA3PHIBEI

OO0 pPHBIE KPOBOIOATEKH

¥ IIOBBIIIIEHHASI PAHUMOCTh
XapaKTepHbIA BHEIITHUN BUT,
JIAIa

Axporepusa

T'unepMoOUIBLHOCTS MEJIKUX U CPESHUX CYCTABOB

PaspbIB CyX0KUIMI 1 MBIIIIIT

IKBUHOBapycHasd gedopMaIlis CTOII

Pannsasa BapukosHasa 60JIe3HD

ApTeproBeHO3HAA KapPOTUAHO-KaBepHO3HAaA (hucTy.Ia
ITHeBMOTOpPAKC/ITHEBMOT€MOTOPAKC

Hepopassurue gecHbI

Hanunuwne anamoruyabix 3a60jieBaHUN B cCeMbe, BHe3aIHAA
CMepTh OJIMBKUX POACTBEHHUKOB

COL3Al,
KoJLIareH 3-ro
THIIA, Ol1-Telb

Kudockonuornuecknii Tunm, OMIM: 225400

T'enepanusoBannasa 'MC
Bposknennas MblIieuHas
TUIIOTOHUA

BposxkneHHBI
IPOTPECCUPYIOIUN CKOJINO3

PanumocTh K0KH, aTpoduyecKre pyoIisl
CKJIOHHOCTH K TeMaToMaM

PazpruiB aprepuii

MapdaHougHas BHEIITHOCTD

YMeHbIIIeHTE PA3MEePOB POTOBUIIBI
OcTteomneHusA

Hanuuwne anamornyusIx 3a60IeBaHUl B CEMbe

PLODI1,
JIABUIITU-
pokcuiasa 1

Aprpoxamnazus, OMIM: 130060

Tsoxenas reHepaan3oBaHHAA
I'MC, penupuBupyoIiue
BBIBUXY/IIOJJBBIBUX U
BpoxneHHBI IBYCTOPOHHUN
BBIBUX Ta300eJPEHHBIX CYCTABOB

T'uneppacTaXUMOCTh, PAHUMOCTh KOKHU, aTpodUUeCcKre
pyOuBI

Jlerko BOBHMKAIOII[IE TeMaTOMbI

MpItreuHass TUIIOTOHUS

Kudockonmos

OcTreomneHusa

COLIAI,
COL1A2
KoJumareH 1-ro
THIIA Ol -IIeIb;
KoJumareH 1-ro
THIIA Olg-IIeIb

HepmaTtocnapakcuc, OMIM: 225410

Bripakennasa
TUIIEPPACTAKUMOCTE KOXKK
IIpoBucaroras, «JIAITHAI»
KOXKa

Msarkas, peIXJjas TeKCTypa KOXKU

JIlerko BOBHMKAIOII[IIE I'eMaTOMbI
TIpexneBpeMeHHBIN PA3pPHIB IJIOLHBIX 000JI0UEK
Bosbmve rpeiku (IynoBUHHEIE, TAXOBEIE)

ADAMTS2,
IIPOKOJIa-
reHoBas
N-mporeunnasa

ITpoune dpopmb: 130080, 225310, 147900, 130070 1 1p. OTHOCAT K HEKJACCU(DUITUPOBAHHBIM TUIIAM
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Tabruua 6
MoaekyasipHO-TeHEeTHYECKAA U KINHNYeCKasd XapaKTePUCTUKA HECOBEPIIEHHOTO OCTeOoTeHe3a
Tumn Tun T'en, JoKaIN3aNMUA,
OMII(/I HacJIexo- MePBUYHBIH Kanauueckue nposaBIeHUS
BaHUSA OMOXUMHYECKUI medexT
COLIAIL, 17921922, MHosKecTBeHHBIE TIEPEeJIOMBI B IOIIIKOJHLHOM BO3pacTe,
IA, 0 -IIeIb KoJLIareHa 1-ro 6
166200 A IIPOrPeccupyomasn nedopMarus JIMHHBIX TPYyOUaTHIX
ATT KocTeil, rory6bIe CKJIephl, TyroyxocTb B 50% ciayuaeB
IB, COL1A2, 7q22.1 Tun A — 6e3 He3aBepIIIEeHHOTO JeHTUHOTeHe3a
166240 O9-IIeIb KoJLIareHa 1-ro
A Tun B — ¢ 3aBepIIeHHbIM JeHTHUHOTIeHEe30M
MHoskecTBeHHBIE BHYTPUYTPOOHBIE IIEPEJIOMbI KOCTel,
11, ATl COLI1A1, 17q21—q22 nedopMaruu cKejiera, « MeMOPAHO3HBI» Uepel, CUHIPOM
166210 COL1A2, 7q22.1 IBIXaTeJbHBIX PACCTPOMCTB, IePpUHATAIbHAA Tu0eb, ToJyobie
CKJIEPBI
Penuausupyroiiue mepeaoMbl JJINHHBIX TPYOUATHIX KOCTEH
111, ATT COLI1A1,17q21—q22; HEepeaKO BO BpeMs POIOB, IIporpeccupyoiasa re)opMarus
259420 COL1A2, 7q22.1 ckesera, 'MC, HecoBepIlIeHHBIH JeHTUHOTeHe3, HOpMaJbHbIe
CKJIEPHI U CIYX
Penkue mepesioMbl, MeIJI€HHO TPOTPECCUPYIOIIINE
1V, ATT COLI1A1, nedopManuu KOCTei, HOpMaJbHbIE CKJIEPHI U CIYX
166220 17q21—q22 Tun A — 6e3 He3aBepIIIEHHOTO JeHTUHOreHe3a
Tun B — ¢ 3aBepIiIeHHBIM JeHTUHOT€HE30M
IFITM, 11pl15.5, YacTele IepeioMbl AJINHHBIX TPYOUYaThIX KOCTell,
v, ATl UHTepPEePOH-UHAYIIU- TIIO3BOHOUYHUKA, KOCTHBIE AehopManum, KaabIUu(PUKaTHI,
610967 POBaHHBINA TPAHCMEM- OCTEOIIeHNA CKeJieTa, HOpMaJbHbIE CKJIEPbI, OTCYTCTBIE
OpaHHBIH 6eJI0K-5 HapyIIeHUI JeHTUHOTeHe3a
VI SERPINFI1,17p13.3 ITepesombl, HaunHAaOMIKUECA OT 4 10 18 MecAleB "KU3HU,
61’3982 AP CeprnuH, THI'IOUTOP paHHIE KOCTHBIE Ae(opMaIinu, KOMIPECCUOHHBIE IIePEeIOMbI
CePUHOBBIX IIPOTEA3 IIO3BOHOYHUKA, OCTEOIICHU S, HOPMAJIbHbBIE CKJIEPHI U 3y0ObI
VII, CRTAP, 3p22, xpar- B .
610682 ACCONMUPOBARTRIH POKIeHHBIE IePeJIOMbI, AedopMaIiuy KocTell, pU3oMeJInsd,
’ AP coxa vara, OCTeOIleHUs, HAaHU3M, I'oJIyOble CKJIePHI,
panee GesloK, aKTHBaTOD HOPMAaJIbHBIE 3YObI U CIAYX
610854 TIPOJTAI-3-TUAPOKCUIA3EI 1 p Y y
VIII LEPRE1, 1p34.2, nenpe- | IIpomeskyTouHas (popMa MeK 1y HepUHATAIbHO-JIETAJIbHBIM
6105515 AP KaH, akTuBaTop nposaun- | tunoM II m rasxensim Tuniom II1; mepesomsbl KocTeit
3-TUAPOKCUIA3EI 2 COYETAIOTCS C HOPMAaJIbHBIM IIBETOM CKJIEP
PPIB, 15q22.31,
TMEeNTUAUI- PO .
IX, TsKesnble IePeJOMbI IJIUHHBIX TPYOUATHIX KOCTell, OTCYTCTBUE
AP usomepasa B, KosmnareH- .
259440 o pu3oOMeInu, HOPMAJILHBIH IIBET CKJIED
MOAUDUIUPYIOITUN
6eJIOK
SERPINHI1, 11q13.5,
X MHTUOUTOP CEePIUH MHosxecTBeHHBIE IIEPEJIOMBI, TAMKeIbIe JeopManuu u
61’38 48 AP TMenTUAAa3bl, KOJIJIareH- OCTEeOIIeHUs CKeJIeTa, OTCYTCTBYE KOHTPAKTYP CYCTABOB,
CBA3BIBAIOIINIT OEJIOK, IeHTUHOTEeHe3, CKJIEePhl — B HOpMe
KOJIJIUTUH 2
FKBP10,17921.2, FK
2 MHoKecTBEeHHBIE TIEPEJIOMBI, TAMKeIbIe Je)opMaIuu
X1, 506-cBA3BIBAIOIU I
610968 AP GEIIOK. VIACTBYET B cKeJleTa, HapyIllIeH!us JeHTUHOTeHe3a, OTCYTCTBUEe /HAJIuUYne
i3 y KOHTPaKTyp
CHHTe3€e KoJLIareHa
SP7.12q13.13 PenuauBupyroiie mepejsoMbl KOCTell, OTCYyTCTBUE
XII, S . BBIPaKeHHBIX AedopMaruii cKkejera, 3ajep:KKa CPOKOB
AP TPAaHCKPUIIIUOHHBI
613849 popesbIBaHUA 3y00B, OCTEOIIOPO3, JeHTUHOTeHes, CAYX, I[BET
daxTOp ocTeobsacToB
CKJIep B HOpMe
BMPI, }8p21 -3, 10—15 mepe1OMOB AJUHHBIX TPYOUATHIX KOCTEH B IO,
XIIL, AP KOCTHBII MOD()OTeHeTH- TAMKeIbIe fepopMaInuu CKeJieTa, HAaHN3M, OCTEOIIOPO3
614856 yeckuii 6e10K 1, KoCcTHO- A bMarl ? ’ pos,
< HOpMAaJbHbIe 3y0bI, TOJIy0ObIe CKJIEPBI
XPAIIEBON TKaHU
XIV TMEMS38B, 9q31.2 MHuoKecTBEeHHBIE TIEPEJIOMBI PA3JIUYHON CTEIIEHU TAMKECTH,
61 5666 AP TpaHCMeMOpaHHbIA BO3HUKAaIOIUe IPeHaTaJIbHO NN A0 6 JIeT, oOCTeone s
6esox 38B CKeJieTa, JeHTUHOTEeHe3, CKJIEPHI, CIYX B HOPMe
XV, WNTI1, 12q13.12 PaHHI/‘IJe penuauBUPYIONKe IIePeJIOMEI, AedopMaIiuu
AP KOCTeli, 0OCTeOII0po3, HAaHU3M, CUHIE/HOpMaJIbHbIe CKJIEPHI,
615220 aKTHUBATOP 0CTE00JIaCTOB
IeHTUHOTEeHe3 U CJIYX He HapYIIIeHbI
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Tabruua 7

CHHI[])OMI;I MHOKECTBEHHBIX BPOKIEHHBIX IIOPOKOB C IIepeJIioMaMHU KocTeit

Cunapom, OMIM,
HacJieoBaHUe

T'en, Tokaxusamms,
MEePBUYHBIN OMOXUMUYECKUI
nedexT

Kanauueckue IIPOABJIEHUSA

Cungpom Bpyka, tum 1,

FKBP10,17g21

259450; AP JUBUJITUAPOKCUIA3a 2
Curzpom Bpyka, Tum 2, PLOD2, 39q23—q24
609220; AP JIUBUITUAPOKCHIasa 2

BposkaeHHBIE KOHTPAKTYPHI, ITEPUTUYMBI,
IIepeJIOMBI B POJIaX UJIU C IIePBBIX MeCAIleB
JKUBHHU, TAKeJIble feopMany KOHEYHOCTEH,
IIPOTPECCUPYIOITUI CKOJINO03, HAHU3M

HecoBepiiieHHBII OCTEOTeHES
¢ cuaapomMoM Jepca—IlaHo,
166200; ATl

COLIAI, 17q21-q22
(Xl‘Ilel'II) KoJliareHa 1'I‘O THUIIa
COLIA2, 7q22.1

(Xz‘Ilel'II) KoJliareHa 1'I‘O THUIIa

Ilepenomsl, neopmanyu KocTeil ckesera,
I'MC, runeppacTAaKUMOCTb U IOMKOCTb KOXKU

HecosepimeHHEBIH ocTeoreHes
BPOYKAEHHBIN, MUK poledanusd,

IedexT He n3BecTeH

BposkieHHBIE MHOKECTBEHHBIE TIEPEJIOMBI
u gedopmanuu KocrTei, MUKpouedanmns,

KaTapakTa,
259410; AP

pasMArdyeHue Kocrei yepena, IByCTOPOHH A
KaTapakTa, MUKpoIedasns, CHHIE CKIePhI

HecosepiieHHBIH ocTeoreHes

C HEOOBIUHLIMY CKeJIETHLIMU TMEMI16E,
HaPYIIeHUSIMU, YEJTIOCTHO- TpaHcMeMOpaHHBIHI
nuadusapHas IUCILIA3UI; TJIMKOIPOTENH

166260, AL

IIepesioMbI AIUHHBIX TPYOUATHIX KOCTEl,
OCTEOMUEJIUTHI, POPO3 U KaIbIUPUKAUA
yeJrocTeit

CUHAPOM XPYIKOCTH

KOCTel, KDaHMOCUHOCTO3a,
sK3o0(TarbMa, ruaponedannn
¥ JINLEBBIX AucMopduii,

HedeKT He n3BeCTEH

MHoOKeCTBeHHBIE IePeJIOMbI, AedopMaIiuu
KocTell, 9K30(pTasibM, OpOUTATbHBIA
KPaHUOCUHOCTO3, ruApoiedanns, 4eJTI0CTHO-
JIAIeBbIe JucMOp(MUY, HOPMAJIbHBIN

T'unodocharasusa, B3SpPOCTbIA
Tum, 146300; AL

112240; AL UHTEeJJIEKT

CUHIPOM 0CTEOTIOPO3 — LRP5,1p36.12, OcTeoropos, mepeaoMsl, AedopMalum Kocreit,
TICEeBIOTINOMA PeIIenTop JINIIOMPOTENHOB peruHobsacToMa, MbIllieyHas caadbocts, I'MC,

259770; AP HUBKOI IIJIOTHOCTY HAHU3M

T'mnodocparasus,

epUHATAJBHBIH, TeTCKUHA ALPL CHM)KeHUe aK TUBHOCTH IITeJIOUHOMR

Tunsl, 241500; AP 1p36 ’12 docdarassl, moswiieHnE (hochasTaHOIA MOUH,

miesouHasa pocdarasa

0CTEO0II0PO3, MEePEIOMEI, AedopMaIuy KocTei

IOBeHUIBLHBIN UANOIATHYECK NI
0CTEOII0PO3
259750; AP

HedeKT He n3BecTeH

OcTeonopos B JeTCKOM WX IIOAPOCTKOBOM
BO3pAacTe, IIepPeIOMBI KOCTeil, HOpMaJibHbIe
CKJIEPBI, CIAYX U 3yObI

COL1A2. VckiaroueHueM ABJIsgeTca V TUI, KOTOPBIHI
BbI3BIBalOT MmyTanuu B reae IFITM. Tunsr VI-XV
HO macaenyroTcs ayTOCOMHO-PEIleCCUBHO U BBI3BA-
HbI Myramuamu reaioB CRTAP, LEPRE1, PPIB,
SERPINHI1, FKBP10, SP7, BMP1, TMEMS38B un
WNT1 B romosuroraom cocrosauuu. CoBpeMeHHast
MOJIEKYJISIPHO-TeHeTUYeCKasA M KJIUHUYEeCKas Xa-
paxTepuctuka HO mpezncraBieHa B Tada. 6.

Hauuble 0 psAge CUHIPOMOB MHOXKECTBEHHBIX
BPOJKIEHHBIX TOPOKOB, COIMIPOBOMKIAIOIIUXCS Iepe-
JOoMaMU AJUHHBIX TPyOUaThIX KOCTeIl, IIpecTaBie-
HBI B TabJ. 7.

3.4. CurApPOM rUNIEPMOOHIBHOCTH CYCTaBOB

CunapoM runepMoOuJIBHOCTH CYCTaBOB (CHHO-
HUM: TUNIePMOOMIbHBIN cuuaapom, I'MC; cemeiinas
caabocTh cBsa30k; OMIM 147900; mmupp MKB 10 —
M 35.7). CycraBbl cUMTaAIOTCA TMIEPMOOMIBHBIMH,
€CJIM OHUM MMEIOT U30bITOUHBIN AUAIla30H JBUMKEeHUNA
0 CPaBHEHUIO CO CPeJHEeCTAaTHUCTUYECKOM HOPMOI
[64]. OnenuBas I'MC, yuyuThIBalOT BO3paCT, IOJ U
STHHUUECKOe Ipoucxoxkaenue manuernta. I'MC mHau-
6oJiee yacTo BCcTpeuaeTcs y :KeHIMUH 16—30 jeT u y
my:xunH 16—20 Jjer, cHUKeHNe CTelleH’ ee BhIpa-

JKeHHOCTH Habogaercsa y mys:kunH K 20—30 rogam,
a y xxenmuu — K 30—-40 rogam [7, 44, 48, 50].
Y mereii I'MC B cpenHeM BCTpedaeTcs C YaCTOTOM
10-25% u y Kaxkg0oro BTOporo pedeHKa — B BO3pacTe
o 3 jgeT. B moapocTKOBOM BO3pacTe, B 3aBUCUMOCTH
oT 06CJIe[yeMOro KOHTUHIEeHTA, 110 JaHHBIM PasHbIX
aBTOpOoB, 'MC BBISIBIAETCS C YacTOTOH oT 6,7 mo
39,6% [7, 8,12, 21, 42, 54, 55]. TMC moxxeT OBITH
JIOKAJN30BaHHOU (IOpasKeHue OTHOTO NI HECKOJIb-
KHUX CyCTaBOB) JmOO TeHepaJm30BaHHON (ZmarHo-
CTUPYETCS IIPU HAJTNYNU U30BITOUYHOM MOOUIBHOCTH
B cycraBax >4 rpymnm). Ilo rerHesy — mpmobpeTeH-
Hasg WIW HacjeAcTBeHHasi. I[o0 OTCYyTCTBUIO WIHU
HaJIUYNIO aprpairuii — mobporxauectBernHas I'MC
wiu cuaapom I'MC (CT'MC). CemeiiHblii aHaAMHE3
CBUETEJIBCTBYET, UTO HAJIUYNE «TOOPOKAUECTBEH-
"ot 'MC» B IeTCcKOM Bo3pacTe HepeIKO BpeMeHHOe
COCTOSIHME, TaK KaK C BO3PACTOM OOBIYHO IIOSIB-
JisieTcs pasHooOpasHasi PeBMATOJIOTMYeCKasi CHUM-
nroMaTtuka. V30BITOYHAA IOJBUYKHOCTH CYCTaBOB
00yCJIOBINBAETCS He TOJbKO CIab0CThI0 CyCTaBHOM
KalCyJIbl, CBSABOK M cyxoskuiauii. OHa MoKeT OBITh
BTOPUYHOM M3-3a MBIIIEUHON THUIIOTOHUMN Pa3Ind-
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Tabauuya 8

Baaasnasa onenka quarmoctuxku 'MC
mo P. Beighton (1998)

MakcumaasHasd
IIpusnaxu
p OIleHKAa, 0aJJIbI
ITaccuBHOE pasrubaHre MU3UHIIA 9

Kuctu >900

ITaccuBHOEe mpHKaTHE HOJIBIIOTO
maJblla KMCTH K BHYTPEeHHeH 2
CTOPOHE IPeJILIeYbs

ITepepasrubanue B JIOKTEBOM 9
cycrase >100

ITepepasrubanue B KOJIEHHOM 9
cycrase >100

Ilepegauii HAKJIOH TYJIOBUIIA
Cc KacaHueM JIaJOHIMU I10J1a 1

IpU IPAMBIX HOTaX

HOI'O TeHe3a, TSMKEJON 0elIKOBO-dHEepPreTUUeCKOMn
HEeIOCTATOYHOCTH, HACJIEACTBEHHBIX U IIPUOOPETEeH-
HBIX MeTabo/iMuecKuxX HapymieHui u ap. CiaabocTs
cycrtaBa o0O0yCJIOBJIWBaeT ero HeCTaOUIbHOCTD.
Y papa mamueHTOB CYyCTaBbl MOTYT OBITH THIIEPMO-
OMJIBHBLIMU, HO He CJIA0BIMM, YTO SIBJIIETCS OJiaro-
OPUATHBIM (DPAKTOPOM IIPU IIPOTHO3UPOBAHUU (hop-
MHUPOBAHUS BBIBUXOB 1 moaBeiBUX0B. CI'MC mua-
THOCTHUPYIOT IIPW COUETAHUU ITPU3HAKOB CYCTaBHOU
I‘I/Il'IepMO6I/IJIBHOCTI/I (¢} KJIHHPI‘IECROfI cuMIITOMaTM-
KO (apTpajruu, BBIBUXY U MOJBBIBUXU CYCTaBOB U
Ip.). B Hacrosaiee Bpemsa CI'MC paccmaTpuBaeTcs
KaK HacJIeICTBEHHOE CCTEeMHOe HeBOCIIAJIUTEeIbHOE
sdaboseBanue CT. [Ina moHMMaHUA B3aUMOOTHOIIIE-
Huit mexxay 'MC u CTMC mo:xHO TpuBecTu opMy-
ay R. Grahame [54]: TMC+cumnromaruxa=CI'MC.
Huaraoctuka I'MC y B3pOCJBIX U TOAPOCTKOB
OCYIIIECTBJIAETCS C IIOMOIIbI0 9-0a/IIbHOI MIKAJbI
P. Beighton [45] (Ta6u. 8). IIpu aTom 1 6asn gaer-
csd 3a Ka'KIBLIA aHAJUBUPYEMbLIH CyCcTaB, 3aTEM BCe
0aIbl CYMMHUPYIOT, HOJIydasi OOIMI IIOKAasaTejb
T'MC. ¥ B3pociabix moKasareab B 0—2 0ajia o3Havua-
eT (pr3MOoJOrnYecKnil BApuaHT HOPMBI, 3—5H 0aJI0B
pacieHuBaeTcsa KaK yMepeHHasi, a 6—9 GamioB —
Kak BeIpa:kenuas I'MC.

B megmarpumueckoil IpaKTHUKE OTCYTCTBYIOT
OOILIeNPUHATEIE HOPMBI IIOABHKHOCTH CYCTaBOB,
YTO BO MHOI'OM CBSI3aHO C HM3MEHUHBOCTBIO 3TOTO
TMoKasaTessl B Pa3JIMYHbIe IePUOABLI pocTa pebeHKa.
B cBssu ¢ ykasaHHbIM, npu guarHocturke I'MC y
IeTell MOMOJHUTENbHO K KpuTepusam P. Beighton
1meecoo0pas3Ho MCHOJIL30BaTh elre 4 AUarHoCThYe-
CKuX TecTa: 1) rHIepJopA03 MOSICHUYHOTO OTAesa
TMO3BOHOUYHMKA B IIOJOKEHUY CTOSA C paccabieHrneM
MBIIIIL, Hepenko coueraromuiics ¢ hallux valgus
u genu recurvatum; 2) n30bITOYHAST MOOMIBHOCTH
IIEAHOr0 OT/Aeia IO3BOHOUHMKA (HAKJIOHBI B CTO-
pory >900); 3) maccuBHOe mImepepasrubaHue ILIIC-
He(dasmauropeix cycraBos (=900); 4) xkacamme cro-
IO HapPYKHOM IIOBEPXHOCTH Oeapa HIpU CrUOAHNU
KOJIGHHOTO cycTaBa. KaKIbIil u3 IIepedumncIeHHBIX

KpPUTEPHEB MOKET J00aBUTH eIlle II0 OJHOMY OaJLIy
K miasie P. Beighton. Ilpu sTom cymmapubIii uTor
MaKCUMaJbHO cocTaBUT 13 6ammoB. MunuMaabHAA
cymma Ay yeranosyenus I'MC y geTeil Ipu MCIIOJIb-
30BaHUH JOIOJHUTEJIbHBIX KpuTepues — 6 0ajJ0B,
nopu Haauuuu 7—9 0aJI0B AUarHOCTHUPYETCA BhIpa-
sKkeHHadA, a 10 u 6osee 6aJIJIOB — PE3KO BBIPAKEH-
Haa I'MC [8, 21]. Aprpanrum ABIAIOTCI TUIIAY-
HBIM KJIMHUUYECKUM IIpoABIeHHeM cuuapoma I'MC
BO BCEX BO3PACTHBIX I'PYHOIax, OJHAKO B BO3pacTe
16—20 ser ualme HAOJIOZAIOTCA MOJUAPTPAITUN
WY JIOKaJIbHAas 00Jb B TUIIEPMOOUIBHBIX CyCTaBax
[21, 25].

IIpu CTMC Hepenxo HaOJOLAIOTCA TUIeppa-
CTSIXKMMOCTh KOXKM, CKJOHHOCTH K 0OOpasoBaHUIO
KeJOUIHBIX PYOIIOB, CTPUil, MapdaHOUIHASI BHEIII-
HOCTB, ocTeonenusd u ap. ITpuodbperernas I'MC ¢gop-
MUPYETCs C IIOMOIIBIO CIEeMUATbHBIX YIIPAKHEHUN
Ha PACTSKKY, MMO3BOJIAIONINX 3HAUYUTEJIHHO yBe-
JUYNUTL 00beM ABH)KEHUI B cycTaBaX. BajleTHBIM
TaHIIOpaM, KOTOpbIe He 00JIafaloT HacJaeACTBEeHHOMN
TUIEePPACTAKUMOCTHIO CBSI3OK, HNPUXOAUTCA pPas-
BUBAaTh €e IIyTeM IJUTEJIbHBIX TPEHUPOBOK. IIpm
9TOM MB3HAYAJHHO HEeM3MEHEeHHbIE OKOJIOCYCTaBHbBIE
TKaHU 3aIUINAI0T UX OoT TpaBM [60].

Hacaencreernusniit CI'MC 00ycioBIeH MyTamusa-
Mu mpuMepHO B 30 pa3InuHBIX reHaX, U, KaK IpaBU-
JI0, HOCUT CeMeUHBbIN XapakTep. [luarmocruueckue
kKpurepuu cuuaapoma 'MC y B3pOCHIBIX U IOIPOCT-
KoB [54] mpeacrasyieHs! B Tabi. 9.

Cungpom I'MC pguarHocTHUpPyIOT IPU HAJUUUU
IBYX OOJIBINIMX KPUTEpUEB JUOO OJHOTO OOJILIIIOTO
¥ OIBYX MaJbIX KPUTEPHUEB, UM UETBIPEX MaJbIX
KpuTepueB. [[Ba MaJbIX KPUTEPUS TOCTATOUHBI,
ecau uMeeTcA OJIMBKUI POMCTBEHHUK, CTPAaAIONTH
manabpIiM 3abosieBanueM. Cuaapom I'MC wuckiio-
yator npu Hagmuuuu CM wmam CII] MHBIX TUIIOB,
Kpome CIJl runepmobuibuoro Tuna (pamee — CI]I
IIT), B cooTBeTCTBUU C OIpENeJIeHUIMU, IPEeIyCMO-
TpeHHbIMU ['eHTcKUMU [49] 1 Bunnsdpanmckumnu
[46] xpuTepuamu. [uarHo3 IpPaBOMOYEH TOJIBKO
npu BeigBaeHun I'MC B coueTaHnu ¢ apTPAITUAMU
u npu obsizaTeabHOM McKaoueHuu apyrux HHCT,
COTIPOBOJKAAIONINXCA M30BITOUHON ITOABUKHOCTBHIO
cycraBoB (cMm. [Ipunokenue 5).

3.5. MASS-cunagpom

MASS-cuugpom (cuua. MASS-dpenorun, OMIM:
604308) — akpoHUM, T'Ie IepBas OyKkBa ob6o3HaAUaET
JATUHCKYIO TPAHCKPUIIINIO0 KJINHUYECKUX ITPOSIB-
JIEHU# CUMIITOMOB, BXOISAINUX B JAHHBIA CUHIPOM:
paausaa mumonus (Myopia)/IIMK (Mitral valve
prolapse), pacmupernue aoptel (Aotic dilatation),
usmenenusa Koxxu (Skin) — cTpum, ucroHueHue u
cresnera (Skeleton) — moamxocreHOMenusi, apax-
HOAKTUANA, medopMalud IPYAHON KJIETKH W IP.
3abosieBaHNEe XapaKTepusayeTcsad KJINHUIYECKUM
nonumopusMoM u (eHoTHUNUUYecKUu cxoxke ¢ CM
C HeMOJHBIM HAO00pOM KJIMHUYECKUX ITPOSBICHUM.
Corsacuo I'eHTCKUM KpurepusaMm guaraos «MASS-
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Tabruua 9
Huarmoctuxa CI'MC
(kpurepun Brighton—Grahame, 2000)
Boasmue Maansie
KpUTEepUHn KpUTEepUun

ITokasarens Beiirona 1, 2 uian
3/9 (0, 1, 2 unu 3, mpu Bodpacre
narnmenTa 50 jet u 6oJee)*
Aprpanrusa (>3 mec) B 1-3
cycTaBax uju 60Jb B CIIMHE
(>3 mec), cnoHaMIE3/
CIIOHIUIOIUCTE3™
CwmelneHne /IIOABBIBUX > OJHOTO
cycTaBa UM OTHOTO CycTaBa

IToxasaress A A Y

Beiirona 4,/9 C HEOJHOKPATHBIM IIOBTOPEHUEM

JIH BBITITE Bocnanerue Mmarkux

(KaK B MOMeHT OKOJIOCYCTaBHBIX TKaHEM,

06 CIIe TOBAHIMLSA 3 msiu 6oJiee IOBPEIKAEHU S

ran H'Zé > (AMUKOHIUINT, TEHJOCUHOBUT,

" Oypcur)
IIPOIILIIOM)

MapdaHougHaA BHEIITHOCTD
AHoMaIUM KOXKU: CTPUMH,
TUIePPACTAKUMOCTD, TOHKAS
KOKa, o0pasoBaHue pyOIIoB 110
TUIY «IaUPOCHOMN» OyMaru
IIpusnaku, cBsABaHHBIE C
opraHaMU 3PeHUs: SIUKAHT WUIN
MUONHUSA, NI AaHTUMOHTOJOUTHEIH
paspes rias

BapukosHble BeHBI WU T'PHIXKA,
WUJIY BBINA/IEHVIE MATKY/IIPAMONI
KHUIIKA

aprpaarusa 4 uiu
6oJiee cycTaBOB
>3 mec*

Coueranvie GOJIBIINX U MaJIbIX KDUTEPUEB, OTMEUEHHBIX 3Be3/[0Y-
KOii (*), COOTBETCTBEHHO B3aNMOUCKJIIOUAETCA.

CHHApPOMAa» IpaBoMoueH y Jjawull >20 jieT ¢ mpusHa-
kamu muonuu u/unu IIMK B coueranmm c morpa-
HUYHBIM paciiupeHreM KOPHS aopThI (Z-KpuUrepui
OKOJIO 2), HaJIuYueM MUHUMYM OJZHOTO CKeJIETHOTO
npusHaka u npusHakoB CBCT (25). ITo awurtepa-
TYPHBIM MaHHBIM [52], IUArHOCTHYECKYU 3HAUUMOE
paciupeHne aopThl MOJKET MPOABUTHCA B 0Oojee
IIO3IHEM BO3pacTe, UTO NUKTYET I1eJIeco00PasHOCTh
IUHAMUYECKOTro HaOJIOJeHUs 3a TalueHTaMu C
MASS-denoTumIom.

3.6. Cemeiinbrii cHHIPOM MapdhaHOUTHON BHEII-
HOCTH

CeMeliHBITT CUHAPOM Map(paHOUAHON BHEIITHO-
cru (cunonuMm Loeys—Dietz syndrome, type 2B;
OMIM: 610380, parnee CM tun 2, OMIM: 154705)
IumarHoctupyercs mo xpurepusm Malfait F. et al.
[64]. [lnarHO3 IpaBOMOUYEH IIPYW HAJIWYUU TPU3HA-
KOB BOBJIEUEHUS KOCTHOHM CHCTE€MBI, OTCYTCTBUU
KJIMHUYECKN B3HAYMMBIX HPOABJEHUN IIaTOJOTUU
3PUTEJBHOTO AalllapaTa, CepAeYHO-COCYAUCTON u
OBIXATeJbHOU CHUCTEM.

KoctHasa cumcrema cumTaeTcs BOBJIEUEHHOI,
€CJiu BBIABJAIOTCS: HEe MeHee NBYX OOJBIIUX IIPU-
3HAKOB, MJU OAUWH OOJIBIIOA 1 2 MaJjbIX HPHU3HA-
Ka. BoBieueHMe KOCTHOM cCHCTEMBI ITPABOMOYHO
npu Haauuum 4 MajJbIX MTPU3HAKOB, XapaKTepu-

3YIONINX HoJauxocTeHoMeanio. OCHOBHBIMU (DEHOTH-
MUYEeCKUMHU IPOABJEHUIMU CEMEHHOTO CHUHIpOMA
Map(aHOUAHONU BHEITHOCTU HABJIIOTCI: apaxHo-
IaKTUJINA, CKOJNO3, BOPOHKOOOpasHad/KUJIEBUI-
Has medopmaiusa TPYAHOU KJIETKH U TOJUXOCTE-
HOMEJNUA. SHAUUTEJbHYIO IIOMOIIL B IIOCTAHOBKE
OUarHo3a OKAal3bIBAaeT CeMeWHBIN aHaMHe3, BBIAB-
JAIONIANA aHAJOTUYHBIE M3MEHEHUS CO CTOPOHBI
KOCTHOM CHCTeMBI y POACTBEHHHKOB IIpobamza.
HuddepennuanbHad AUArHOCTUKA ITPOBOAUTCA C
apyrumu HHCT ¢ mapdanougabiM heHOTUIIOM (CM.
TabJs. 3 u [lpunoxkenue 4).

3.7. IIposanc MUTPAJIHHOTO KJIATIAHA

IIponamnc mutpanbuoro kiaamana (IIMKE, mudp
nmo MKB 10 - 134.1) guarHOCTHUPYIOT IIPU BBHIOY-
XaHUU ONHOIW WM/UJAM 00eUX CTBOPOK MUTPAJIHLHOTO
KJIallaHa B MIOJIOCTh JIEBOTO IPEACePANs Yy B3POCIBIX
>2 MM, a y geTeir — >5 MM HaJ YPOBHEM MUTPAJIbHO-
T'O KOJIbIIA 110 TOPU30HTAJIBHOI OCH B ITapacTePHAb-
HOM MMOBUITUY ITPU HAJUYUU WY OTCYTCTBUU MUKCO-
MAaTO3HOU JereHeparirieil CTBOPOK MJIN MUTPAJILHOM
perypruramuu [10, 11, 14, 15, 27, 28, 36, 40,
47]. Tlogob6Hasa (GopMyJIUPOBKA MOIIYCKAET BKJIIO-
yeHue B mouATue IIMK caMbix pasHbIX BapuaHTOB:
1) 6e3006ugubiit OXOKI'-eHOMEH, BO3HUKAIOIUI
u3-3a U30BITOUHOHN MJIWHBI CTBOPOK WJIU UX BBICO-
KOM 9JIaCTUYHOCTH Y JIMIT MOJIOJOTO BO3pacTta u
nmereii; 2) manaa anomanua cepamna (MAC), compo-
BOJKIAIONIasA pasjJuuYHbIe IO reHedy 3aboJsieBaHUA
CT; 38) momorenubie BapuauTbl IIMK (cemeiinbIit
IIMK, OMIM: 157700; muxcomarosdubiii IIMK,
OMIM: 607829; 610840).

Toabko mocse uckiaoueHus HHCT u mpunsa-
THUA PEelIeHua O KINHUYECKN 3HAUYMMOM TeHeTuue-
cku gerepmuHuposanHom IIMK gumarnoctupyertcs
«Cunapom IIMK» unu «IlepBUUYHBIZE MUKCOMATO3-
werii [IMK». IIpu oTCcyTCcTBUU TPU3HAKOB MUK-
comartosHoi gererepanuu (M) cTBopoK HeE00XO0-
nuMa au@p@epeHnuagibHad OUATHOCTUKA MEXIY
cuaapomom ITMK u IIMK kak ommoii uz MAC u
BapmaHTOM HOpMBI. [[marmoctuka curgapoma IIMEK
IOJIJKHA OCHOBBIBAThCA Ha KauHnYecKux n IXOKT
nmauubsix. Cuaapom IIMK — sTo coueranune 9XOKT-
MPU3HAKOB IIPOJIAOMPOBAHUA CTBOPOK/CTBOPKU C
KJIMHUYECKUMHU MaHHBIMU (CUCTOJIUYECKUH KJIUK
W/UAW CUCTOJUYECKUI IIIyM, THIOTEH3UA, OPTO-
cTaTmuecKas HeJOCTaTOYHOCTDb, BeTeTaTUBHAA IUC-
GyHKIIUA, apUTMUYECKUN CUHIPOM, H3MEHEHUSA
Ha IKT). IIpu uckaouenun cuagpoma IIMK BwIOy-
XaHne CTBOPOK HAaJ YPOBHEM MUTPAJIbLHOTO KOJbIlA
MOJKeT OBITh pacIleHeHO KaK OJAWH W3 BapUaHTOB
MAC, 4ync/io KOTOPBIX TECHO KOPPEJUPYET C KOJIU-
YeCTBOM BBIABJIAEMBIX BHeITHuUX npusHakoB HHCT
[14, 15, 36]. B panme cayuaeB BbIOyXaHUE CTBOPOK
HaJ YPOBHEM MUTPAJIBHOTO KOJbIIa 03 MUTPATbHOMN
perypruranuu (MP) u M]] paccmarpuBaeTcsa Kak
BapUAHT HOPMBI.
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4. «IIOMIATOBBIE» AATOPUTMbBI AMATHOCTUKUN AVCIIAA3NN
COEAMHUTEABHOM TKAHU Y AUCTIAACTUYECKUX ®EHOTUIIOB

IIMTudpp MKB 10 — XIII xaacc (60/1€3HU KOCTHO-
mbInieuHoit cucremsl u CT).

Huarnoctuka HCT poaskHa HaAYMHATBCA C
HUCKJIIOUEHUS TeHeTUUEeCKOI ITaTOJOTUHU, COIIPOBOMK-
Jaroleiicss BOBJIEUEHHEM B MATOJOTUUECKUM IIpo-
mecc CT. B nHacrosmiee BpeMs msBecTHO oKoJio 300
HacJeICTBEHHBIX MOHOTeHHBIX B3abosieBanuii CT,
00YCJIOBJIEHHBIX T€HeTUYeCKUMU nedeKTaMu CUHTe-
3a U/uau pacmaza 0eJKOB BHEKJIETOUHOTO MAaTPUK-
ca sgubo mapymieHuem wmopgorenesza CT. Kpowme
TOT0, COETUHUTEILHOTKAHHbBIE HAPYIIIEHUA COITPOBO-
SKIAIOT PSI XPOMOCOMHBIX 3a00JieBaHU, 00YCJIOB-
JIEHHBIX YMCJIOBBIMU U CTPYKTYPHBIMU aHOMAIUAMU
ayTocom (6osiesHb JlayHa, CHHAPOM TPUCOMUU XPO-
MOCOMBI 8, cuHApoM 9p- 1 Ap.) ¥ HOJIOBBIX XPOMO-
com (cuaapom KialtH(penbTepa), MUKPOCTPYKTYP-
HbIe IepecTpoiiku xpomocoM (cuuapom del (3)q(29);
cunapom Jlyitan—®Ppunca, del (5)p (15.33) u ap.),
PAL MOHOTEeHHBIX 3aboJsieBaHUIl, O0YCJIOBJIEHHBIM
HapyIIeHnAMHN o0MeHa BelllecTB (TOMOIIUCTUHYPUS,
JIN30COMHBIE 00JIe3HI HAKOILIeHusA) u ap. Bomxee 50
reHeTHYecKnx 3abojieBaHUII caMOro pas3HOro reHesa
COIIPOBOXKJAIOTCS «Map(aHOMOAOOHBIM», & OKOJIO
100 — «amepcomomobubIM» (eHOTHUIIOM. [IpU momo-
speanu Ha HHCT 1meaecoobpasHa KOHCYJIbTAIIHSA
CIIeIAaINCTa B 00J1aCTU KINHUUECKO TeHeTUKH.

ITokasanusa nis HampaBJIeHUsS HA KOHCYJIbTA-
IIAI0 K Bpauy-TeHeTUKY:

1) momospenue Ha HHCT;

2) cemeiinoe HakomieHue nmpusHakos JCT;

3) coueTaHUE COEIUHUTEILHOTKAHHON IIaTOJIO-
TUU C TICUXOHEBPOJOTUUYECKUMU, KOTHUTUBHBIMU,
MMOBeJeHUeCKUMU HaPYIIeHUAMU, MHOKECTBEHHBI-
MU BPOKIEHHBIMU IOPOKAMU; IIOJUOPTaHHBIMHU U
MMOJIUCUCTEMHBIMY HAPYIIIEHUSIMU;

4) manuume y 6oapnoro ¢ HHCT wuau ICT >6
MAP, e cBasanubpix ¢ natojorueir CT;

5) MemMKO-TeHeTHUYeCKoe KOHCYJbTHUPOBAHUE
00JIBHOT'O U UJIEHOB €T0 CEMbH.

ITenp KOHCYJIBTAIIMU — KBaJUDUITMPOBAHHBIN
KJINHUKO-TeHeaJornyecKuil aHaaus, CUHIPOMAJb-
Hasg OUArHOCTHKA, IPOBeJeHNe HeOOXOAUMBIX CIIe-
IIUAJTbHBIX MCCIEeIOBAHUM IJIs yTOUHEHU A AUATHO34,
MeJUKO-TeHeTUYeCKoe KOHCYJIbTUPOBAHE CEMbU.

4.1. Inarnoctuka [ICT y nereii:

1) uckarouenue HHCT*;

2) KINMHUKO-UHCTPYMEHTaJIbHOe 00cieJoBaHue.
BrrssBiieHne >6 MaJIbIX BHEIITHUX W /WJIU BUCIIEPAJIb-
HbIX IposaBaeHuit CBCT ¢ BoBieueHuem >3 pasaimd-
HBIX OPTaHOB U3 PA3HBIX CUCTEM*;

3) aHaam3 POJOCJIOBHOII. ¥ cTaHOBJIeHME (haKTa
HAKOILJIEHUS IIPU3HAKOB COEIMHUTEIbLHOTKAHHON
MIaTOJIOTUU B CEMbE*;

4) naboparopHoe oOcJiiemoBaHmue. BbIsIBIeHNE
OMOXMMHUYECKUX MAapKePOB HAPYIIIeHU MeTab0 13-
ma CT#%,

* — 06s13aTeJIbHBIA KPUTEPUil, ** — jKeJaTeJbHbIN KPUTEPUN.

Pam:kupoBaHHBIEe 1[I0 3HAYMMOCTU BHEITHUE
(1-i1 sTanm AMarHOCTUKM) U BUCIEepaIbHbIE IPU3HA-
Ku (2-#1 sram gumarHocTtuku), BoBjeueHusa CT y
Iereii, MoJaydYeHHbIe npu obcaenoBanuu 1215 uesto-
BeK, IIpeacTaBjeHbl B Tada. 10 m 11.

ITepBoIii aTan AMArHOCTUKY IIPOBOAUTCS B YCJIO-
BUSX TEPBUYHON MeIUKO-CAHUTAPHOH ITOMOIIHU
meraMm. MakcumasabHoe uncio (22,5 6asia) mpuxo-
IUTCs Ha IaTOJIOTHIO KOCTHOMH cucTemMbl. Hambosee
sHaunma aja guarHoctuku ICT y mereit (3 6amna)
— BIAT'K. Ilo 2,5 6ajyia IpUXOAUTCS Ha HOJUXOCTE-
nmomesimio u KIIT'K. PaBHoe kosmmuecTBOo (2 6Gasa)
MOJIYyYUJIN aHOMAaJIUSA IMPOPEe3bIBaHUA 3y00B, CKO-
ano3, Kudos, 'MC u hallux valgus. 3maummocTs
OCTaJIbHBIX IPU3HAKOB olleHeHa ot 1 1o 1,5 6asioB.
Ha KoKHBbIe TPOSBJIEHUSA COEIUHUTEILHOTKAHHON
MaTOJIOTUHN IPHUIILIOCH 12, a Ha MBIIIIeUYHbIE — 5 0aJI-
JoB. B yci0oBUAX OUMArHOCTUYECKOTO ITE€HTpa, CTa-
muoHapa Jubo CcIeruaaIn3nupoBaHHOTO KabuHeTa/
meHTpa a4 pereit ¢ sabonesanusvu CT npoBoguTcs
yray0JeHHOe KJIWHUKO-MHCTPYMEHTAJbHOEe o0cJie-
moBaHue (2-# aTan JMAarHOCTUKH) C IIeJbI0 BLISABIIE-
HUA BUCIlepaJbHBIX npoaBiaenuit [CT.

MakcumasbHOE KOJTMYECTBO 0AJIJIOB TOJBKO IIPHU
(heHOTUTIMUECKOU NMArHOCTUKe — 42, TMarHocTuue-
CcKM 3HAauuMbI: >12 6annoB. MaKkcuMalIbHOE KOJIM-
YecTBO 0aJIIOB TOJBLKO IIPU BUCIEPAJIbHOMN AMATHO-
cTuke — 24. [ImarHOCTUYECKY 3HAUNMO BOBJIEUEHIE
>3 OpraHoB B pas3HBIX cucTeMax. MakcuMmaabHOE
cyMMapHoOe umcao 6aminoB — 66. OneHKa creneHun
raokectu CT: or 12 no 20 — I (BapuaHT HOPMBI), OT
20 no 30 — II, 6ouiee 30 6amnios — III cremneHs.

CireyeT IOMHUTB, UTO JOCTOBEPHOCTh AUATHOCTU-
ku JJCT B0o3MOKHA TOJBKO IIPU KOMILJIEKCHOIT OIIEHKE
BHEIITHUX ¥ BUCIEPATbHBIX MPHU3HAKOB, a IIOJyde-
HUeE OYeHb BHICOKUX 0aJLJIOB TPEOYET AOMOIHUTEIHHOM
Bepuduranuu nuaruosa s uckiaouenus HHCT.

4.2, ImarHOCTUKA TUCILIACTHYECKUX (heHOoTH-
OB y AeTel

B TepameBTHuUeckoii IpaKTHKe PEKOMEHIOBa-
HO [28] BBIAENATH 6 AVCIIIACTUYECKUX CHUHIPOMOB
u ¢emorumnon: 1) Map@paHOIOJOOHBIH (HEeHOTHII;
2) MASS-110106HbBI#H (heHOTHII; 3) TOrPaHUYHBIN IIPO-
Jgamnc (mporub) MUTPAILHOIO KJjamaHa; 4) 2J1epcoro-
IOOHBIN (pemoTum; 5) mobporxauecTBenHas I'MC
(II'MC); 6) nernaccudurmpyemsrii henorun (HKD).

Anatomo-pu3noIoTUUECKe OCOOEHHOCTH [IeT-
CKOI'0 BO3pPacTa: «IePHUOAbI BBITATUBAHUA», COIIYT-
CTBYyMOIIIasi UM TPOQOJOTUUecKasi HeJOCTATOYHOCTH
U TOJUXOCTeHOMENUs, BhIpasKeHHas (puamosoruue-
crkasa 'MC, yauBuresbHasa Bapuabe  bHOCTh (DEHOTH-
Ia B IIPoIecce B3POCIeHUA PeOeHKa, BEIPAKEHHOCTD
CBCT, obure CHHTPOIHBIX 1 KOMOPOUIHBIX 3a00J1e-
BaHUI MO3BOJIAIOT CUUTATH, UTO KPUTEPUU TUATHO-
CTUKHU CUHIPOMOB U (DEHOTHUIIOB, PEKOMEHIOBAHHBIE
[IJIS B3POCJBIX, He IPUeMJIEMbI JJIA eAuaTPUIecKo
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Tabauua 10

BannpHasa olleHKA BHEITHUX MPU3HAKOB cucTeMHOro BopjeueHus CT y gereit
(CKpUHHMHT-AJITOPUTM, 1-ii 3Tal TMATHOCTHKH)

Brenrane nmpusHaku | Mudp, MKB 10 Banasr
KocTtHo-cycTaBHBIE:
BoponkoobpasHas gedopMalus rpyAHON KJIETKI M94.4 3,5
Kunesugnas gedopmanus rpyaHON KIETKH Q67.7 2,5
JonuxocTeHOMEeJIn A Q87.4 2,5
Cromanos M41.0 2
Kudos M40.0 2
T'MC M35.7 2
Hallux valgus (msiTouHO-BaJabIr'ycHasI KOCOJIAIIOCTD) Q66.4 2
ApaxHOTaKTUINA Q87.4 1,5
Jpyrasa nedopManusa rpygHON KJIETKHI Q67.8 1,5
ILnockocTonue Q66.5 1
JKTOHEepMAaIbHbIe (K0iKa, 3y0hl):
T'unepnurMeHTanUAa KOMKU HAJ OCTUCTHIMU OTPOCTKAMU TO3BOHKOB L81.9 2
IToBbIIIeHHASA PACTAKUMOCTD KOXKU 1.99.8 1,5
IKXUMO3bI, IeTeXUH, HOCOBbIE KPOBOTEUECHU D69.0 mo 1,5
Kenougable pyoIsl L91.0 1,5
ATtpoduuecKkue cTpun 1.90.6 1,5
«HaTonThIn» HA THLIBHOM TOBEPXHOCTH CTOII L91.9 1,5
Bugumas BeHO3HAA CETH L.80.0 1
Anomainu npopesbIBaHusA 3y00B KO07.3 2
MpinreuyHnsie:
JmacTas IpAMBIX MBIIIIIL JKUBOTA Q79.5 2
I'peiska mymounas K42.9 2
I'peIxka maxoBasi/MOIIIOHOYHASA K40.9 2
MpIlreuHast ruImoTOHUSA G98.0 1,5
MakcuMmaabHOE KOJIUYECTBO 6aJI0oB — 42; TMarHOCTUUYECKU 3HAUNMBI: > 12

Tabruua 11

BannpHasa olleHKA BUCLEPAJbHBIX MIPU3HAKOB cucTeMHOro BoBiaeuenusa CT y nereit
(2-1 3Tanm TMArHOCTHKH)

BucuepaabpHble IpU3HAKK IMndp, MKB 10 Bamasr
OcTeorneHns BhIpasKeHHas1/yMepeHHasa M81.0 2,5/2
IIMK (Bce Tunsi) /apyrue MAC 134.1 2
FOBeHUIBbHBIN 0CTEOXOHIPO3 M42.0 2
BeprebpobasunsapHas HEJOCTATOYHOCTh G63.4 2
Opyrue MAC Q24.8 1,5
HecTabuiabHOCTD IIIEMHOIO OTAesIa [IO3BOHOUHNKA Gb55.3 1,5
Maussdopmarniusa cocy0B D18.0 1,5
ITaTosiorust opraHoB 3peHUA H52 1,5
JJKBII Ha hoHE aHOMAINY PA3BUTHS JKEJTUHOTO ITy3hIPI K82.8 1,5
PKA 171.9 1
HedponTos u/uau nTO3BI APYTUX OPTaHOB N28.8 mo 1
Pe@rokcHasa 601e3HD R21.0 1
CnoHTaHHBII THEBMOTOPAKC J93.0 1
MerakoJioH ¥ /WK JOJUXOCUTMa K59.1 mo 0,5

MakcumaabHOEe KOJIUYeCTBO 6aiaoB — 24
JmarHocTuuecK 3HAYNMO BOBJIeUEHE >3 OPTAaHOB B PA3HBIX CUCTEMAaX

npakTuku. [JCT B meTckom Bo3pacTe IIPOABIAETCSA
MIPEeUMYIIeCTBEHHO TPEMS OCHOBHBIMU (DEHOTUIIAMU:
MapdhaHOIOA00HBIM, 3JIEPCOMOJOOHBIM U HEKJIACCH-
(unMpoBaHHBIM, UTO CJIEAYeT OTPaKaTh B (hOPMYJIH-
poBKe nuartosa. KomumpoBanue GeHOTUIIOB CJIEAyeT
IPOBOIUTH C yueToM coBoKyIrHOCcTH KomoB MKB 10.
Map@arnonodobHuiili peHoMun TUATHOCTUPYIOT
nocae uckaoueHuss HHCT ¢ mapdanouagabsiM heHO-
TUIIOM NIPU BhIABJeHUU morpanuunoro PKA c yue-

TOM BO3PACTHOU HOPMBI Z-Kpurepusd (Z mo 3,0 niasa
aut <20 jget), muonuu <3D M KOCTHBIX IPU3HAKOB
CBCT (4-6 6an10B);

DaepconodobHbvLiL (eHomun ATUATHOCTUPYIOT
nociie uckiouenua COI u HHCT c¢ snepcomnonob-
HBIM ()€HOTUIIOM, BBIABJICHUA >2 MAJIBIX IPU3HAKOB
BOBJIEUEHUS KOKU, B COUETAHUU C MaJbIMHU IIPOSAB-
JIEHUAMU BOBJI€UEHUSA MBIIIIIT, CYCTABOB, COCYIOB.

IlepeueHb TMATHOCTUYECKU 3HAUMMBIX «MaJIbIX
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IPU3HAKOB» MAJA NUATHOCTUKU 3JIE€PCOIO0J00HOTO
deHOTHUIIA IIPECTABIIEH HUXKE:

e rytaKad, 6bapxaTucras KoKa;

® TEeHJEHIUA K IOBBINIEHHOU PACTAMKMMOCTHI
Koxku (o 2,0 cm);

® KeJIOUIHBIE PYOUNKY, aTpohuuecKue CTPUN;

® 5KXUMO3bI/IIeTeXUN/HOCOBble KPOBOTEUEeHN T,

® MBIITIeUHAS TUIIOTOHUA /TPHIXKY /IITO3LI OPraHOB;

® TUIepMOOUIBHOCTH, BBIBUXU, IOJBBIBUXU
CyCTaBOB, IIJIOCKOCTOIIVE, KOCOJIAIIOCTh, OUCHYHK-
IIUA BUCOUYHO-HUKHEUEJIIOCTHOTO CYCTaBa;

® BAapMKO3HBIE PACIINPEHUA BEH B IIOJPOCTKO-
BOM BO3pacTe;

® OTATOIEHHBIN CeMENHBIN aHAMHES.

Hexaaccuguyuposaruvlii (peHomun RUarHO-
ctrupyior mociye uckiaiouenus HHCT, mapdamous-
HOTO U 3Jepcomomobuoro pernorumnos mpu JICT.

CirlemyerT IOMHUTD, UTO BepuuKanusa (heHOTUIa
HCT y meteit TpebyeT TITATEIHHOTO TUHAMUUECKOTO
KJINHUKO-UWHCTPYMEHTAJIBHOTO HAaOJIIOJeHUA, aHa-
Jau3a ceMelHOro aHaMHe3a, J1abopaTOpPHOTo obce-
IOBaHUSA, a IPU HAJWUYNYU TOKA3AHUN 1 BO3MOKHO-
cTell — IpoBeleHUSA MOJEKYJIAPHO-TeHeTHUYeCKOr'o
uccjaefOBaHUSA.

4.3. Baxknble O meaguaTpa HeTUATHOCTUYE-
CKHe 3aKJIIYEeHUS U aJTOPUTMBI UX TUATHOCTHKHI

1) IToBBIIIIEHHBIH TOPOT AUCILIIACTUYECKOI CTUT-
MaTU3aI NN

Anzopumm OuazHOCMUKU:

e BhISIBJI€HME 3—5 BHENTHUX MAaJIbIX KOCTHBIX,
KOJKHBIX, MBIIIEUYHBIX U CYCTABHBIX IIPU3HAKOB
BoBJsieuenus CT;

e eMUHWYHBIE MaJjble BHYTPEHHUE IPU3HAKU
BoBJsieuenus CT;

e cemeitHOe HaKomIeHne mpoaBaenuit [{CT.

2) IloBblmmeHHAasA, TPEUMYIIECTBEHHO BUCIIE-
pasibHadA, JUCILIACTUYECKAS CTUTMATHU3AIU A

Aneopumm OUA2HOCMUKU:

e BoiABieHue >3 MAC (yaiumHeHHE CTBOPOK
mMuTpasbHoro Kjaanana, [IIMK 6e3 mpusHarkoB MuUT-
PaJILHOM PerypruTanuy 1 MUKCOMAaTOo3a) U/UIu Coe-
IWHUTEJIbHOTKAHHOIO KapKaca [IPYTUX BHYTPEH-
HUX OPraHOB (BUCIEPONTO3, pedIIOKCHAs 00JIe3Hb,
IUBEPTUKYJIbI IUIEBOAA, NOIUXOCUTMA, alUKaJIb-
HBble OYJLIBI, CIOHTAHHBIN ITHEBMOTOPAKC, MUOIUA
>3D, reMopparuuecKuii CHHIPOM, BAPUKOIIeJe U Ip.);

® HaJIMUMe eJUHUYHBIX MAaJIbIX BHEITHUX IIPU-
3HakoB BoBjeuenus CT;

3) HobporauectBenuas ['MC

Aneopumm OUA2HOCTMUKU:

e BriaByieHre I'MC mpu orcyTcTBuu 00JIEBOTO
CUHAPOMA;

e toopokauectBenHOe TeueHue 'MC B cembe;

® OTCYTCTBUE OMOXUMUUYECKUX IPU3HAKOB HAPY-
menuda oomena CT.

OuarsocTuka cuHIpPOMa IOOPOKAUYECTBEHHOM
T'MC B meTcKOM BO3pacTe OCJOKHAETCA HATUUUEM
dusuonornueckoit 'MC, BbIpaKeHHBIMU IIPOSABJIE-
auavmu CBCT (26 6an110B) 1 TPYIHOCTAMY B BBIABJIIE-
Hum 60JieBOTO cUHAPOMa. KpoMme TOTO, TIIATEILHBIHN
aHaMHe3, OCMOTD U 0O0CJIeOBaHNE DPOJICTBEHHUKOB
pebeHKaA IO TOU Ke AUArHOCTUUYECKOI IIporpamMme
CBUAETEJIBCTBYIOT O JOCTATOYHO HEPEAKOU TpaHC-
(opmaiuu ¢ BO3pacToM TaK Ha3bIBaeMoIi «100poKa-
yectBeHHO!T 'MC» B Tunuunbléi «cuaapom I'MC»,
COIIPOBOJKIAOINNICA apTPAITUAMY U IPUBHAKAMU
CBCT, urto Tpebyer mepecMOTpa IIE€PBOHAYAIHHON
TpaKkTOBKU auaruosa [20].

5. TAKTUKA BEAEHUS U AEUEHUSA AETEN
C 3ABOAEBAHUSMU COEAVMHUTEABHOU TKAHU

5.1. O61ue moaXoabI

JleueHue meTeil ¢ COEIUHUTEIbHOTKAHHON IaTO-
Joruel mpecTaBIAgeT coO0M CIOKHYI0 U MaJIO pas-
paboTaHHYIO 3amaduy. OTHOJIOTHYECKOe JeUueHHne
OTCYTCTBYeT, JieueOHble KYPChI IMATOTeHETUUECKOMN
Tepanuu, KaK IIPaBUJIO, MOCTATOUYHO IJIUTEIbHBI,
a a(perT — mamexo HeOBICTPHIH. IloaTOMY OO0BEK-
TUBHO OIEHUTH 5(P(PEeKTHBHOCTh Tepamum C IIOMO-
IITBI0 IBOMHOTO CJIETIOTO IJIaIe00-KOHTPOJIUPYEMOT0
UcCJIeJOBaHMA C UCIOJIb30BAaHUEM MeTa-aHaln3a Ha
CeroflHA He TpeJCcTaBJIAeTCA BO3MOXKHBIM. Huxe
M3JI0KEeHBbl OCHOBHBIE IIPUHIIUIIBI Tepamnuu, OCHO-
BaHHBIE Ha KJIMHUYECKOM OIIBITE CIIEI[UAJIICTOB Pas-
HOTO IPO( U, MO3BOJIAIOIINE YIYUIIUTh KAUECTBO
SKU3HU TMaIMeHTOB.

AdbdexTuBHocThb Begerus pereit ¢ HHCT u IICT
BO MHOTOM OIpeNeigeTcd WX PaHHeW MMarHoCTU-
KOM, YTO MO3BOJIUT HAUaTh CBOEBPEMEHHYIO IIPO-
(PUIAKTUKY Pa3BUTUSA BO3MOKHBIX OCJIOKHEHUU
W 3aMeJIUTh TPOTPEANEHTHOCTb TeUeHUA TaHHOU
aTOJIOTUHU. 3aJI0TOM ycIlexa ABJIAEeTCA IPeeMCTBeH-
HOCTH BeJleHU IaljieHTa Ha BCeX aTalax: akyIliep-
TUHEKOJIOT — HEOHATOJIOT — IeINaTp — TepamesBT.

BaKHBIM MOMEHTOM SIBJISETCA MYJIbTHUIUCIIV-
TMIJIMHAPHBIA ITOAXOMA: CBOEBPEMEHHAs IMOMOIIb CIIe-
IUAJNCTOB (Kapauojior, O(TaJabMOJIOT, OPTOIIE,
TaCTPOIHTEPOJIOT, HEBPOJIOT, TE€MAaTOJOT, SHIOKPU-
HOJIOT ¥ Bpauu JPYTHUX CIIEIUaJIbHOCTeIT), paboTaro-
UX eINHON KOMaHA0M u 3Hatonux npoodaemy IICT.

Heobxomuma paspaboTka HUHIUBUAYAJILHOTO
KOMILJIEKCHOTO ITOX0a K KaKIOMYy PeOeHKY C yue-
TOM BBIABJIEHHBIX KJIMHUKO-UHCTPYMEHTAJIbHBIX
u J1a0OpaTOPHBIX HapyIIeHHWi. BamHO moOUTHCS
AKTUBHOTO yYaCTUSA CaMOTO IaIllMeHTa W CeMbU
pebeHKa B IIpoliecce JIeUeHUA U MOJIHOTO IMOHWMA-
HUS OCHOBHOTO Jo3yHra Bemenus: [[VICIIJIA3US
COEIMHUTEJILHOM TKAHHU - 3TO OBPA3
JKU3HN! (IIpunoxenue 6).

B mporiecce o611ieHMA ¢ TAITUEHTOM U €T0 POIU-
TeJAMHU PEeKOMEHIYeTCS MaThb CJEAYIOIyio WHMOP-
MAaIluio:

e YUem ornuuarorcss HHCT u [ICT u kxakue usme-
HeHus B CT mpu saTom mpoucxomaT?

e Kaxkwe mpusHaKu JaHHOIN NMATOJIOTUU €CTh Y
pebeuka?

e KaKkue CyII[eCTBYIOT METOALI JJ€UEHU S ?
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e Kakue meiicTBUA OTHOCATCS K HE3JOPOBOMY
00pasy KM3HU U YTO BO3MOKHO MCIPABUTH?

e UTo naroT CHOPTHUBHBIE TPEHUPOBKU U Ha-
CKOJIbKO OHU 0e30TIacHBI?

e Kax mpoBecTu NTPOPUIAKTUKY CYCTaBHBIX
Gosieit m OoJsiefi B cOmHE, BAapUKO3HOW 00Je3HU,
reMopposi, IJIOCKOCTOIINA, CKOJIn03a?

o KaKoOBBI CUMIITOMBI OCJIOJKHEHUH CO CTOPOHBI
cepAIla, KPYIHBIX COCYI0B, IJas3, JETKUX ?

e Kakue wmccieqoBaHUA M C KaKOHM YacTOTOM
HEe00XOAMMO INPOBOAUTH B IEJIAX HPOPUIAKTUKUI
OCJIOYKHEeHUH ?

o KakoBbl orpannueHusi B mpo)ecCuOHaIHLHOM
BbIOOpE?

IIpu HEOOXOAUMOCTH CJIEAYEeT OCTAHOBUTHLCA Ha
BoIpocax GpaKa U ceMbU, IPUTOJHOCTU K CIY:KOe B
apmuu u ap. IlocraTouHble 3HAHUA O 3a00JIeBAaHUU
MOTYT IIOMOYb IAI[MEeHTy 0e3 cTpaxa CMOTPETh B
oynyiiee. Heo6xonumo chyopMUPOBATE Y TOIPOCTKA
U ero poauTeseil MOTUBAIIUIO K M3MEHEHUIO He3I0-
POBBIX IIPUBBIYEK U IIOKA3aTh BA’KHOCTH BBITIOJIHE-
HUA PeKOMEeHJAIINHi 1 HasHaueHU Bpauda. Tepanus
nanuenta ¢ HHCT u [ICT gmosxkHa HauwHATHCA C
KOPPEKIIUY perKuMa OHsA, 3PUTEJbHBIX U (husuye-
CKUX Harpysox.

Pescum Onsa. Ilpu oTCyTCTBUU 3HAUUTEIBHBIX
(GYHKIMOHAIBHBIX HAPYIIeHUN OeTaM II0KasaH
00U PeKUM C TPABUJIBLHBIM UepeIOBaHUEM TPYAa
u orabixa. Heo6XoAMMO OTPAHUYUTH BPEMS IIOJIb-
30BaHUs MEPCOHAJIBHOTO KOMIIBIOTEPA, IIPOCMOTPA
TeJIeBU3NOHHBIX IIPOTPAMM, IIPOCJIYIITNBAHUSA My3bI-
KU, BUAEODUIBMOB C WCIOJH30BAHWEM HAYIITHU-
KoB. Ilesrecoo6pasHo yBeIUUUTH BpeMs HOUHOT'O CHA
(e meHee 9 u), IpU HEOOXOAMMOCTU HCIIOJIb30BATH
IOTIOJTHUTEJNBHBIN MTHEBHON OTABIX. BasKHO Haja-
IUTH NO3UPOBaHNEe (PU3NYECKUX HATPY30K U KOH-
TPOJIb 38 TPEHUPOBOUHBIM PEKMMOM B CIOPTUBHOM
cexmuu [9, 19]. Kommiekc ynpaskHeHU a3poOHOTO
TUOA OJA eKeJHEeBHOU yTpeHHel 3apAAKU IIpen-
crasieH B [Ipunoskenun 7.

Heuzamensvnas axmuenocms. Heobxomumo
MIPaBUJIBLHO BBIOPATh BUJA JBUTATEJIBLHON aKTHUBHO-
CTU, aJeKBAaTHYI0O HArpys3Ky, TeMI TPEeHUPOBKU.
B ugeasie ¢ KaKIbpIM MAIMEHTOM AOJI3KE€H paboTaTh
KuHeszoTepaneBT. MOMKHO 3aHUMAaThCA IpPaKTHUEe-
CKU JIFOOBIM BUIOM CIIOPTA, CO3aBasi Ope e IeHHbIe
YCJIOBUA AJSA KaKJOT0 cayduas UHAUBUAYAJIBHO.

Cnopmusénusie nazpy3ku. IIpenmnourenue ciaenyer
OTZaBaTh AMHAMWUUYECKUM HArpyskam (IjaBaHue,
X0ab0a, IPOTYJI0UYHBIE JIBIJKU, BeJOCUIIeN, OaIMUH-
TOH, yiry). Heresnecoo6pasHbl: TPYIIIIOBbI€ UTPOBLIE
BUABI CIIOPTA, CBA3aHHBIE C OOJIBIIION BEPOSITHOCTHIO
TpaBM, mpodeccuoHaNbHbIE 3aHATUA MY3BIKOI,
ocobeHHO (opTenuaHo (IJIUTEJTbHOE CTaTUUYECKOe
HanpsaKeHue), 6aJIeToM U TaHIAMU.

IIpomueonoka3aHnvl: TsaKelasd aTJeTHUKA,
CIIPUHTEPCKUE HATPY3KHU, IIJIaBaHUE C aKBaJIaHTOM,
IafBUHT, MIPBIKKY B BOAY U C IIapallllOTOM, TOPHEIE
JBI)KU, KOHHBIE BUABI CIOpTa, (pyTOOJI, XOKKeii,
acuMMeTpUYHbIe (husuyecKue Harpysku (urpa Ha
CKDUIIKe, HOILIIeHUe TAMKeCTell B OJJHOU PyKe).

He pexomendyiomcs: CIOPTUBHBIE 3aHATHUA,
CBsIBaHHBIE C TOTUKOOOPA3HBIM XapaKTePOM IBUKE-
HU (IPBIXKKU, OackeT00JI, 60phba KapaTs, pesKoe
MONHATHUE TAMKecTedl W ap.). Bompoc o 3aHATHAX
(husnuecKoii KyJbTypOil pelraeTcsa B KasKJOM KOH-
KPEeTHOM cJiydyae WHAWBUIYAJIbHO IIOCJTE OIEHKU
mokasaresieli (PU3UUECKON pPaboTOCIIOCOOHOCTU U
aganTanuu K GU3NYecKoi HarpysKe, aHAJIN3a KJIU-
HUYECKOIl KapTUHBI U ceMeiHOro anamMmuesa. K guc-
IJIACTUKO3aBUCUMBIM (hakTopaM pHCKa Pa3BUTUSA
OCJIO;KHEHUI, paHHe!l BHE3alHOW CMEPTU OTHOCHT:
BPOXKEeHHbIe TMOPOKU pasButus, MAC, MyKcKoit
oJI, ceMeliHble caydyay paHHe! Uu/Mau BHe3aIlHOH
CMepTHU, HepaloHAJIbHOE IUTAHNE U /MU TUIIOTPO-
(usa, HusKag pusnyecKas aKTUBHOCTb.

BbicOoKkUii pUCK pPas3BUTHUA OCJIOKHEHWUUN, paH-
Hell/BHe3amHoIi cmepTu xapaxrtepen mas HHCT;
IIPOJIATICOB KJAMlaHOB cCepAlla ¢ MUKCOMAaTO3HOM
IereHepanueil (TOJIIIIMHA CTBOPOK >3 MM) W/WJIU
perypruranueii II crenenu u 6osee; PKA, cunyca
BasnbcaibBbl, YCThA JIETOUHOM apTePU; aHEBPU3MBI
1epedpabHBIX COCYA0B, a0pThI. OacHBI HAPYIIIEHU A
cepAeuHOTo puTMa (CUHIPOM CJIabOCTU CUHYCOBOTO
ysJa, KeJyJOoYKoBasg SKCTPACUCTOJUS, YAJUHEH-
Hblll nHTepBaa QT, cuHycoBas apuTMUs); TOPaKO-
auadparmaibHoe cepaie (JI0KHO-CTEeHOTUYECKUH,
IICEeBAOAMUIATAIIMOHHBIA BAPUAHTHI, JIETOUYHOE CePJ-
11e); OysiesHass aM@puseMa, Tpaxeo0pPOHXOMAAI N ;
BapuKo3Had 00J€3Hb BEeH HUKHUX KOHEUHOCTEIl,
MAaJIoTo Ta3a ¢ XPOHUUECKOI BEeHO3HOUM HEJOCTATOU-
HocThio II-1II cremenu [11, 29].

Juemomepanus neTsM ¢ COEJUHUTEILHOTKAH-
HOI maToJiorueil HasHAYaeTCs TOJbKO IIOCJe IIpes-
BapUTEJIBHOTO 00CIeIOBAHUS ¥ TACTPOIHTEPOJIOTA U
0053aTeIbHO B MEPUOE OTHOCUTEIbHON PEMUCCUU
XPOHUUECKOI IaTOJOTUU KeJYIOUHO-KUIIIEUHOTO
TpaKTa, HEPEeIKO acCOIMUPOBAHHOM C COEIUHU-
TeJbHOTKAHHBIMU HapyllleHuaAMu. Heob6xommmo
MIPEeJOCTaBUTh PAaCTYIIeMy OpPTaHU3My [IOCTATOY-
HOe KOJINUECTBO MUKPOHYTPUEHTOB AJI IOAAepKa-
HudA spopooro merabonusma CT. Ilokasana muia,
oborarmentnasa 6enxom. C yueToM MHANBUAYAJIbLHOMN
IePeHOCUMOCTU U BO3pacTa pPeGeHKa JOIOJTHUTE b-
HO Ha3HAYalT MsCO, PBIOY, KajabMapbl, (acoJb,
opexu. IIpoAyKTBI MUTaHUA AOJKHBI OBITH 000-
rameHbl MaKpo- W MHUKPOIJEeMeHTaMU, BUTAMU-
HaMU ¥ HeIpeleJbHBIMU KUPHBIMU KUCJIOTAMMU.
ITamuenTam 06e3 COIYTCTBYIOIIEll TacTPOIHTEPO-
JIOTUYECKOI IaTOJIOTUM NPU HAJIUUYUU CKEJEeTHBIX
aHOMaJWU HEeCKOJBKO pa3 B HeAEJII0 DPEeKOMEHIY-
IOTCA KpenKue OYJIbOHBI, 3aJIMBHBIE OJII01a U3 Msca
U PBIOBI, coAep:Kallie 3HAUUTEJIbHOE KOJUUYECTBO
XOHIAPOUTHUHCYJIb(AaTOB. [leTaM ¢ upe3aMepHO BBICO-
KMM DPOCTOM C PaHHEro Bo3pacTa M Ha BeCh Ilepu-
OJl POCTa HAa3HAYAIOT MPOAYKTHI MUTAHUA (OJIUBKO-
BOE, THIKBEHHOE, COeBO€, XJIOIIKOBOE, KYHIKYTOBOE
MacJjo, ceMeHa IMOACOJTHEYHUKA, CaJIo U AP.), Coaep-
JKallue IOJUHEHACHIIIIEeHHbIe KUPHBIE KUCJIOTHI
KJiacca oMera, OKasbIBaIOIIe TOPMO3AIInii ahdeKT
Ha CeKPeInio COMaTOTPOIHOTO ropMoHa. ITokasaHbl
MIPOAYKTHI, oOoralieHHble BUTAMUHAMU T'PYIIbl B
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— By, By, Bs, Bg; C, P u E. Pekomernayerca nuira
C TIOBBIIIEHHBIM COJlep;KaHmeM MaKpo- (KaJabIui,
dochop, MarHuii, Kaauii) U MHUKPOIIEMEHTOB
(Menb, IMMHK, CceJieH, MapraHel, KpPeMHUHA, cepa,
¢Top, BaHammii, 60p), ABIAAIOIUXCA KOopaKkTOoOpamMu
(dhepMeHTOB, aKTUBUPYIOIIUX CUHTE3 KoJlIareHa U
MUHEePaJIU3aIuIio KOCTHON TKAHMU.

5.1.1. Cumnromarnueckass HeMeIUKAMEHTO3-
HadA Tepanusd

BaxubpimMmu pasmesaMu IIPOrpaMMbl HEMeOHNKa-
MEeHTO3HO¥ peabuInTAIINU ABJIAIOTCA JeUeOHbIN Mac-
cask, (pusmoTepaneBTUYECKOe, 0ATbHEOJOTUUYECKOe,
CaHATOPHO-KYPOPTHOE JIeUeHNe U IICUX0Tepamns.

JleweOnvlii maccax (BaKyyMHBIN, PYYHOI),
Kypc — 10 ceancos. CHuMaeT 00JIe3HEHHBII CIIa3M
MBIIIII, YJAydYIlIaeT KPOBOCHaOKeHHe, Iepemauy
HEPBHBIX HMMIYJIbCOB, TPOMPUKY MBIIII, TYJOBUIIA
U cycTaBoB. MacCUPOBAHUIO IOIJIEKUT 00JaCTh
MMO3BOHOYHMKA, INTEeHHO-BOPOTHUKOBaA 30Ha (cer-
MEeHTapPHBIN Macca’k), MBIIIIBI, OKPYKAIOIIIe IPO-
O6sieMHBIE CcycTaBbl. IIpomenypbl cJaeayeT BBITIOJ-
HATH €KeJHEeBHO MM C IPOMEXYTKOM B 1-2 nHSA;
JKeJIaTeJIbHO IIPOMTH He MeHee 3 KypPCOB JIEUeHU C
MHTEPBAJIOM B OIUH MECSII.

dusuomepanesmuyeckoe JeveHue WCIOJb-
3YIOT II0 TOKa3aHUAM. J[0CTATOUHO IMTUPOKO IIPU-
MEHAKT MarHuTOo-, MHAYKTO- U Jia3epoTepaluio.
Y nereii co cKOIMO30M, KM(POCKOJINO30M IPUMEH-
erca KBY-repanua Ha 6GoJsieBble 30HBI. Kypc — 10
CeaHCoOB €)KeTHEeBHO WU Yepe3 HeHb, 3JeKTPodo-
pe3 MaKpo- ¥ MHKPOIJIEMEHTOB, CIIa3MOJUTUKOB,
amoaunyiabe, IIAT-cTumynsanus ocaabieHHBIX
TPYIII MBIIIIIT, a TAKKe JJOKAJIbHOe JeUueHue yIbTpa-
3ByKOM. [[Jia yaydIieHusa MeTabosmn3Ma XpAIeBoi
TKAaHU MCIOJIb3YIOT MAarHUTO-, UHIYKTO- U JIa3epo-
Tepalunio, 3JeKTpodopes ¢ IAUMEKCHIOM, PaIlloi.
IIpu BereTococyamMCTONM NUCTOHUHU II0 BArOTOHUYE-
cxkomy tumy Ha (poue [ICT npumensroT 1% pacTBop
KodenHa HaTpus-6eHsoara, sdeapuHa THUIPOXJIO-
puaa Uam Me3aTOHA — II0 BOPOTHUKOBOUM METOIUKE
WJIV TI0 MEeTOJUKe NOHHBIX pediekcoB mo Illepbaky.
BraronmpuAaTHOe BO3AelicTBUE OKasbIBaeT oO0Imee
Y®O B nocTeneHHO BO3PACTAIOIIUX H03aX — OT 1/,
o 2 6uomos (kypc — 10 ceaHCOB) U aspounoHOTEPA-
nud. BecbMa moJie3HBIN (hm3MOTEpPAIeBTUYECKUN
MeTOoH JeUeHUs — cayHa (TemMmepaTypa BoO3ayXa
— 100 °C, orHOocuTenbHadA BiaaxkHocTs — 10-12%,
IIUTEeJbHOCTD mpebbiBanua — 30 MmuH), Kypc —25
ceaHcoB B TeueHne 3—4 mec. Xoporruii 9pdeKT 1aeT
OalbHeoTepamus: OOIue YIJIeKHCJble, XBOWHLIE,
XJIOPUCTOBOIOPOIHBIE, CEPOBONOPOAHBIE U PAJOHO-
BbIE, BJIEKTPOTaIbBAHUYECKE, KOHTPACTHBIE HOMK-
HbI€ 11 PYYHbI€ BaAHHBI C IIDMMEHEeHNEeM JIEeKapCTBEeH-
HBIX cpencTB («ITorkyp», «Jlerpan», «Toryc»); moz-
BOIHBIN Maccak; pasauunble aymiu: Illapxo, Boc-
XOOAINNUN, MTOMKIEBON, MUPKYJIAPHBINA, IPOIOJIMKI-
TesbHOCTL — 10—12 MmuH, Temneparypa 37 °C, Kypce
— 8-10 ceancos. ITokasaHbI IpsA3eBbIe ANMINKAIIUNA
Ha IIeHHO-BOPOTHUKOBYIO 30HY 38 9C, 6—15 mwuH,

Kypc 6—8 ceaHcoB. B JomMaImamnx yCcaoBUAX TOCTYII-
HBI 0O0JIMBaHHE, O0THpaHNMe, KOHTPACTHBIA VI,
COJITHOXBOWHBIE U IEHUCTHIE BaHHBI. [loKa3aHa mmeJ-
JoumoTepanud (Ips3eBble aNTINKAIIUN ) HA MBITIITEI
BIOJIb TTIO3BOHOYHUKA, ITIeIIHO-BOPOTHUKOBYIO 30HY,
npomokuTeabHOoCTh — 10—12 MuH, Temieparypa
rpasu — 38 9C, kype — 8—10 ceancos.

Ilcuxomepanus TPOBOIUTCA C IIEJBI0 BBIpPA-
OOTKM CHUCTEMBI aJeKBATHBIX YCTAHOBOK U 3aKpe-
IJIEHUA HOBOTO o0pasa KW3HU B CeMbe IallueH-
Ta. BajKHO pasbiACHUTH POIACTBEHHUKAM OOJHLHOTO
XapaKTep UMEIONUXCA KIMHUUYECKUX ITPOSBICHUMN
JICT y useHOB ceMbu 1 00YYUTH BCEX METOJAaM ayTo-
TEeHHOU TPEeHUPOBKMU.

CanamopHo-KypopmHoe JeueHue Ha3HaAUYa-
IOT C IeJbI0 KOMILIEKCHOM peabuIuTaIluU, BKJIIO-
yaoIneil IMIOJOMKUTeJIbHOEe BO3AelicTBUe Jieueb-
HBIX TI'psaA3eii, BaHH, (U3UOIPOIEAYypP, Macca-
JKa, JeuebHON (PUBKYJIBTYpPBI, cayHbI. OcobOeHHO
a(p(PeKTuBHO, €cCJIm OHO IIPOBOAUNTCA HEe MeHee
3 gser moapsan. Pexkomenayiorca Kypoptsl Crapoii
Pyccrer, Cectpopernika, Beaokypuxu, Ilaruropcka,
EBnaropuu, Coun.

Opmoneduveckasn koppexuyus. Ilo morazanmam
HUCIOJIb3YIOT: OPTOIEeAUYEeCKYI0 00yBb, CYIHHATO-
pBI, OpPTe3bl, KOPCETHI, OMHTOBAHUE 3JIACTUUYHBIM
OMHTOM TUIIEPMOOUJIBLHBIX CYCTaBOB U JP.

Oo6pas xnusnu. IIporuBomIOKa3aHo mpedbIBaHME
B YCJIOBUSAX JKaPKOTO KJINMATAa, 30HAX MOBBLIIIIEHHOMN
pagmamuu. JIydimuM MecTOM IPOKUBAHUA ABJIAET-
cA MEeHTPaJbHBINA MmosAc. JKenaTeabHO MCKJIIOUUTH
CTpecCOBbIe BO3IEHCTBUS, B METEO3aBUCUMbIE THU
u3beraTh IICUX0IMOIIMOHAJNBHBIX IMeperpy3ok. He
PeKOMeHAyeTCA JOMYyCKATDh IIePeoOXJIaKIeHNA BePX-
HUX 1 HIVKHUX KOHEUHOCTeH.

IIpogeccuonanvrnas opuenmauvus. Ciaemyer
u36eraTh CIenuaJIbHOCTEeHN, CBA3AHHBIX C OOJIBIITIMU
(busuuecKUMU U SMOIIMOHAJLHBIMU HATPY3KaMU,
BuOpaiueii, KOHTAKTaMU C XUMUYECKUMU BeIle-
CcTBaAMU U BO3AEWCTBUEM DPEHTIE€HOBCKUX JIyden,
nmpodeccruoHaTbHBIC 3aHATUA CIIOPTOM, TAHIIAMU.

5.1.2. Cumnromarnuyeckass MeIUKAMEHTO3HAI
Tepanusa

Aprpanruu, fopcairuu, nereHepaTuBHBIE TTopa-
JKeHUSA CYCTaBOB U IMO3BOHOYHUKA Y MOAPOCTKOB Ha
dome HHCT u JICT, kax npaBujo, TpeOYIOT Ha3HAa-
YeHUSA HECTEPOUAHBIX IIPOTUBOBOCIAIUTEIbHBIX
npemapatoB (HIIBII) ¢ celeKTUBHBIM AeHCTBUEM
Ha IUKJIOOKcUreHady 2-ro tuma (Hais?, Humecwuit,
mecyaun?). Hecemexktusubsie HIIBII (zuraodenaxs,
KeTOHAaJI?, HAIIPOKCeH!) HasHAYa0TCA B KOMOMHAIIUYI
¢ racTpoupoTeKkTopaMu. VICIIoIb3yIOT HECTEPOUTHbBIE
MIPOTMBOBOCIIAJUTEIbHbBIE Ma3u U TreJu (apTpo3u-
gensd, MUII punud?®, guxiaodeHar rejb3, TOJITHUT
Kpem4, moso0eHe3, KeToHAI-KpeM®, Hal3 rejib2).

ITpu BapuKo3HOU 00J€3HU HasHAUYAIOT Mpera-
paThl, yAydIIaloIue BeHO3HBIN KPOBOTOK (Becce-
OVE &6, remapuHOoBas wMasb). PacmimpeHwue
KOpHA aopThI Ha (hOHE TaXUKAPAUU U apTepuab-

31ech U fajee 1o TEKCTY: IIpernaparhl, paspenieHHble JeTaM: 1_¢1 roxa, 2_¢2 JIer, 3_¢5h JIer, 4_c12 Jjer, 5_-¢15 Jer, 6 _ ouiu-

aJIbHbIE JaHHBbIE O IIDUMEHEHNHU B €eTCKOM BO3pacTe OTCYTCTBYIOT.
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HOII T'MIIEPTEH3UMN — OCHOBaHUE IJIs1 HAasHAUEHUS
B-6s10xaToposS.

Yacrble pecnupaToOpHBbIE 3a00JI€BAHUA — MOKAa-
3aHNe K HAa3HAUYEHUIO PACTUTEJLHBIX aJallTOreHOB:
2JIEYyTEPOKOKKY, KMTAWCKUA JIUMOHHUK?, 3aMaHU-
xa’, apaauat B BUJe HACTOEK; allMJaK2, repruMaKc
sKeHbIeHb4, runcanat. Ilo MokasaHusaIM KMCIIOJIL3Y-
IOT SHAOTeHHbIE HHTEP(PEPOHBI; UMMYHOMOLYJINPY-
fOIIMie TPaBsIHbIE COOPBI, BKIIOUATOIIME JIUCThS 3€M-
JIAHUKW JIECHOHM, KOPEeHb COJIOAKU TOJIOM, KOPEHb
Jiomyxa OO0JIBIIIOT0, Yepeay, MeJaucy, dyabper u ap.
C mesbl0 YKPEIJIEHUs COCYIUCTON CTeHKM Ha3Ha-
YAIOT UIJIKIY IIUIIOBaTyI04, (hIaBaHOUIBI: PYTUHZ,
pramus.

Koppeknusa HelpoBereTaTUBHBIX HaPYIIEHUI
IIPOBOJUTCS C IIOMOII[BI0 HOOTPOIHLIX (IupameTram?,
nupuauToal) m HoorpomomomobHbIX (ITamToram,
amuHaJI0H!, (heHUOYTZ) IpEemapaTos.

5.1.3. IlaToreHeTnuecKkas Tepamusa HOCUT 3aMe-
CTHUTEJILHBIA XapaKTep U HAIpPaBJIeHA HA CTUMY.JIS-
U0 KOJIJIareHooO0pa3oBaHUsSA, KOPPEKIINIO MeTa-
0osim3Ma TINKO30aMUHOTJINKAHOB, CTA0MIU3AIIHIO
MUHEPAJIbHOTO 00MeHa, 0M0IHEePreTUYEeCKOTO COCTO-
SHUS OPraHW3Ma ¥ IIPOIECCOB MEPEKUCHOTO0 OKUC-
JleHus. B 3aBHCHMOCTH OT CTEIEHU TAMKECTH KJIU-
HUUYECKOT'O COCTOSHUS OOJBHOT'O U BHIPAKEHHOCTU
Hapymenuii merabonusma CT ciegyer mpoBOIUTH
1-2 Kypca Tepamuu B IO, IPOAOJKUTEIHLHOCTHIO
no 2—4 mecana.

1. Cmumynayus KoOJALA2EHO00PA308AHUSL OCY-
IIECTBJAETCSA C IOMOIILI0O IPernapaToB, yJydlla-
OIUX CUHTE3 KoJutareHa (DabKap, Jusuu?, mpo-
auat). [[OmoJIHUTEIBHO CeLyeT Ha3HauaTh KohaK-
TOPBI CUHTE3a KojutareHa: suramMusbl C, E, rpymms:
B, mpenaparts! kaabpnud, pochopa, MaraEusa, Kaausd
¥ MUKPOJSJIEMEHTBI: MelIb, IIUHK, CeJIeH, KPeMHUI,
6op, MapraHeii.

9nbKkap (JIeBOKAPHUTHH) — JIeKaPCTBEHHBIN
mpernaparT MeTaboJMYeCKOro [AefiCTBUS Ha OCHOBE
L-KapHUTHUHA, MPUPOLHOTO COEOWHEHMSI, POACTBEH-
HOr0 BUTAMHMHAM Ipymnel B. Yiyurnaer OeJIKOBBIi
U JKUPOBOIl OOMEHBI, CTUMYJIHPYET 3Heproodpaso-
BaHme, BocmoJiHseT medumur xapuutuHa npu JICT.
B Bo3pacre 10 3 JieT JKU3HU [j03a perapaTa OIpeesis-
ercs JiedaruM Bpadom. eram ot 3 mo 6 jgetr HasHa-
yaioT B pasoBoii gose mo 0,1 r (5 xamenn) 2—3 pasa B
IeHb, oT 6 7o 12 met — mo 0,2-0,3 r (11-16 xamenn)
2-3 pasa B enb. Kypc jeueHusa — He MeHee 1 MecAria.

Buramua C npuHMMaeT ydacTue B CHUHTE3e
KoJlareHa, 3JacTUHA, TJINKO30aMUHOTJINKAHOB,
3a)KUBJIEHUN paH, obpasoBaHuu py6ma. Iloza —
350-500 mr/cyr. HomomuuteabHo K BuTamMuny C
HasHA4YaloT BUTAMUH P, comep:kamiuii 6modiaBo-
HOuIbI (PYTHUH, KBEPIETUHBI, KATEXUHBI), KOTOPLIE
CTabUINBUPYIOT MOJIEKYJIY KOJIareHa, YKPeIJIAT
ocHoBHOe BerlecTBO CT, MHIMOUPYIOT THATYDPOHU-
rasy. Buramun E! — amabo/in3adT, aHTHOKCUIAHT,
YKPeIIAeT MBIIIeuHbIi KapKac. [losa — 400 mr/cyT.
Buramun Bg — yBesimuuBaeT cojepskaHue IICTENHA
(ocHOBHASA aMUHOKMCJIOTA CTPYKTypHOTO Oeaka CT
KOJKU, BOJIOC W HOTTeH — KepaTuHAa), IEePEeHOCUT

Marsuii BHYTpb KJeTKM. IIpemapaTbl BUTAMHHOB
rpynusl B: HefipomyabtuBuri. 1 Taba. COmEPIKUT
100 mr tmamwuHa (ButamuH B;); 200 Mr nupugok-
cuHa (ButamMuH Bg) m 200 MKr nmumanoxkobaraMuHa
(Buramus B;,). [losa — 1/, Tabx. 1 pas3 B LeHD AeTAM
ot 3 mo 6 metr; 1/, Tabn. — meram or 6 mo 12 xer.
IIpomomkuTenbHOCTh Kypca 1 mecar.. Muiabramma
KommoauTtymb, 1 npaske comepsKuT: OeHDOTHAMUH —
100 mr, mupugoxcur — 100 mr. Josa: 1 gpake 1 pas
B IeHb gerTaM oT 6 mo 12 ser. Muabrammad (2 mu),
pacTBop mas mHBeKIui. OgHa aMIyJia COLEePIKUT:
muamuH 100 mr, nupugoxkcuu 100 mr, mmanokoba-
agavmua 1000 mxr. Kypc 1 mecarr.

MunepanbpHasd MOLIEPIKKA MPOBOJUTCSA IYTEM
Has3HAUeHUA OPraHUYECKUX COoJieil MarHus (JaKTar,
IUTPAT, TUA0JIAaT) B KOMOUHAIINY ¢ MarHe3uohuKca-
TOPOM IUPULOKCUHOM (BUTaMUH Bg), yiydaromnm
0moycBOsIeMOCTh MarHus — Ipenaparamu Marse Bg.
Hosa Marue Bg Tabu.: meram >6 jer (Mmacca Tesa
6osee 20 xr) — 4-6 Tabxu./cyr, Marue Bg opTte Tab.:
meram >6 jet (macca Tesa 6osee 20 Kr) — 2—4 Tabia./
cyT, Marue Bg — nuTbeBoii pacTBop: getam >1 roxa
(macca Tema 6osee 10 Kr) — 1-4 aMmyJsI/cyT).
PacTBOp B amMIy1ax pacTBOPAIOT B 1/, cTakaHa BOABI
Ias mpueMa 2—3 pasa B IeHb BO BpeMs enbl. Kype —
1 wmecsamn. Ilo mokasammsam HasHayawT: bBuo-
menb®, 1 Taba. — 7 Mr acmaparunara menu (2 mr
Menu); mpu orcyrcTBum — 1% pacTBOp Menu
cynbdaTta B pacTBOpe MOJOKA, MUHUMAJbHASA
mosa — 1 kamasa Ha rox sxkusHu; Buo-Mapramer?®,
1 Taba. comep:xkutr 12,5 mr acmaparmmata Mn
(~2 mr Mn); Huakwur, 1 Tabsa. comep:xur 44 wmr
cynabpara muuKa. osbl: geram mo 1 roma — 10—
15 mr/cyt; 2-12 ner — 15-25 mr/cyr. Heocenen —
pacTBOp AJs IpmeMa BHYTDPH B pasBemeHuu 1:50.
Hetawm no 1 roma — 25 kam. (5 MKr ceseHa), 1-2 jget —
2,5 mn (10 mxr), 2-5 jger — 5 ma (20 MKr),
5-12 ner — 10 ma (45 MKr), crapire 12 jger —
15-20 v (67,590 mir) 1 pas/cyr. Cenenoxent —
1 taba. comepsxut 0,21 mr cemenonupana (50 MKT
cenena). [letsam crapiie 12 jet o 1 Tabj. B IeHb BO
Bpemsa enbl. CiielyeT IIOMHUTH O B3aUMOJeCTBUM
BATAMUHHO-MUHEPAJIbHBIX KOMILIEKCOB. JIBIsSIOTCA
cuneprucramu: sutamMuubsl A, E u C; Buramunasr C
u P; Buramun E u ceseH; ButaMuH D 1 KaJbIIUii;
KO9HBUM Q¢ M MarHui#; L-rapuutuH (JabKap) U
kosH3UM Q, (KymeBurat). [eiicTByioT Kak aHTO-
rouuctsl: BuTaMuHbl C u By, Kagbmuii, Maraui,
IUHK U JKeJsie30; BuramMuubl A, E u suramun K.

2. Koppexuyus memabonu3ma 2iuK030aAMUHO-
2lUKAHO06 OCYIIEeCTBJIAETCA IIyTeM Ha3HAUeHUA
IMePOPATBHBIX XOHIPOIPOTEKTOPOB U3 TIPYIIILI
XOHIPOUTUHCYJIL(MATOB (XOHIPOUTHUHA CYJIbPaTs,
XOHAPOKCHUIS, CTPYKTYyM®), TIMKO30aMUHOTJINKA-
voB (JJOHA4, ruiiokosamuua cyibdar®) jaubo mpe-
mapaToB KOMOMHHPOBAHHOIO meicrtBusa (aprpad,
aprpoduiexct), KoTopblie comep:KaT KOMOWHAIIMIO
XOHJPOUTHHA CcyJbdaTa W TIOKO3aMUHA CyJab(da-
Ta. XOHIPOIIPOTEKTOPHLI YYACTBYIOT B PEryJIAIUN
MeTab0aIM3Ma XOHIAPOIIUTOB U MOJABJIEHNN CUHTE3a
(hepMeHTOB, TOBPEKIAIOIINX cycTaBHOU xparrd. 1o
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orneHke EBpoIelicKOM acconmualluiy PeBMAaTOJIOTOB
(EULAR), XOHApPOOPOTEKTOPHI (CTEeleHb AOKasa-
TesbHOCTU IA), 6€30TTaCHBI 1 TOKAB3AHBI JJIA KYIIUPO-
BaHUA 60JIeBOTO CUHAPOMA (YPOBEHDb PeKOMEH ANt
A)[60]. MeTomom meTa-aHanusa yoeIuTEIHLHO TOKA-
3aHa TepamneBTHUUYecKad 3(p(PeKTUBHOCTh IJIOKO3a-
muHa cyabdara [67]. [Ipu cycTaBHBIX 00JIAX ¥ AeTeH
cjlefyeT HAUMHATH C XOHIPOIIPOTEKTOPOB MECTHOTO
nerictBus (XOHAPOKcUA Masb?, xomapoutur-AKOC
Masw®, anduryron — Kpem®) amb0 IMpoOTHBOBOCIIAIN-
TEJBHOTO JIEKAPCTBEHHOI'0 CPEACTBA AUMETUJICYJIb-
dorcumat, 3PpPEeKTUBHOCTL KOTOPOI'O IIOATBEPIK-
IeHa Pe3yJbTaTaMU IBOMHOI'O CJIEIIOr0 KOHTPOJI-
poBaHHOrO wmcciaemoBauusa [51]. Ilpu orcyrcrBumM
s((pexkTa HaA3HAYAIOT NEPOPAJBHBIN XOHIPOUTHU-
Ha cyiabdar (ctpykrym®, xoHgpouTuH-AKOCS).
Hosa mogpoctkam — 750—1000 mr 2 pasa B [IeHb.
IIpogosxuTeIBHOCTD Kypca 3—6—12 mecsiies.

3. Cmabuausayus MUHEPaIbH020 00MEHaA TIPO-
BOJUTCSI C IIOMOIIIBIO IIPEIIapaToB, HOPMAaJIU3YIOIINX
dochopHO-KaIBIMEBbI 00MEH: SProkaabiudepo.,
ButaMuH D3;BoH u nmpenapaToB KaabIua: KaJIbIUI
D; Huxomen3; Hatekanb Dgd; BUTPYM KaJIbIuyM C
BuTaMuHOM D4%; oCCeMH-IMAPOKCHUAIATUTHELIE KOM-
miekcel (ocreokead). Ilo moxasaHusSAM Ha3HAUYAIOT
Marue Bgl, MUHKUT ¥ BUTAMUHHO-MUHEPAJIbHBIE
KOMILIEKCHI (FOHUKAIIZ, CyIIPagnuH2, TYOBUT4, OJIUTO-
BUTZ, KOMILIUBUT?).

4. Kopperxuyus 0uosHepzemuyeckozo COCMOAHUSL
OP2AHU3M@A OCYIIECTBJISIETCA IIyTeM HasHAUYeHUS
IpernapaToB, CTUMYJUPYIOIMINUX BbIpaboTKy AT®
(bochanend, Kynesurat, Kymecan s gereiil, KosH-
3uM Q;¢?; DIbKAp, IIMKCUD AHTAPHBINS U AD.).

Kynesurat (yOumexapeHOH) — JIeKapCTBEHHBIN
mpenapaT KosH3uMa Q. IIpmmenserca mna mpo-
GUIAKTUKY U yCTPaHEHUs NeUIINTA KOIH3UMA
Q1p, Tpu 3abosIeBaHUAX CepJla, WHTEHCUBHBIX
(I)I/ISI/I‘IGCICI/IX 1 IICUXO03MOIIMOHAJIPHBIX HarpyskKax.
Hasnauator B mose ot 30 mr (1 xamc.) go 90 mr
(3 kamc.) B cyTku. Kypc seuenusa 1-3 mecaria.

CnenyeT MOMHUTDH, UTO IIPEHapaThbl, CTUMYJIU-
pyoIiue mIPOIecChl KJETOYHOTO 3SHeproodOMeHa,
HA3HAYAIOTCS YTPOM JI0O B IIEPBYIO IIOJOBUHY THS,
a Kynesura4, puboxkcun® u xammsa oporar, IIOBBI-
mIaloIre aKTUBHOCTG IuKJIa Kpebca, — BO BTOpPYIO
IIOJIOBUHY IHSA U BEeUEePOM.

5. Cmabuausayus npoyecca nepeKucHozo OKUc-
senus. CrocoOCTBYIOT YTrHETEHUIO CBOOOAHOpPAIM-
KAJILHOTO OKVCJICHUS, YIIYUIIIEHNIO TKAHEBOT'O IbIXa-
HUA, OBICTPOMY YIaJIEHUIO IMEepeKuceil U TOKCcUUe-
CKUX pagukajiioB Kuciaopoma: Kymesurat, Kymecan
ousa pereiil, xKosHsuUM Q¢?, JImMmoeBas KucioTas,
Omera-32 u amajoru.

5.1.4. IIpumepHbIe cXeMbl MeTUKAMEHTO3HON
Tepanuu:

Cxema 1. YrTpo, oben. Ho exmwr: Ilpomunt 0,5,
Karmc., 1-2 pasa B meHb. [[o3a mo Bospacty. Kypc —
2 mec.

ITocne enpr: MarHe Bg muTheBOl pacTBOp —
1 amn. — 2—4 pasa B nesb. Kypc — 4 mec.

Cxema 2. Ytpo. ITocae exsl. KypcaMmu co cMeHOM
IIpernapaTos:

e ackopbuHOBasA Kuciaora (IpU OTCYTCTBUU
OKCAJIATyPUM M CEMEMHOro aHaMHe3a MOUYeKaMeH-
Hoii 6ose3uu) 10 0,6 r B meub. Kypc — 4 Hex;

e Jubkap 30% pacrBOp (Zo3a O BO3pacTy) B
coueraunu ¢ Kynesurat, 0,03, kamnc., 1-3 pasa/cyr,
y mereii — ¢ 12 jet sxusau. Kypc — 4 "epn;

e Musapouart, tabia., 0,25 (mosa mo Bo3pacry);
1-2 pasa B mmepByIo moJa0BUHY AHA. Kypc — 4 Hexn;

e Buramuu E! (1o3a mo Bospacty) Ha HOub. Kypc
— 4 mep.

Cxema 3. YTpo, oben: Crpykrym?, Kamc., 0,5; 2
pasa B JeHb BO BpeMs ennl. Kypc — 4 Mec; Ha HOUb:
Kanpnuii-gopre, Tada., 0,5 (mosa mo Bospacty).
Kypc — 1-2 mec.

Cxema 4. Io expr: Iposuut 0,5, kame.; 1-2 pasa
B IeHb (mo3a 1mo Boadpacty). Kypc — 2 mec.

ITocne enwp1: Marue Bg dopre, 1 Tabx., 2—4 pasa
B IeHb (mo3a 1mo Bosdpacty). Kypc — 1 mec.

IIpenapars! ;xese3a — 1—2 pasa B geHb. [[o3a mo
Bospacty. Kypc — 2 mec.

Hanee: Ilpenykrané 0,02 B Tabma.— 1 Taba. 3
pasa B meHb (mo3a mo Bodpacty). Kypc — 2 mec.

5.2. Oco0eHHOCTH Tepamuu HACJeICTBEHHBIX
HapyIIeHU! COeTNHUTEIbHON TKAHI

5.2.1. Cuagpom Mapdana

IToxasana oboraiernHas 6eIKOM, BUTAMUHAMU,
MaKpoO- 1 MUKPOdJIEMeHTaMu nuina. Jleram ¢ upes-
MEPHO BBLICOKMM POCTOM YK€ C PAHHEro Bo3pacTra u
Ha BeCh IE€PHUOJ] POCTA HASHAYAIOT ITPOAYKTHI ITHUTA-
HusA (OJIMBKOBOE, THIKBEHHOE, COEBOE, XJIOIIKOBOE
MAacJo0, CeMeHa IIOICOJHeYHNKA, CAJIO U AP.), CoIep-
JKallue IOJMHEHACHIIIIEHHbIE MXUPHBIE KHUCJIOTHI
(cm. paszmer 5.1).

ITokasauer JI®K, maccask, UHIUBUILYAJIbHO
momoOpanHasi JBUraTe/JbHAS AKTUBHOCThb, 0aJib-
HeoTepanusd, 3aKajmBaHue (cMm. paszmen 5.1.1.).
IIpoTHBOIIOKABAHbBI TsMKeJble (DU3UUECKUe U IICHU-
XUUYECKUe HArPY3KU, 3aHATHUI CIIOPTOM.

ITpu gunaramuu aoptel AetaMm ¢ CM peKoMeH-
nyior guHamMmunueckoe DX OKTI-umaboneHne ¢ MHTEP-
Basiom 1 pas B 6—12 mecslleB ¢ yu4eTOM AuaMeTpa
KOPHSA aopPThI M IPHU HAJWUYNE IMOKA3aHUN — Ha3HA-
yeHue [-agpeHo00KaTOpoB® wmam sosapramat.
IIpodpunakTuueckoe geicTBIE JaHHOMN I'PYIIIILI IIPe-
IIapaToB JOKAa3aHO Y B3POCJIbIX ¥ HamboJIee BrIpasKe-
HO IIPU AUaMeTpe aopThI 4 cM.

daxTopaMu pPHUCKa PACCIOEHUS aOPTHI SBJIS-
IOTCsA: yBeJIMYEHWEe IuaMeTpa aopThl Ha YPOBHE
cuHycoB BayibcabBhI 5 ¢cM, HapacTaHue JUIATAIIN
aopTeI 0oJiee UueM Ha 2 MM B I'OJi, HAJIMUUE PACCJIOe-
HUSA aopThl V OJMBKUX POACTBEHHUKOB 0OJILHOTO.
Xupypruueckoe JieueHre aHeBPU3MBI aOpTHI (IIPO-
Te3NPOBaHUE M3MEHEHHOI'0 y4YacTKa) y HaIlMeHTOB
¢ CM moxxeT OBITh PEKOMEHIOBAHO IIPH pasMepe
aopTteI 6oJiee 50 mm. IIpu pasmepax aopTsl oT 46 10
50 MM omepaTHBHOE BMEIIaTeJIbCTBO PEKOMEHIYyeT-
cs B cIydae TSKeJIOH aopTaJbHON NI MUTPAJTBLHOKI
HEJOCTATOUYHOCTH, HAPACTAHMU PA3MEPOB AaOPTHI



TlepnaTpusi/2014/Tom 93/Ne 5 (Ilpuroxenue 1)

6osee 2 MM B roj, IJIaHUPyeMOil OepeMeHHOCTH
VIV HAJWUYUY OTATOIIEHHOTO IO PACCIOEHUIO A0PTHI
ceMefHOTO aHaMHe3sa.

Xupypruueckue BMeIlIaTeJbCTBA Ha aopTe
y maInueHTOB C cuHApoMamu Mapdana, diepca—
Hanjo, Jlynca—duriia, AByCTBOPUATOM a0PTaIbHOM
KJIamlaHe cJIeyeT IJIAaHUPOBATHL YKe IIPU pasMepax
aopTel 40—50 MM 1M eciu UHIEKCE IO KOPHS
aoptel (wr2/poct — B cm2/m) upessimaer 10. usa
namueHToB ¢ cuHApoMmoM Jlymuca—I[urma xupypru-
yecKas KOPPEeKIIUA a0OPThI MOKET ObITh PEKOMEHI0-
BaHa B cJydae MOATBEP:KIEHHONW MyTaIlluu B TeHax
TGFBRI u TGFBR2 y:e mpu pasMepax aopThI
42 mm mo IXOKT (BHYTpeHHAS TpaHUIA) UIN
44-46 v o KT unu MPT (xsnacc joxasaTeiabCcTB
2a, ypoBeHb nokasareabHocTu C).

IlogBRIBUX XpycCTaJMKa, OCJIOKHEHHBIA BTO-
PUYHOM IIayKOMOM, JereHepaliua CeTIaTKU C YIPo-
3011 ee OTCIONKK — abCOJIOTHOE IIOKasaHue IJIs
OIePaTUBHOTO JieueHUA (yAAJIeHUA XPyCTaauKa) y
6osbHBIX CM.

5.2.2. Cuagpom daepca—JlaHiao

Tepanus 3aBUCUT OT KOHKPETHBIX ITPOSIBICHUMN
IaToJIOTUM, HMeloIleiica y mammeHTa. IlokasaHbI
oborairieHHas OeJIKOM, BHUTaMUHAMHP, MAaKpO- U
MUKposJeMeHTaMu nuina (cM. paszen 5.1), Kypcsl
Maccaka, (pusumorepanuu u JieYeOHON (PUBKYJILTY-
peI (cMm. pasgen 5.1.1), samura KOKHU OT TPaBM U
BO3/IEMCTBUA NMPAMBIX COJIHEUHBIX JIyuell, mpodu-
JaKTUKa MHQUIINPOBAHUS PaH.

C 11es1b10 pasMATYECHUA KeJTOUTHBIX PYOITOB IIPO-
BomaT (ouodopes 0,2% pacTBOpa IUIPOKOPTU30-
Ha, aumgassl (0,1 1 — 64 AE ma 30 M ameraTHOTO
6ydepHOTO pacTBOpa usu Ha 30 MJI AUCTUILINPOBAH-
HOII BOZBI, ToAKUcIeHHON 10 pH=5,0-5,2); hubpu-
noauswmHa (20 000 EIl — comep:kuMoe ogHOTO (hiia-
KOHAa, pa3BogAaT B 200 MJI AUCTHUIJINPOBAHHOI BOIbI,
noakucygenHoi 1o pH 5,0-5,2) u np.

MeaukaMeHTO3HOe JieUeHre TPU HAJUYUU TTOKa-
3aHUU OCYIIECTBJAIOT IyTEeM Ha3HAUEHU A BUTAMUH-
HBIX, MUHEPAJbHBIX KOMILJIEKCOB, IO TMOKA3aHUAM
— XOHAPOIPOTEKTOPOB, OCCEMH-TUAPOATATUTHBIX
U OMOHEePreTUUECKUX IIPernapaToB, KOTOPbIE ITPU-
HUMAaIOTCA COUETAHHBIMHU KypcaMu 2—3 pasa B I'of,
TMPOOIKUTEIBbHOCTRIO TT0 2—4 Mecsia (cM. pas-
men 5.1.3). IIporpeccupytomiuii 60J€BOM CUHIPOM
y nanueHToB ¢ C3]] co ckommosom III-IV cremenwu,
BBIpasKeHHadA AedopMaIusa IPYIHON KIETKU, TAMKe-
Jas CTemeHb IIJIOCKOCTOINA CAY:KAT MOKasaHueM K
TIPOBEIEHUIO OMEPATUBHOTO JIEUeHUA, KOTOPOe CJie-
IyeT OCYIIEeCTBJATH B COCTOAHUU OTHOCUTEIHHOMN
pemuccuu merabosusma CT.

5.2.3. HecoBepuieHHBIH OCTeOTeHe3

IToxazan magamuii oopas »KU3HM, JueTa, 000-
ramieHHas 0eJKoM, KaJabliueM, (ochopom, MarHm-
eM 1 MUKPo3JeMeHTaMu (cM. paszgern 5.1). AKTUBHO
MPUMEHAITCA MagAuii maccax, JI®K, 6ampHeo-
JeueHue, mcuxorepanus. [JIA YCKOPEHUS 3aKUB-
JIEHU S TI€PEJIOMOB IIPOBOAAT dJieKTpodopes 5% pac-
TBOpa KaJbIus xJjopuzpa, 4% pacTBopa MarHus
cyiabdara, 2% pacrBopa menu cyabpara, 2% pac-

TBOpPa IMUHKA cyJabdara mo 4-3JeKTPOJHON METOIM-
Ke Ha BOPOTHUKOBYIO 30HY MJIU MECTHO.

ITo moKa3aHUAM HCIIOJb3YETCA CUMITOMATHAYE-
ckasa (cMm. pasgen 5.1.1) u maToreHeTUUYEeCKAA MEU-
KaMeHTO3HasA C YYeTOM BBISIBJICHHBIX MeTaboJmue-
ckux HapymeHuil (cm. paszmen 5.1.3). IToxasawmsl
6udochoHaThl (PTUAPOHAT, IMIAMUJAPOHAT, AaJIeH-
IpoHAT, HePUAPOHAT), ObJamaioNnie BBHIPAYKEHHOMN
AHTUPE30POTUBHON aKTUBHOCTHIO. BHYTpPUBEHHOE
BBegeHne namuaponara (0,5—1 Mr/Kr) wim npuem
aJleHIpoHAaTa YJAYYIIalOT KaueCcTBO KU3HU 00Jb-
HBIX JeTeil, TOPMO3AT Pe30pOIIi0 KOCTHOM TKAaHU,
CHUJ)KAA PUCK PAa3BUTUS MEPEJOMOB U yMeEHbIIad
MHTEHCUBHOCTL 00JIeBOTO cuHApoMAa. [[auTenbHO,
C YyU4eTOM KJWHUKO-OMOXUMUYECKUX ITOKa3aTeJsel,
HasHayaioT 3TuapoHaT (10 MT/Kr B CYyTKU BHYTPU-
BeHHO 3—7 nmmHeii B mMecdall uiau BHyTPb 20 MIr/Kr
Kypcamu 1o 30 mgueit). IIpu HecoBepIIEHHOM OCTEO-
rerdese III Tuma mokasaHO paHHee HadaJO Jede-
HUA (co 2-TO MecAlla *KU3HMW) HepuapoHaTa, KOTO-
PBIF OKAa3bIBAET IOJIOMKUTEJIbHOE BIUAHUE HA POCT
pebeHKa U CHUKAeT YacTOTy IIePEeIOMOB.

IIpu KOCTHBIX medopMaliuaX TPOBOIAT KYPCHI
KOHCEPBATUBHOHN Tepammnu, IIOJATOTABJIWBAS IaIu-
€HTOB K IIPEJICTOSAINNM OIEePATUBHBIM OPTOMIEIUYUE-
CKUM MeTOoJAaM JieueHUsA, KOTOPhIe caeayeT IPOBO-
IUTHh HA (DOHEe OTHOCUTEJBHOUN CTA0UIM3aI[NU TOKAa-
3aTeseii mMeraboamsMa KoJareHa. PaspaboTambl
Hay4YHbIE OCHOBBLI U HAYATHI KIMHUUECKHNE UCIbITA-
HUS IO TeHHOU Tepanuy TaHHOTO 3a00/IeBaHUA.

5.2.4. CuHIPOM IrMIIePMOOMIBHOCTH CyCTaBOB

Tepanua TpeuMyIlleCTBEHHO 06asupyeTcsa Ha
KMHEe30Tepanuu ¢ WHANBUIYAJIU3UPOBAHHBIM IIOJ-
60poM yHpaKHEHWI, BBITOJHAEMBIX B JOMAIITHUX
YCJIOBUAX, HATIPABJIEHHBIX HA YKPEIJIEHNEe MbIIIIeY-
HOTO KOpceTa B IIeJIOM M MBIIIIEUHOTO amIlapara,
OKpYy:KaroIero mpodaeMubie cyctaBsl [68]. CienyeT
WCIOJIb30BATh COUETAHNE NWHAMUYECKUX U CTATH-
yeckux ynpaskHeHuii (cm. IIpunoskenusa 7), BuIpa-
60TaTh IPABUJIbHBIN CTEPEOTU IBUIKEHUH.

ITo moKa3aHUAM HUCIOJB3YIOT OPTOIEANIECKYIO
00yBb, CYIIMHATOPHI, OPTE3bI, KOPCETHI, OMHTOBAHUE
BJIACTUYHBIM OMHTOM THUIEPMOOMJIBHBIX CYCTaBOB.
He moxasambl mpodeccroHaNbHBIE 3aHATUS CIIOP-
TOM, 0aJIeTOM, TAHIIAMU 1 MY3BLIKOT, 0cCOOeHHO (hop-
TenmuaHo (AJUTESbHOE CTAaTHUeCKoe HaIpAKeHUe)
[8, 9, 53, 66].

Hanuuwme BBIpaKeHHOTO 060JIEBOTO CHUHIpPOMA
TpebyeT IMPOBeIeHUs KYpPCOBOTO (DM3UOTEPAIIEBTH-
yecKoro jJeueHus (cMm. paszaesa 5.1.1) u HasHaUueHUA
HIIBII (c™. pasgmern 5.1.2).

5.2.5. IIpoaarnc MUTPAILHOTO KJIallaHA

ITanimentsr ¢ IIMK wu :xamobamu, 00yCJIOB-
J€HHBIMU TOBBIIIIEHWEM TOHYCA WJIU PEaKTUBHO-
CTH CHUMHOATUYECKOW HEpPBHOUW cHcTeMBbI (cepaiie-
OueHme, Kapawmajruu, OXNBIIIKA), TpeOyoT Tepa-
nuu [-agpeHob6iaokaropamu. OprocTaTUUecKyIo
CUMITOMATUKY (TTOCTypaabHaA TUIOTEH3USI U CePI-
mebueHne) MOKHO YMEHBIITUTD ITOBBIIIIEHUEM TTOTPE-
OJieHUA KUAKOCTU W COJIA, HOIITeHHEeM KOMIIPECCH-
OHHOTO 0eJibs, a B TAKEJBIX CJyYadAx — IIPUEeMOM
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MUHEPAJTOKOPTUKOUA0B. Hapylienuss purMa MOTYT
OBITH CJenCTBUEM AedUINTAa MATrHUA U CIAYIKUTHh
OCHOBAHUEM [IJIs HA3HAUEHUA OPTaHUYECKUX COJIeH
MarHusa (MarHus IUTParT, JaKTar, MU0JIaT) B coue-
TaHUU C MAarLe3no(@UKCATOPOM ITUPUTOKCUHOM.
JokazaHo, 4ToO OpraHUYecKue COJIU MarHUA B COCTa-
Be mpemnapara Marue Bg, ycBauBarorces srydire Heop-
TaHWUYECKUX COJIei, a Gyarogapsa HaIUUUI0 BUTAMU-
Ha Bg (mupugoxkcuHa) B cocTaBe Ipemapara MarHui
IOJIBIIIE VEPKUBAETCA B KJIETKAX.

ITamumenTram ¢ IIMK ¢ TpaH3UTOPHBIMY UITEMU-
YeCKUMU aTakaMu Ha (h)OHe CHHYCOBOTO pUTMA U 6e3
TPOMOOB B JIEBOM IIPEACEPAVM NOKas3aHa Tepamusd
aIleTIWICAIUIMIIOBON KucjaoToi (75—325 mr/cyr),
mepes HasHaueHUEeM KOTOPOH Heo6X0auMO YOeTUTh-
Cs1 B OTCYTCTBUU OKCAJATYPUU U YTOUHUTDH TAHHBIE
CeMeHOTO aHaMHe3a II0 IOBOAY MOUYEKaMeHHOM
6onesuu. IlpumemMoM aleTUJICATUIIUIOBON KUCJIO-
ThI MOJYKHO OrpaHuYnThcA y mnarueHToB ¢ IIMK,
TepeHecIInX UHCYJIbT, HO He UMEIOINX IPU3HAKOB
MUTPAJBHON perypruranuu, QUuOPMIIAIUAN TPe-

cepauii, TPOMOOB B JIEBOM IIPEACEPANY MU YTOJIIIE-
HuA (5 MM 1 60Jiee) CTBOPOK MUTPAJIBLHOTO KJIallaHa.
IIpu HaMMUMM yKa3aHHBIX OCJIOKHEHUN WU Head-
(hbeKTUBHOCTU alleTMJICATUIINIOBOM KUCJIOTHI ITOKA-
3aH npueM BaphapuHa c rnesessim MHO 2,0-3,0.

C mesnpio Opo@UIAKTUKU WHOHEKIITMOHHOTO
SHAOKAPAUTA IPU BCEX MAHUMIYJIAIUAX, COITPOBOK-
maromuxcsa OaKTepuemmueii, manuentam c¢ IIME,
B OCOOEHHOCTHY TIPU HAJUUYUN MUTPAJIbHON peryp-
TUTAIIUU, YTOJINEHUN CTBOPOK, YAJUHEHUUW XOPI,
IUJIATAIlUN JIEBOTO KEJTYyJOUKa WJIN IpPeacepaus
Ha3HAYAIOT AaHTUOMOTUKHU.

XupypruuecKkoe JeueHUe TOKa3aHO IPU TAMKe-
JIOW MUTPaJIbHON HEJOCTATOYHOCTH, COITPOBOK A0~
miericsa KJIMHUYECKONM CHUMIITOMATHUKOM WMJIN IUJIa-
Tanueil, a TakiKe CUCTOJHNUYeCKOU auchyHKIue
JIEBOTO JKeJIyIOouKa. B OOJBINIMHCTBE CIydYaeB IPU
IIMK »sddexTrBHA PEKOHCTPYKTUBHAA OIepanud
(B 0cOOEHHOCTH MPU MOPaKeHUU 3aJHEN CTBOPKHU) C
JYUYIIIUM TOJITOBPEMEHHBLIM ITPOTHO30M IIO0 CpaBHe-
HUIO C IPOTE3NUPOBAHUEM MUTPAJIBHOTO KJalaHa.

6. AICTIAHCEPU3ALIVIS AETEN 11 IIOAPOCTKOB
C HACAFACTBEHHBIMU HAPYIIEHUSMU
COEAVHUTEABHOI TKAHU

XapakTep AUCIAHCEPHOTO HAOJIIONEHNS U IPOBO-
IUMBIX KINHUKO-UHCTPYMEHTAJIBHBIX 00CJIeIOBAHMI
nanuenToB ¢ HHCT u [ICT onpenendeTcsa TAMXKECTHIO
TeueHUs 3a0oseBanns. Ha MOMMKINHIYECKOM dTale
peaduInTAINY OCYIIeCTBIISETCS OLeHKA (DU3UUECKO-
ro pasBUTHSA pebeHKa, YPOBHSA apTepUAIbHOTO JaB-
JIEHUS, COCTOSAHUSA TeMOTPaMMbl M aHAJIM30B MOYM.
Ananusupyercss COCTOSIHME W CAMOUYYBCTBHME MIAIM-
€HTa, ABUTaTEeJbHBLIN PEKUM, AUeTa, aJeKBATHOCTH
JI®K u cropTHUBHBIX HarpysokK, Ipo)opHUeHTaInsd
moapocTKoB. OcoObIil aKIeHT aejlaeTcs Ha OIleH-
Ky COCTOSAHUS OIIOPHO-ABUTATEJIbHOTO aIlmapara,
CepIeuYHO-COCYAUCTON CHUCTEeMbI, OPraHOB 3PEeHud,
3y00-UeJIIOCTHOM 00JIaCTH, OCOOEHHOCTH TeUeHUs
3aboyieBaHUIl Ha (DOHE COITYTCTBYIOIIEN COeTUHU-
TeJbLHOTKAHHOI IaTojioruu. Ilpy Heo6XOoAMMOCTH
MIPOBOATCA KypcChbl (PUTOTEpPAINN, CUMIITOMATHAYE-
CKOI'0 HeMEINKAMEHTO3HOT0 JIeUeH! .

MunumMy™m OAMH pas B I'0J| MOKA3aHbl OCMOTPbI
OKYJINCTA, OpPTOIeaa, CTOMATOJOra, KapauoJiora,
a 0 MOKAa3aHUAM — APYIUX cienuaaucToB. Onmu
pas B roJ HEOOXOAMMO KOHTPOJHUPOBATH COCTOSHIIE
merabosusma CT, ypoBeHb obrmrero Burtamuua D,
00Iller0o M WMOHU3UPOBAHHOTO KAJBIUA, MAarHU,
docdopa, MUHKA, MEIN, CeJIeHA B CLIBOPOTKE KPOBMU.
IIpu cHM:KeHUU MUHEPAJIbHON IIJIOTHOCTU KOCTHOM
TKaHU OJUH pa3 B 2 rofia, a IPU OCTEOIIOPO3e — OJUH
pas B roj cienyeT MPOBOAUTH KOHTPOJIBHOE JEeHCH-
TOMeTPHUUYECKOe ncciaemsoBanme. IIpu mIocKocTOnInn
— OJUH pas B I'ofl OIITUUYECKYIO ITOLOMETPUIO, a IIPK
CKOJINO3€ — OITUYECKYIO TOImorpaduio I03BOHOUHM-
kKa. He pexxe, ueM oAuH pa3 B I'oji peKOMeHIyeTCs
BeIOJTHATE KT 1 Y3U cepana, ynensas ocoboe BHU-
MaHIe COCTOSHUIO KOPHS aOpThI, CTEIIEHH IIPOoJIabu-

POBaHUA U MUKCEMATO3HOI'O M3MEHEeHUs KJIallaHOB
cepana. etu c [ICT TpebyIoT peryasaspHOTo JieUeHU A
B CIIEIIUATUBUPOBAHHBIX CAHATOPUAX IJIA OOJTBHBIX
C IaToJIoTHell OMOPHO-ABUTATEJbHOTO AaIlmapara,
a [0 TOKAa3aHUAM UM CEpPAeUYHO-COCYIUCTOMN cucTe-
MbI. [IaIMeHTsI ¢ TAKEJBIM TeueHneM 3a00JieBaHu A
HYKJAIOTCA B TOKU3HEHHOM MeIUIIMHCKOM HabIt0-
IEeHUU, IOCTOSTHHOM IIPOBEJIeHNY HeMeINKaMeHTO3-
HO¥ Tepamuu, a IPU BHIABICHUU OHMOXUMUUYECKUX
HapyIIeHui — B CUCTeMaTUUEeCKUX Kypcax 3aMeCcTu-
TeJIbHOU MeTaboJIMUEeCcKOi TepaIuin.

BakuuHayus TPOBOAUTCA IO OOIIEH cXeme.
WckiroueHreM ABJIAIOTCSA MAIUEeHThI C OCJI0KHEHHBIM
TeUeHUeM IPEeABLIAYIITNX IPUBUBOK, KOTOPBIX BaKIIU-
HUPYIOT 110 UHIUBUAYATILHOMY I'PauKy, IamAIAM
METOIOM C IIPeJBapUTEIHLHOI ITOATOTOBKOIA.

Boennas cayacoa. Ilonoxxkenue o Boerno-Bpaued-
HOI dKcmepTuse, yTBep:kAeHHoe IlocTaHOBIEHHEM
IIpaButennctBa P® «06 yrBepsxaenuu ITomoxkenus
o Boeuno-spauebHOIl sKcmepTuse» Ne 565 oT
4 uiona 2013 r. comep:KUT KAaTEeroOpUMu T'OJHOCTHU K
BOEHHOII cIy:K0e B 3aBUCUMOCTU OT XapakTepa u
TAMKECTH 3a00JIeBaHNUA, HO He UMeeT OTIeJIbHOMH cTa-
TbU, nocBsamienHoi [[CT.

ITpuseiBarku ¢ HHCT moryT ObITH IIPHU3HAHBI
HErogHbBIMU IO HACJEeACTBEHHOMY COMATHYECKOMY
3abosieBanuio. IlpussiBHuKY ¢ mposaBiaenuavu [[CT
MOTYT ObITh MPU3HAHBI HETOAHBIMU UJIY OTPAHUYEHHO
TOOHBIMY K BOWHCKOM CJIy:K0e IIPU HAJIWMUYUU OPraH-
HBIX M3MEHEHWH, HallpuMep, CO CTOPOHBI CEepAedHO-
COCYIHMCTOM CUCTEeMbI (APUTMHUU, HEUPOIUPKYJIIA-
TOpHasA TUCHYHKIUA C TAKEJIbIMU IPOSBICHUAMHN),
OPraHOB 3peHus (MUOIUSA B BBICOKOM CTerreHu, 601es-
HU XPYCTaJNKa, COCYAMCTON 00O0JOYKHU, CeTUaATKH),
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OMOPHO-IBUTATEJIBLHOTO ammapara (CKOJIMO3, IIJIO-
CKOCTOIIHE, apTpo3, ocTeoriopod). IIpu ompemeneHun
TOAHOCTH OCHOBHYIO POJIb WTI'PAaeT He MUArHo3 Kak
TaKOBOI, a TSAMKECTb HapylleHusa (GPYHKIUU OopraHa
WU CUCTEMBI. B KauecTBe OCHOBHOTO JUArHO3a yKa-
3bpIBaeTcA 3a0oJieBaHMe, HapyIlIarolilee padOTy opra-
Ha (CUCTeMBbI) U OTpaHUYUBaIOINee QYHKITNOHAIBHYIO
CIIOCOOHOCTbD.

Meduxo-coyuaavnasa asxcnepmusa (MCI) y
narnuenToB ¢ HHCT u ICT mpoBoauTcA Ha OCHOBA-
HUU BBISBJIEHHBIX HPU KIWHUKO-UHCTPYMEHTAJb-
HOM ofOcyemoBaHuu HapyineHuii. OcHOBaHUEM IJIA
NpuU3HAHUS JHUIla B Bo3pacTe no 18 jer karero-
pum «pebeHOK-MHBAJIUI» SIBJIAETCS: 3HAUUTEJIHHOE
orpaHmuueHUe KU3HEIeATeJTbHOCTH, IPUBOIAINEE K
COIMANbHOM [Ae3amalTalluy BCJIEJCTBUE HapyIe-
HUSA Pas3BUTHUI, POCTA, CIOCOOHOCTEN K caMooOCIy-
JKUBAHUIO, TTePEeIBUIKEHNI0, OPUEHTAIINN, KOHTPO-
Js TIOBeNeHUs, OO0yueHHudA, OOIEeHUs U TPYAOBOM
IesTeIbHOCTH B OyAyIIeM.

B cBsasu ¢ tem, uto [ICT He mMeeT cTaTyca camo-
CTOATEIbHON HO30JIOTMUECKOU (DOPMBI, IPU HAIIpPaB-
geann Ha MCO B KauecTBe OCHOBHOI'O JUAarHO3a IieJie-
co00pas3HO yKasaTh BeAylllee 3a00JIeBaHNEe MU CHH-
JIPOM, TIOCJIY:KMBIINYU IPUYUHON yTPaThl TPYAOCIIO-
cobHOCTH (BapuKO3HAA 00JIe3Hb HMKHUX KOHEUHO-
creit, IIMK, Oyinesnasa smpusemMa, CKOJIMOTHYECCKAT
medopMmariusa MO3BOHOUYHMKA W Ap.). Heobxommmo
TMOAYEPKHYTh CUCTEMHBIN U MPOTPeINEeHTHBINA XapakK-
Tep MaTOJOTUM, TIEPEUNCIUB ee OCHOBHBIE IIPOABJIE-
HUA B rpade «COmyTCcTBYoIe 3a0oieBaaua» [9].

IIpogeccuonanvrhas opueHmauus u IKcnep-
musa npogeccuornanrvroii npuzodnocmu. IIporm-
BOTIOKA3aHbBI CIIEIAILHOCTY, TPEOYIONTIe BHAUNTE b~
HOT'O SMOITMOHAJHLHOTO 1 (hU3UUECKOTO HATIPSIKEeHU A,
IIATEJIHHOTO CTOSIHUSA W (DPUKCUPOBAHHOTO IIOJIOMKEe-
HuA TtyaoBuina. He mokasaubl mpodeccuu, CBA3AH-
HBbIE C OXJAKJEeHUEM U IeperpeBaHueM, paboToi Ha
BBICOTE, C TIOBBIIIIEHHON OIIACHOCTHIO TPaBMAaTU3Ma,
BO3JeHICTBUEM dJIEKTPO-MAarHMUTHBIX IIOJIE€H, TOKCH-
YeCKHUX BeII[eCTB, O0Iell 1 JIOKAJIbLHONM BHOpaIum, a
TaKJKe IepeHapaKeHneM 3peHnsI. IKCIIePTU3a Ipo-
(pecCOHATIBLHON IIPUTOJHOCTH IIOAPOCTKOB HOJIXKHA
MTPOXOAUTH B HECKOJIBKO 9TAIIOB, Ha KaXKIOM U3 KOTO-
PBIX Bpau pelliaeT 3aJauu B COOTBETCTBUU C BO3pac-
TOM IIOAPOCTKA, YPOBHEM €ro 00IIe00pasoBaTeILHOMN
TIOITOTOBKY U COCTOAHUEM 37J0POBbSI.

1-it sman TWPOBOAUTCA B JETCKOUM MOJUKJINHU-
Ke B paMKax MTPOPUIaKTUUYECKUX MEeIUIIMHCKUX
0CMOTPOB. B HacTosIIeE BpeMA MeIUITUHCKHE OCMO-
TPBI IMTKOJBHUKOB IIPOBOASATCA COTJIACHO IIPUKA-
3y MwuHucrepcTBa 3apaBooxpaHeHmuda Poccuiickoit
Degepamun Ne 1346 ot 21 gexabps 2012 r.
«O mopAmKe TPOXOKIEHUA HECOBEPIIEeHHOJIET-
HUMU MEIUITMHCKUX OCMOTPOB, B TOM UHCJe IIPU
TMOCTYIIJIEHUN B 00pa3oBaTeJbHbBIE YUPEIKISHUA U B
nmepuon obyueHus: B HuX». O1ieHnBaeTcsa COCTOSAHUE
3IOPOBbSA, HAJTUUYNE BO3PACTHBIX (PYHKIITMOHATIbHBIX
OTKJIOHEHUH, KJINHNYECKUH CKPUHUHT HA COETHU-
TeJILHOTKAHHYIO ITaTOJIOTHUIO.

Ha 2-m amane (merckasa mOJIUKJINHUKA) TPOBO-

IUTCA dKcHepTusa NpodecCuOHATBHON TPUTOIHO-
CTU B paMKaX MPeABapPUTEILHOTO 1 IEPUOAUIECKUX
MeIUIIMHCKUX OcMOTpPOoB. OIleHUWBAETCA TAKECTh
TeueHUA B3a0oJieBaHUA, HCCIEAYIOTCSI (GYHKIIUU
3PUTEJBHOTO W CJIYXOBOTO aHAJIM3aTOPOB, OMOPHO-
IBUTATEJbHOTO allllapaTa, CepAeYHO-COCYAUCTON U
IObIXaTeJbHOU CHUCTEMBI, aIallTAIlMOHHBLIA IIOTEH-
IMuajJ OPraHoB, HauboJIee YA3BUMBIX IPU JeHCTBUU
TOT'O WJIU WHOTO IpOodeCcCHOHATIBLHOTO (DaKTOpA.

3-ii sman TPegyCMOTPEH B CJIOKHBIX CIydadIx
AKCIePTU3bI TPOGECCUOHATBHON TPUTOTHOCTH O~
poctkoB ¢ TsakeablM TeuenueM HHCT u [ICT ¢ npu-
BJIeUeHNEM KOHCyJabTaHTa mo 3aboseBanuam CT u
Bpaua-mmpogIiaroJora.

Ilcuxomepanus. OcHOBHasA IeJb — BBIPAOOT-
Ka CHCTeMBbI aJ]eKBATHBIX YCTAHOBOK M 3aKperLie-
HUe HOBOII JIMHWUUW TOBEJEHUSA B CeMbe TaIlueHTa,
YTO TIOMOJKEeT obecrreuuThb 3(h(PEeKTUBHOCTD JIEUSHUA
pebenka. BaxXkHO pasbACHUTH MOAPOCTKY (M 00s3a-
TeJILHO €r0 POAUTENAM) XapaKTep HMEeIONIUXCA Yy
HEro KJIWHUYECKUX CHUMIITOMOB, OOYUYHUTH METOAaM
ayToreHHOU TpeHUpPoBKU. 1I0 MOKaszaHMAM oCyIIecT-
BJIAIOTCS TICUXOJIOTUYECKAA IMOAIEPIKKA, IICUXOJIOTH-
YyecKoe KOHCYJbTHUPOBaHUE, MICUXOJOTUUYECKasd aua-
THOCTUKA, TICUXOJIOTUYECKUII TPEHWHT, IICUXOJOTH-
yecKas KOPPEKIUs, IMPOBONATCS WHAWBUIAYATIbHBIE
J00 T'PYIIIOBELIE METOIbI IICUXO0JOTHUECKO PAOOTHI.

Kpumepusamu asppexkmusnocmu oucnaHce-
pusdayuu ciegyer CUUTATh yJYUIIeHUWe OOIIero
cocToAHUA pebeHKa (IMOBBINIIEHWE TOJIEPAHTHOCTU
K (pusumuecKoii Harpys3Ke, YMEeHbIIIeHNe YaCTOThI U
WHTEHCUBHOCTH 0O0OJIEBOTO CUHAPOMA, YBEJIUUYEeHUE
MBIIIIEYHOU CHUJBI U TOHYCA, HOPMAJU3AIUSI dMO-
IIUOHAJBHOTO COCTOAHU). BIarompuATHBIM IIPU-
3HAaKOM ABJA0OTCA HapacTtanue MT, npexkpartienue
IpoTrpeccUpPoOBaHUs CKOJIMO3a, Kudosa, 3aMemiie-
HUe TeMIIOB Ype3MepPHOTO POCTa, YMEeHBIIIeHNEe CTe-
nmeHu nedopManuu rpyaHON KJIETKU, ITPeKpalieHue
WJIY YMEHbIIIeHNEe YaCTOThl CIIOHTAHHBIX BLIBUXOB
B CyCcTaBaX, yMEHbBIIeHNE CTeIeH MUOTINH, TeMOP-
paruyeckKoro CUHAPOMAa, PEIUANBOB CIIOHTAHHOTO
MMHEeBMOTOpPaKCa, YJAYUIIIeHUe COCTOSHUSA ITOJOCTHU
pTa, CTOMKAas peMHCCHA XPOHWUYECKUX 3aboseBa-
HUil, accomuupoBaHubIX ¢ nmatosorueit CT.

OO0BEeKTUBHBIM IOATBEeP KAeHUEeM 3(hGhEeKTUBHO-
CTU JUCIIAHCEePUBAIINU ABJIAIOTCSI PEe3yJabTaThl Ja00-
PaTOPHBLIX ¥ WHCTPYMEHTAJIBLHBIX METOMIOB MCCJIEN0-
BaHUA. BaskHO 100UTHCA CTA0MIN3AIINY IIOKa3aTe el
metaboausma CT, MuHepaabHOro 00OMeEHAa, MUKPO-
9JIEMEHTOB B CBIBOPOTKE KPOBHU, a TaKiKe YJIydlle-
HUA MHCTPYMEHTAJbHBIX ITapaMeTpPoB (YMeHbIIIeHe
CTeTleH! TTPOoJabupPOBAaHMU KJIATIaHOB CEPAIla, OTCYT-
CTBUE TIPOTPECCUPOBAHUA AUaMeTpa KOPHA aOPTHI,
yBeJIUYeHNEe COKPATUTEIHLHON CIIOCOOHOCTH MUOKAap-
la, perpeccupoBaHNe IPU3HAKOB OCTEOIIOpO3a II0
JTaHHBIM JTEeHCUTOMETPUM, YJIYUIIeHNe COCTOSTHUA
WHTpA- ¥ SKCTPaKPaHUAJIBHOTO KPOBOTOKA IO JAaH-
veIM Y3MT' u gp.). IIpu BegeHNMM Takux marueHTOB
HeoO0XOoAMMO COOJIIONATE OIIpeAesieHHbIe TPeOOBaAHMIS
K PeKUMY TPyJa, OTALIXa WM PeaduIuTaIluM, U3JI0-
skeHHBIe B ri1ase 6. JJCT — amo o6pa3 scu3nu.
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7. BAKAIOYEHUE

Huarnoctuka u jgeuenue HHCT — ogmu wus
caMbIX CJIOKHBIX DPasesioB MeAWIIMHCKON HayKu
U IeIUaTPUU B YACTHOCTH. Biaromapss Hay4HO-
TeXHUYECKOH PEeBOJIIOIIUY B 'eHETUKE AJIsT MHOTUX
MoHOTeHHBIX 3ab6osieBanuii CT ¢ veTkuM (peHOTHUIIOM
W YCTAHOBJIEHHBIM THUIIOM HAacCJeJJOBAaHUS UAEHTU-
GUIUPOBAHBI COTHH MYTalluili U IIPEII0KEeHBI
HOBBIE II€PCIEKTHBHBIE METOABI MOJIEKYJISPHOM
muargocTuku. OgHaxo OOJBIIMHCTBO M3 HUX B
Poccuu moka HemocTynHo. ITosToMy ocoboe mpakTu-
YyecKoe 3HaUeHUe MMEIOT IpeACTaBJIeHHBbIE B PEKO-
MEeHIAIUAX MeJuaTPUUecKre acleKThl BbIABICHUS
pana HHCT, umerommux corJiacOBaHHBIE MEKIY-
HapOAHble KPUTEPUU AUATHOCTUKHU. ITO IOMOIKET
CcOo3aTh OJHOTUITHBIE TPYINbI OOJLHBIX HeTel MJis
BepudUKaINY AUATHO3a B OyIyIIEeM.

s morMcKa reHOB-KaHAUAATOB, OTBEYAIOIITUX
3a opmupoBanue [[CT 6e3 4ueTKO OUepPUEHHON KJIM-
HUYECKOU KapTUHBI M TUIIA HACJEIOBaHUsI, Hanbo-
Jiee aleKBaTHBIM IIPEICTABJISIETCS METOJ IIOJHOTe-
HOMHOT'0 CKAHUPOBAHUSA OJHOHYKJIEOTUIHBIX TTOJIU-
mopdubIX 3aMeH (SNPs). OmHaKO CJI0KHOCTH €ro
WCIOJb30BAHUSA B3aKJIOUAETCS B OTCYTCTBUU UYeT-
KUX KPUTEPUEB TUATHOCTUKU IIPU OTOOPE OOJIBIITNX
TPy OOJBHBIX C OJHOTHUIHON KJIMHUYECKOUW Kap-
TuHOM. IlpensosKeHHbIe aJTOPUTMBI AMATHOCTUKU

HCT u ee (GheHOTHUIIOB Y AeTeil MOTYT MOMOYb peIre-
HUIO 5TOM UPEe3BBIUAMHO CJIOMKHOI 3agaun. Brosxe
JIOTUYHO TPEeAToNoKuTh, uTo K I[CT cerogus MbI
OTHOCUM HE€ TOJILKO PEeJIKO BCTPeYamIlnuecd MOHO-
reHHbIe 3a00JI€BaHUSA CO CMEITaHHBIM (DEHOTHUIIOM,
HO U IeJIBIHN PSS TeHEeTUYeCKY HEOTJHOPOIHBIX MOHO-
TeHHBIX (POPM, OOYCJIOBIEHHBIX «MATKUMU» MyTa-
MUAMU, KOTOPhbIe HUIAYT IIOJ MAaCKO! MOJIUTEeHHO-
MYyJbTH(GAKTOPUATBHON MATOJOTUH.

Bpau-neguaTp gosikeH yMeTb IUATHOCTUPOBATDH
kigaccuunupyemble monorennbie HHCT, ICT u
IUcILIacTUYecKre (heHOTHNbI, 3HATH ITOKA3aHUA
IO MeIUKO-TeHETHUUYECKOTO0 KOHCYJbTHUPOBAHUA,
YMETh OIPEeNeSINTh TAKTUKY BeJIeHUs U ILJIaH Jeye-
HUS, HAITPABJIEHHOTO Ha KOPPEKIIUI0 BBHIABIEHHBIX
HapyIIeHNH, yJIydIlleHre KadyecTBa JKUSHU W IIPO-
GUIaKTUKY Pa3BUTUA BO3MOYKHBIX OCJOMKHEHUHN Yy
pebenka.

HanpHeililllee HAKOIJIEHWE 3HAHUU B 006JacTu
nuarsoctTuku pasauuabeix HHCT, ICT u ee henoTu-
1IOB, IPOBeJEHNE MHOTOIEHTPOBBLIX DPAHIOMUBUPO-
BaHHBIX WCCJENOBAHUI, HAIPABJIEHHBIX HA TOUCK
9((PeKTUBHBIX METO/IOB JIeUeHUd 1 IPOPUIIaKTUKH,
CTaHYT OCHOBAHUEM AJA JaJIbHEHNIIero yriayoJieHnsa
HAIIUX 3HAHUN B 9TOI 00J1aCTH MEIUITUHEI I COBEP-
IIIeHCTBOBAHUA JAHHBIX PEKOMEHIAIIUN.
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ITPUANOKEHNSA

Ilpunoxcenue 1

MyapTHANMCIUILIMHAPHBIN MMOXXO0 MIPHU
MUATHOCTUKE HACJIEICTBEHHBIX HAPYIICHUI
COeTMHUTEIbHON TKAHU: epeYeHb He00XOTUMBbIX
CIIeIUATUCTOB

Ilpunoxcenue 2

IInas muanMaabHBIX (1-i 3Tam) ¥ BO3MOSKHBIX
(2-11 9Tam) HHCTPYMEHTAJIbHBIX METOA0B
o0caexoBaHNA

ITepBrblii 9Tal — CKPUHUHT

IlepBbrit 3TaN — CKPUHUHT

ITleguatp

Kapauosor

Opronern

OKyJucT

HegpoJuior

T'acTposuTeposor

Hedpoaor

OTOPUHOIAPUHTOJIOT

CromaroJjior

Bropoii 3Tanm — yToUHeHNEe TUATHO3a

¢ OKT, 9XOKT

e Y3U BHYTPEHHUX OPTaHOB

e Y3U meitnoro orxena no3ponounuka (II10IT)

e Peurrenorpagusa IIIOIT

e PerTresorpadusa Ipyrux OT/JeJI0B IO3BOHOUHUKA
(o moxasaHUAM)

e Heitpoconorpagusa (HCT)

e Y3/IT' cocymoB B 9KCTpa- M MHTPAKPAHUAIBHBIX
pexuMax

® DT (110 TOKa3aHUSIM)

e Perrrenorpadusa opraHoB IPyIHON KJIETKU

(o moxasaHUAM)

IleguaTp-KOOPAMHATOD

Bropoii sTan — yrouHeHNe TMarHO3a

T'emaTouior

ITyssmoHOIOT

DHIOKPUHOJIOT

NvmynOJIOT

Xupypr

JeTckuit aHapPOIOT

JleTckuii rTHHEKOJIOT

JepmaroJior

ITcuxomor

IIcuxorepaneBT

ITo mokasaHMsIM — reHeTuK

¢ Besospromerpusi, X0JIT€POBCKOE MOHUTOPUPOBAHYE,
cyTouHoe MoHUTOpUpoBaHue AJl, BapuabesbHOCTH
puTMa cepaua

e Crtupomerpusd, cimporpadus

e JlymiieKCHOe CKaHUPOBaHUE BeH (110 IIOKA3aHUAM )
o MPT mosBonouHMKA (10 TTOKA3aHUAM )

e Vckiiouenue nypanbHoi axkTasuu (MPT)

e VIcKiII0UeHNE IPOTPY3UU BEPTIIYKHOM BIIQJUHBI
(peuTrenorpadus)

e OCTeoIeHCUTOMETPU A TOSICHUYHOTO OTIesIa
TI03BOHOYHMKA U BCET'O CKeJIeTa

e [InanTorpamMmma

e MPT B pesxume anruorpaduu (1o IoKa3aHuIM)

e Y3 upeBHOTO OT/€JIa a0PTHI (110 ITIOKA3aHUAM)

e MPT nerkux (1o moKasaHUAM)

Ilpunosxcenue 3

IInas muaumaabHOTO (1-i 3Tam) 1 BO3MOKHOTO
(2-i1 aTam) 1a60paTOPHOTO 00CIETOBAHUA

IlepBrlii 9Tam — CKPHHUHT

e oxcunpoJiuH (OII)

® KJINHUYECKUN aHAIN3 KPOBU
® KJIMHNYECKUH aHaJIN3 MOUN
o KJINHNYECKAas OMOX MU

o rnukozoamuuoraukansl (FATY) cyT/Moun

Bropoii aTan — yrouHeHne JUArHO3a

1-ro Tuma, oburuit PINP)

(10 TOKa3aHUAM)

(o moxasaHuAM)

e Pacnap (OII cyr/mouu, nupuauakc-D cyT/
mouu, 3-Cross Laps TecT KpoBU U JIp.) ¥ CUHTE3
KoJutareHa 1-ro tumna (0CTeoKaJbIIUH, 00U
aMUHOTEPMUHATBHBIN IPOIIEIITH/] IPOKOJIareHa

¢ Ca, P, Mg, K, Ca++, o6muii Buramun D3(OH), IITT,
KT, TTT, T, T, ceiBopoTku kposu; Ca, P cyr/moun

o Kosumarenocnenuduuyeckre MUKPOIJIEMEHThI KPOBH /
tkaHei: Mn, Cu, S, Si, Zn, Se, B (BoJiocsI)

e ArperamuoHHas GyHKIIUA TPOMOOIIUTOB,

daxrop Buianredbpauga, GuOpUHOTEH, IPOTPOMOUH,
oJIMMOP(U3M I'eHOB (POJIATHOTI'O IIUKJIA U OIIpefiesIeHre
IPEePACIIOIOKEHHOCTH K TPOMOODUINHT

o OcHOBHBIE CYOTONYJIAINN UMMYHOKOMIIETEHTHBIX
KJIeTOK, IgA, IgM, IgG, IgE, IIUK, nokasarenu
daromurosa B peaknuu ¢ HCT (o mokasanusam)

o MoJIeKyIsIpHO-TeHeTUUEeCK e UCCIeJOBAHM S
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ITpunoscenue 4

IIEPEYEHDb PAJOA HACJEJICTBEHHBIX HAPYIIEHHU COEIUHUTEJbHON TKAHH
C MAP®AHOIIOJOBHBIM ®EHOTHUIIOM

1. Curgpom runepmodbuiabHOCTH cycTaBoB (JOINT LAXITY, FAMILIAL; OMIM: 147900)

2. CuuapoM HacJieCTBeHHOTO IIpoJianca mutpaabuoro kiaamnana (MITRAL VALVE PROLAPSE, FAMI-
LIAL; OMIM: 157700)

3. MASS-curgpom (MASS SYNDROME; OMIM: 604308)

4. Cuugpom Mapaeuna—Youaxkepa (MARDEN-WALKER SYNDROME; OMIM: 248700)

5. Cungpom xpynkoit poropuilsl (BRITTLE CORNEA SYNDROME 1; OMIM: 229200)

6. Cunnpowm Beitna—Mapuezanu, Tun 2 (WEILL-MARCHESANI SYNDROME 2; OMIM: 608328)

7. Cuagpom Ctukiepa, tun 1 (STICKLER SYNDROME, TYPE I; OMIM: 108300)

8. Cunapom CtukJjepa, Tun 1, HECUHAPOMAJIBLHBIN, IPEUMYIIIECTBEHHO C IJIA3HON CUMITOMATUKOMR
(STICKLER SYNDROME, TYPE I, NONSYNDROMIC OCULAR; OMIM: 609508)

9. Cungpom Cruriepa, Tun 2 (STICKLER SYNDROME, TYPE II; OMIM: 604841)

10. Cungpom Crukriepa, Tun 3 (STICKLER SYNDROME, TYPE III; OMIM: 184840)

11. HacnencTBeHHAsA KOHTPAKTypHAA apaxHomakTuausd, cuaapom buica (ARTHROGRYPOSIS, DIS-
TAL, TYPE 9; BEALS SYNDROME; OMIM: 121050)

12. IMTopurnena—-Toababepra KPaHUOCHHOCTO3, Map(aHOUIHBLIN CHUHIPOM C KPAHMOCHUHOCTO30M
(SHPRINTZEN-GOLDBERG CRANIOSYNOSTOSIS SYNDROME; MARFANOID CRANIOSYNOSTOSIS
SYNDROME; OMIM: 182212)

13. Cunzapom Cutis laxa HeonaranwsHbI, ¢ MaphanougasiM Genorunom (CUTIS LAXA, NEONATAL,
WITH MARFANOID PHENOTYPE; OMIM: 614100)

14. MHuo:xecTBeHHas sHAOKpuHHasg Heomnasusa, tun I1IB (MULTIPLE ENDOCRINE NEOPLASIA,
TYPE, I1IB; OMIM: 162300)

15. Bosesus Ilaiina (PYLE DISEASE; OMIM: 265900)

16. Mapdauounusiii (peHoTun ¢ Mukpoiedanueir u riaomepyironedpurom (MARFANOID HABITUS
WITH MICROCEPHALY AND GLOMERULONEPHRITIS; OMIM: 248760)

17. Mapdanougusiii pernorun c situs inversus (MARFANOID HABITUS WITH SITUS INVERSUS;
OMIM: 609008)

18. MapdamougHbIii cCHHAPOM ¢ yMcTBeHHO# oTcTamocTbio (MARFANOID MENTAL RETARDATION
SYNDROME; OMIM: 248770)

19. YMcTBeHHAA OTCTATIOCTD, CIeIJIEHHAA ¢ X-XPOMOCOMOIi, cuHApoMHas, Tul CHalinepa—PobuHcoHa
(MENTAL RETARDATION, X-LINKED, SYNDROMIC, SNYDER-ROBINSON TYPE; OMIM: 309583)

20. T'omoniucturypuda (HOMOCYSTINURIA; OMIM: 236200)

21. MerunmanonoBasa anunypusd ¢ romonuctunypueir (METHYLMALONIC ACIDURIA AND HOMO-
CYSTINURIA; OMIM: 277400)

22. Terpacomusa 15q26 (TETRASOMY 15q26; OMIM: 614846)

23. Cunapom Tpucomuu xpomocombl 8 (CHROMOSOME 8 TRYSOMY SYNDROME)

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

25. Cungpom aynnukanuu 17pl3.3 (CHROMOSOME 17p13.3 DUPLICATION SYNDROME; OMIM:
613215)

26. Cungpom del (3)q(29), cungpom del (5)p (15.33), cungpom Jlyitan—Ppunca (LUJAN-FRYNS
SYNDROME; OMIM: 309520)

27. CuuapoM 3aep:KKKU YMCTBEeHHOTO pasBuTus, X-ciemaenubiii (MENTAL RETARDATION, X-LIN-
KED, SYNDROMIC, RAYMOND TYPE; OMIM: 300799)

28. Cunapom Knaitadensrepa (KLINEFELTER SYNDROME)
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Ilpunoxcenue 5

HACJIEJICTBEHHBIE HAPYIIEHUSI COEJJUHUTEJIBHOU TKAHHU
C THIIEPMOBHUJIBHOCTBIO CYCTABOB

1. Curgpom Auepca—anno, ¢ nepuogontTurom (EHLERS-DANLOS SYNDROME, PERIODONTITIS
TYPE; OMIM: 130080), pauee COI YIII Tumna

2. Curgpom Aiepca—Hanio ¢ gucHyHKIIUEH TPOMOOIIUTOB n3-3a naTojoruu pubpornektuna (EHLERS—
DANLOS SYNDROME WITH PLATELET DYSFUNCTION FROM FIBRONECTIN ABNORMALITY;
OMIM: 225310), panee C3]] X Tumna

3. Cunapom 9mepca—aniso, MbimeuHo-KOHTpaKTypHBIN Tun (EHLERS-DANLOS SYNDROME,
MUSCULOCONTRACTURAL; OMIM: 601776)

4. Cungpom 9Anepca—Hanmno, Hecumenmupuueckuit Tun (EHLERS-DANLOS SYNDROME, UNSPE-
CIFIED TYPE; OMIM: 130090)

5. Cungpom 9Onaepca—Hanismo, tun Bucieii—Kosma (EHLERS-DANLOS SYNDROME, BEASLEY-
COHEN TYPE; OMIM: 608763)

6. Curgpom daepca—IlaHI0, ayTOCOMHO-PEIIECCUBHEBIN, KapauoBacKkyasapHasa Gopma (EHLERS-DAN-
LOS SYNDROME, AUTOSOMAL RECESSIVE, CARDIAC VALVULAR FORM; OMIM: 225320)

7. Cunapom daepca—[Hanno, nporepounubiii Tun 1 (EHLERS-DANLOS SYNDROME PROGEROID
TYPE 1; OMIM: 130070)

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

9. Cunapom sarermouroro pora (OCCIPITAL HORN SYNDROME; OMIM: 304150)

10. Cemeiinaa HectabuabHOCTE cycTaBoB (JOINT LAXITY, FAMILIAL; OMIM: 147900)

11. Mapdanouguoii runepmoduabuoctu cuuagapom (MARFANOID HYPERMOBILITY SYNDROME;
OMIM: 154750)

12. Iucnnasusa KjaanaHoB cepana, X-cremirenHasa (CARDIAC VALVULAR DYSPLASIA, X-LINKED;
OMIM: 314400)

13. Cungpowm Jlapcerna (LARSEN SYNDROME; OMIM: 150250)

14. MHOsKeCTBeHHBIE BLIBUXH CYCTABOB, HAHN3M, YePEIHO-JINIEeBble JUCMOP(MUN 1 BPOKIeHHLIE IIOPO-
KU cepama, cuaapom Jlapcena, ayrocomuo-perneccuBHbiii (MULTIPLE JOINT DISLOCATIONS, SHORT
STATURE, CRANIOFACIAL DYSMORPHISM, AND CONGENITAL HEART DEFECTSMULTIPLE;
LARSEN SYNDROME, AUTOSOMAL RECESSIVE; OMIM: 245600)

15. JIapceu-nogo6ubrii cuagpom (LARSEN-LIKE SYNDROME; OMIM: 608545)

16. Cuagpom Bamoit koxxu (CUTIS LAXA, AUTOSOMAL RECESSIVE, TYPE ITA; OMIM: 219200)

17. CuonguiosnuMeradusapHasa JUCILIA3UA C HeCTaOUILHOCTHIO CYCTABOB, TUI I, ¢ HAJIUUYMEeM/OTCYT-
creuem mepesomoB (SPONDYLOEPIMETAPHYSEAL DYSPLASIA WITH JOINT LAXITY, TYPE 1,
WITH OR WITHOUT FRACTURES; OMIM: 271640)

18. Coompunoxeiipogucmaasusa, sjaepcomnonobubiii cuuapom (SPONDYLOCHEIRODYSPLASIA,
EHLERS-DANLOS SYNDROME-LIKE; OMIM: 612350)

19. CuHApPOM BPOKAEHHOI'O BRIBUXA 0e[pa ¢ T’NIepMOOUIbHOCTHIO IIAJILIEB 1 JIUIEBLIMU JUCMOPHUAMEI
(HIP, CONGENITAL DISLOCATION OF, WITH HYPEREXTENSIBILITY OF FINGERS AND FACIAL
DYSMORPHISM; OMIM: 601450)

20. TeTeporonusa HepUBEHTPUKYJAAPHAA ¢ mpusHakamu cugpoma Odjaepca—Ianiao (HETEROTOPIA,
PERIVENTRICULAR, EHLERS-DANLOS VARIANT; OMIM: 300537)
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OUCIIJIA3UA COEOTUHHUTEJIBHON TKAHHU — 39TO OBPA3 KH3HU
(maMsaTkKa aJId [eTei U UX POoauTeieit)

Ilorka3anwol:

e [TpoayKTHI MUTaHU, OOOTalleHHbIe OeskamMu (Msco, pbiba, KaabMaphbl, (Dacoab, OPeXu), TINKO3aMu-
HOTJIMKAaHAMHY IPU OTCYTCTBUU IIPOTUBOIIOKA3aHUM CO CTOPOHBI JKEJyA0UHO-KUIIIeUYHOT0 TpaKTa 2—3 pasa
B HeJleJIi0 — KpemnKue OyJIbOHBI, 3aJIUBHBIE OJfofa n3 MAca u peiowl, Butamunamu (C, A, E, PP, rpynmner B —
B, By, B3, Bg), Mmakpo- u MukpoanemeHTamMu (KanbrueM, pochopom, MaraueM, MeLbio, IIMHKOM, CEJIEHOM,
MapraHieM, KpeMHueM, cepoit, 6opom);

o [Ipu upeamMepHO BEICOKOM POCTEe — C PaHHET0 BO3pacTa MOCTOAHHBIN TPUeM BBICOKOKUPOBBIX SHIIUTOB
kJsacca Omera-3, TOPMOBAIUX CEKPEIIUIO0 TOPMOHA POCTA;

o ExxenmeBHBIE (C yUeTOM I€pPEHOCUMOCTH) (PU3UUECKUE TPEHUPOBKU, HAIIPABJIEHHBIE Ha YKpeIJie-
HUEe MBI CIWHBI, "KMBOTA W KOHEUHOCTEeH. YIpasKHeHUS MIPOBOASATCA B OECKOHTAKTHOM CTAaTUKO-
IMHAMHIYECKOM DPE)KUMe, B IIOJIOJKEHNU Jie;Ka Ha CIINHE;

e AbpoOHBIE TPEHUPOBKU CEPAEYHO-COCYAMCTON CHUCTEMBI (X0nbba IEeITKOM, IIyTeIIecTBUA, Oer Tpyc-
1o, KoM(pOpPTHOE KaTaHUe Ha BeJOCUIIele, UTPA B HACTOJbHBIN TeHHUC, X0Ab0a Ha Jbl)KaX, JO3SUPOBAaHHA
(usrueckaa HarpysKa Ha TpeHa'Kepax u Ap.);

e 'mupponponeaypsl, JeuebHOE IIIaBaHNE, CHIMAIOIlee CTATUUYECKYI0 HATPY3KY Ha IIO3BOHOUHUK;

e 3aHATUA GUBKYIBTYPOH IO 0caabaeHHOM TporpaMMe (caenrpynnsl, JIOK);

e OrpannueHusa (He 6ojsiee 3 KTI) B HOIIEHUU TAXKECTEH, IPU MOABeMe KOTOPHIX HCIOJIb30BAThH B Ka-
YecTBe IIOOABbEMHUKA HOTI'Y, & HE CIIUHY,

o [Icuxosornueckas KOPPeKIUsa OOJIbHBIX U YJIEHOB UX CEMEH;

o [Tpu mpoIabupoBaHUM KJIAIaHOB Cep/Ila, paciupeHnn KOpHA aopThl — esxeroguno OXOKT u 9KT';

e [Tpu pacmmpeHUN KOPHA aoOpPTHI 0ojiee 4 cM — TPUMEHEHUEe CEJIEeKTUBHBIX [-aIpeH00JI0KAaTOPOB B
MUHUMAaJIbHO 9QOEeKTUBHON MHANBUAYAJIHHO ITOTO0OPAHHON M03€e oA KOHTPOJIEM IyJabca U YPOBHS apTepu-
aJBHOTO HABJIEHUA;

o EKeroqHbBIN KOHTPOJIb 34 COCTOSHMEM IoKasaresneir oomena CT, TaHHBIMU AeHCUTOMETPUHU, TIJIAHTO-
TpaMMbI, OTITUYECKas Tomorpad)us MO3BOHOUHUKA U AP.;

e [To mokaszaHMAM — KOPPEKIMA BEIABJIEHHBIX META00JINUECKUX HAPYIIIEHUH;

o [Tpu Tr06BIX XUPYPTUUECKUX BMEIIATEIbCTBAX Y OOJIBHBIX € IIPOJIATICAMY KJIAIAHOB C BHIPAKEHHBIMU
MUKCEeMaTO3HBIMY M3MEHEHUAMHU C IeJIbI0 MPOPUIaKTUKY SHIOKAPANTA — HasHaUeHUe aHTUOaKTepuab-
HBIX IIpeIrapaToB;

o Ilepen mpencTOAITUM OIIEPATHUBHBIM JIEUEHMEM Ha KJalaHaX cepAlla, CycTaBax, I'PYLHOIN KJETKe,
IIO3BBOHOYHMKE — KOPPEKIUA BBIABJIE€HHBIX 6I/IOXI/IMI/I‘~IeCKI/IX HapymeHHﬁ;

e MenuKo-reHeTUUeCKOe KOHCYJIbTUPOBAHUE IIepPe]] BCTYIJIEHNEM B OpaK.

IIpomueonorxasanvL:

e PasHOBMHOCTY KOHTAKTHOTO CIIOPTA, TAKeJasd aTIeTuKa, U30MeTPUYeCKe TPDeHNPOBKHY, yIacTue B
CIIOPTUBHBIX COPEBHOBAHMAX, TAKEJIBIE CEJIbXO03AUCTBEHHBIE PAOOTHI, IIOXOABI HA JJINTEIbHBIE JUCTAHIINN,
IICUXUYeCKUe IIepPeTPy3KU;

o [Ipu runtepMOOUIBHOCTH CYCTAaBOB — PACTAMKKU, BUCHI, YDE3MEPHOE BHITAMKEHIE TO3BOHOUHMKA

e [Ipodeccun, cBA3aHHBIE C OOJBITUMY (DU3UUECKUMU U 9MOIIMOHAJBHLIMU HArpy3KamMu, BuOpamuei,
KOHTAKTaMU C XUMUUYECKUMU BeIlleCTBAMU, BO3AEHCTBIEM BBICOKUX TEeMIIEPATYDP U PaJUAIIIN;

e [Ipy CKIIOHHOCTV K CIIOHTAHHOMY ITHEBMOTODAKCY — pe3Kue KojiebaHWA aTMOC(pepPHOro JaBJIeHusd,
HBIPAHNE, IT0JIb30BAHNE METPO, II0JIeTH Ha CaAMOJIETe;

o [IposxkmBaHMe B 30HAX JKAPKOT0 KJINMAaTa U MOBBIIIIEHHON PalMaIiiu.
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KOMIIJIEKC YIIPASKHEHMUM (o U.A. BukTopoBoii u coasT., 2011)

W.n.: soru Ha mmpuHe mied. [[ogHATL pyKU Yepe3 CTOPOHBI
BBeDPX, BIOXHYTH, HOTAHYTHCS, ONYCTUTH PYKHU, BEIJOXHYTH

5 pas

BrimosHUTH KPYroBbI€ ABUXKEHUA I1I00YEePEeTHO
B JIy4ye3allACTHBIX, JIOKTEeBBIX, IIJIeUeBbIX CyCTaBax

10 moBTOPEHMI
B 00€e CTOPOHBI

W.m.: cros Ha ogHOM HOTe. BBITOTHUTS BpaleHme
B KOJIEHHBIX, a 3aTeM B I'OJIEHOCTOIIHBIX CYyCTaBax

10-15
TOBTOPEHUN

= OZ
.

o | o

CuMMeTpUYHOE BpallleHe IJIeY BIIepe, 3aTeM Hasas

10 pas Bmepen
U Hasaj

PriBKOBBIE ABUXKEHUA PYKaMU Ha 4 cuera

10 moBTOPEHMI

W.1m.: cTosA CIMHOM K cTeHe, MAY Ha YPOBHE MOSICHUIIBI.
BrImoHATE TpUCeTaHUA.
Vrou crubaHusa B KOJIeHHOM cycTase He 6osee 900

10-20
TIOBTOPEHU M

W.m.: cTod CIMHOM K CTeHe, PYKU COTHYTHI B JIOKTEBBIX
cycraBax, IPUKATH K KOPIIYCY, 9CIaHAep CJIerKa HATSHYT.
BuIinmpaMuTh pyKu BIiepe] Ha BbIIOXE,
BEPHYTHCS B UCXOJHOE IOJIOKEHIEe

10 moBTOPEHUI

W.n.: pyku BRIIPAMIIEHEI Iepel co00ii, scuaHaep 3aKpeneH
BIIepeau U cjeTKa HAaTAHYT. CrubaTh PyKU B JIOKTEBBIX
cycraBax, IPUBOJS UX K IOSACY Ha BBILOXE, OAHOBPEMEHHO
cBoAUTH JontaTKu. Ha BeIJOXE BEPHYTHCS B U.1I.

10 moBTOPEHUI

W.m.: pyka corayTa B JIOKTeBOM cycTaBe Ha 900 u, pactarusas
JCIaHIEP, IPUBOIUTCA K JKUBOTY

ITo 10
TOBTOPEHUN I
IPaBO¥ U JIeBOM

PYKH

W.m.: cTos wiu cumas, PyKU COTHYTHI B JIOKTAX U Pa3BeleHbl
B CTOPOHBI, YAEPsKUBas 9CIaHAED, 3aKPeIJIeHHBINA C3aIHU.
Ha BbIOXE CBOAUTH PYKHU IIepe] co00il, Ha BJOXe — BEePHYThCS
B UCXOTHOE IOJOMKeHUe

10 moBTOpEHUIT

W.1.: pyKu COrHYTh B JIOKTEBBIX CyCTABAX, JIOKTHU
PacIoJIOKUTH IT0 60KaM OT TYJOBUIIA. OCIIAaHAED YAEPKUBATD
Ha yPOBHE IIJIEUEeBBIX CYCTABOB Iiepe] co00il, pacTArnBasd ero B

CTOPOHBI

10 moBTOPEHUI

W.1.: pyKu COrHYTh B JIOKTEBBIX CyCTABaX, JIOKTHU
PacIoJIOKUTH IT0 00KaM OT TYJOBUIIA. OCIIAaHAED YAEPKUBATD
Ha YPOBHE ILJIEUEBBIX CYCTABOB 34 CIIMHOMN, PACTATUBAS €r0 B
CTOPOHBI

10 moBTOPEHUI

W.n.: pyKu BBIIPAMUTSE IIepes co60i mapasiaeabHo IOy .
Pacrarusarh scriaHziep B CTOPOHBI, V AeP:KUBasA €T0 Ha YPOBHE
I1JIeYeBBIX CYCTaBOB

10-15
TOBTOPEHUH

o & T T

s b o || e L Fo 0

W.1.: cugs unu cTos. Icrauaep 3sakpeieH Hal roJI0OBOI,
PYKU MOAHATHI BBEPX, dCIAHAED cJIerka HaTAHyT. Ha BeIigoxe
OIIYCTUTh PYKHU Yepes3 CTOPOHBI TAK, YTOOBI KMCTU HAXOAUJINCH
Ha ypOBHE IIJIEYEBOr0 CyCcTaBa. ¥ Jep:KaTh IMOJ0KeHIe
HECKOJIbKO CeKVH], I Ha BIOXE IIOAHATh PYKU BBEPX

10 moBTOpEHUIT
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N

W.1.: cupsa Ha Maye, scnaHAep 3a(pUKCUPOBAaH HOTaMMU.
Ha BhIZOXE PACTAHYTH dCIAHAED, MOAHATH IIJI€UYN, CBECTHU
JIOTIaTKU. ¥ AEePKaTh MOJOKEeHNe HECKOJIbKO CEKYH/I.
BepuyTthbea B u.1I., BBIZOX

10 moBTOpEHUI

W.m.: cuns Ha cTyJe, PYKHU BRIMPSAMJICHBI BIIepel U BBePX.

10-15
AcmaHAep 3aKpeIieH cBepxy. IIpu pacTaruBanuu scragzepa OBTODEHMI
PYKY HPUBOAATCS K TYJOBHUIIY, a CIIMHA OCTAETCA IPAMOI p
W.m.: nesxa Ha )KUBOTE, SCIIAHIEeD 3aKPeILieH B 00J1acTh 10-15
rOJIEHOCTOITHBIX CYCTABOB. BBIMOJIHATH CrubaHue B KOJEHHBIX .
TIOBTOPEHU I
cycTaBax
WU.n.: cunsa Ha cTyJsie, oJHA HOT'a BRIIPSAMJICHA. 10-15
OnuH KOHEI 9cIIaHIepa B pyKax, IPyroil 3aKpeIjieH Ha CTole. .
TIOBTOPEHU M
BrInIOIHATE TOJOIIIBEHHOE crubaHue
mz \_r, W.m.: nesxa Ha CIMHE, HOTH COTHYTHI B KOJIEHHBIX
U Ta300eIpeHHbIX CYyCTaBaX, PYKU CKPeIeHbl Ha I'PYIH. 15-20
ITogauMaTh Ha BBIZJOXE BEPXHIOIO YaCTh TYJIOBUIIA, TIOBTOPEHU M
M He OTPHIBAS MOACHUIIBI OT II0JIA
W.1.: nexa Ha TOJY, IPABYIO HOT'Y IIOJIOMKUTH HA KOJIEHO 15-20
BOIi HOTH. [IpUIIOAHATE ITVIOBY U ILJIEUN ¥ OSHOBPEMEHH ,
JIeBOIi HO pumogHs JIOBY e OIHOBPEMEHHO noBTOpeHmE

HOTAHYTHCSA JOKTEM JIEBOM PYKU K KOJIEHY IIPaBOM HOTHU

T

W.m.: nexxa :KUBOTOM Ha MAUYe: HOTH ITapasieIbHO IOy UJIN
4yTh BBEPX. Temepb «X0AUTEe» Ha PYKaX TaK, UTOOBI MAU

ITpokaruTe Mmau

JIOIIaTKHU. Y,uepma'rb II0JIOKEeHNEe HECKOJIBKO CEKYH[I.

. 10 pas
IIPOKaTHIBAJICSA OT TOJIEHE! A0 IPyau 1 00paTHO
W.n.: cujgsa Ha Msde, scHaHaep 3a()MKCUPOBAH HOTAMMU.
Ha BbIJOX€ PACTAHYTH 3CIIaHIEP, IIOOHATD IIJIEeUr, CBECTU 10 pas

BepHyTbCA B H.1I., BEIIOX

§, b

W.m.: cugsd Ha MAYe. HGDEKaTLIBaTBCH BIlepena 1 Ha3a/[

20 moBTOpEHUIT

IToouepeaHO TOJHNMATD IPOTUBOIOJOKHYIO PYKY U HOTY

10 moBTOpPEHMIH

O 0

W.1m.: nexka Ha moJsty, Horu Ha Msaude. [lomauMmarhs Tas HaL
OJIOM, UCKJII0UYas MPOrudaHue B IIOSICHUIIE

10 moBTOpPEHMIH

WN.mn.: cuga ua made. IToouepeaHo mogHUMATD
IIPOTHUBOIIOJIOKHYIO PYKY U HOT'Y, COXPaHss PAaBHOBECHE

10 moBTOPEHMIT

10-15
WN.m.: cugsa. C:kuMaTh MAY MKy KOJEHHBIMU CyCTaBaMU .
TIOBTOPEHU I
W.n.: nexxa ciuHOM Ha MOJIy, YIUPAACh B MSAY CTOIIAMU. 10-15
(Wm MepnenHO IOJHUMATD U OITyCKATh Ta3 IMOBTOPEHUN
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OpHOKpaTHO
W.1m.: jgea »XUBOTOM HA Msiue. PyKu u HOrHu pacciaabiieHsl, gecrcorjmxo ’
KacaloTcs I10J1a, I'0JI0BA OIIYII[eHa
CeKYH],

H.n.: ro :xe. Kuctu u Kosenu Ha nmoay. [logHATH
TOPU30HTAJIBHO PYKU, BEIMIPAMUTD TYJIOBUIIE. ¥ IePIKUBATH 6—8 moBTOpEHM’IT
nojosxeHue 3—5 c. BepHyThCA B U.1I., paccaabuTbea

N.n.: nexxa cnuHO# Ha MAYe, KOPITyC BeITpaMaeH. Horu

COTHYTHI IO IPAMBIM yriioM. OmyckaiiTe ATOAUIEI K IIOTY 95 HOBTODEHITLIL
(MY HEMHOT'O «IIPOKATBIBAETCS OT MOSICHUIILI K JIOTATKAM), p

3aTeM CHOBa BLIHpHMHHﬁTe KopIiryc

W.m.: cunsa Ha msde. MeJyieHHO HAKJIOHATH TYJIOBUIIE Ha3as
10 TOPU30HTAJIBHOTO YPOBHS C IIEPEKATOM Ha CIIMHY 0 YPOBHA | 5—6 mOBTOpEHUA

C@ﬂ JIOIIaTOK. BepHyTLCH B HCXOOHOE IIOJIOKEeHUe

a) Msau, yaep:KuBaeMblil 00eMMU PYKaMU IIPUKATE KO JI0y.
HagasiauBaTh Ha MAY I'OJIOBOM, COXPaHAA HEUTPAJIbHOE 5—6 moBTOpPEHUH
TIOJIOJKEeHUE I1en

6) Mau npukaTh K 3aThLIKY. HagaBauBaThk roJI0BOi HA MAY,

o 5—6 moBTOpPEHU
coxXpaHAsa HeliTpaJbHOE MOJI0KeHYe IIIen

B) Mau npuikaTts K BucKky. HazasiuBaTh roysoBoil Ha MAY,

. 5—6 mmoBTOpPEHUIT
COXpaHAsa HeHTPpaJbHOE MOJIOMKEHUe IITen

< CToIIBI pacmoIosKeHsl Ha Msade. IIpoKaTbIBaThL MAY BIIepe[ 10-15
¥ Hasaj IIOBTOPEHUN

BBIIOIHATE TIOAOIIIBEHHOE Criu0aHue IaabIleB CTOIIbI, 10-15
cKUMad MAY TIOBTOPEHUH

B rommiekce pusmuecKuX yIpasKHEHUI BbIIEeJeHbI 0a3oBasg M BapuaTWBHAA YacTU. BasoBas 4acThb
KOMILJIeKca 00sd3aTeIbHA I/ BBITIOJHEHNU, BKJIIOUAET AbIXaTeJbHbIEe U 00II[epa3sBUBAIOIINE YIPAKHEHUA.
BapuaTuBHas YacThb JaeT BO3MOXKHOCTH BBIOOpPA Bpauy U IAIMEHTY YIPasKHEHUI, UCXOAd M3 0COOeHHO-
CTell, BBIABJIEHHBIX IpU o0cienoBanuu. OHa BKJIIOYAET B ce0A M30METPUUECKUE YIIPAKHEHUA JJIA MBIIIIII,
OKPYKAIOIUX MPOOJEMHBIE CYCTaBbl, YIIPAKHEHUA C COIPOTUBJIEHNEM, OaJaHCUPOBAHUEM Ha TMMHACTU-
yecKoM MAYe. KoMmeKchl yopasKHEHUSA BBITIOJHAIOTCA MallMeHTaMU B JOMAITHUX YCJIOBUAX, €KEJHEBHO
WY MIHUMYM 3 pasa B Hegeso. [[alineHTy JAiOoT CaAeAyIoIie YCTAHOBKY: IPY BBITIOJHEHUU YIIPasKHEeHUH
IOJI;KHA OTCYTCTBOBATH 00JIb, TOJIPKHO OBITH XOPOIIIee CAMOYYBCTBUE Ha MMPOTAKEHUN BCero 3aHATuA [9].



CIINCOK COKPAIIIEHUN

1 YCAOBHBIX OBO3HAUEHUU

AJl — ayTOCOMHO-TOMUHAHTHBII

AH® — anTuHyKJIeapHbIHA (PaKTOp

AP — ayToCOMHO-peIeCCUBHBIN

ACJIO — anTuTesa K cTpenToausuny O

TAT — riimK03aMUHOTJINKAHBI

T'MC — runepMoOMIBHOCTE CYCTABOB

T'OII — rugpOKCUIIPOSIUH

BII'K — BopoHKOOOpasHas medopMaius rpyi-
HOU KJIETKU

BI/KX - BbICOKOI((EKTHUBHAA KUIKOCTHAS
xpomartorpadusa

AT'MC - no6poxauecTBeHHAS THUIEPMOOUJIbL-
HOCTB CyCTaBOB

AAT-cTuMyasauus — CTUMYJIANUSA TUaTuHAMU-
YECKUMU TOKAMU

AIINI — ne30KCUTTUPUIUHOTIUH

ICT — npucmnasusi COeINHUTEIbHON TKAHNI

AT — npnwHa Tema

DA — ummyHOPEPMEHTHBI aHAINS

KIAI'K — xuneobpasHas medopMmamus rpymrHON
KJIeTKU

KT — komubroTepHas Tomorpapus

MAP — maJible aHOMAJINY PA3BUTUSA

MAC — majible aHOMAJIUU CePAIia

MASS-cuagpom (cunonum MASS-denoTum)
(akporum: Mitral valve, Myopia, Aorta, Skeleton,
Skin)

M/l — MumKcoMaTo3HAas JAereHepamnus CTBOPOK
MUTPAJLHOTO KJIallaHa

MP — muTpajabHasa perypruTanus

MPT — maraEuTHO-pe30OHaHCHAaSA TOMOTrpaus

MT — macca Tesna

HE® - mexnaccudpumupyembiii heHOTUIT

HHCT - HacyiecTBeHHBIE HAPYIIIEHUS COEIU-
HUTEJHbHOU TKAHU

HIIBII — HecTepougHble TPOTUBOBOCIAINATEEb-
HbIe IIpenapaThl

OII — oKcHUIIPOJIUH

IMupuauakc-D — moxkasaTenb pe3opObIuu KOCT-
HOU TKaHU’

IIMK — mpoJsanic MUTPaJIbHOIO KJIanaHa

IIIP — monumepasHad IenHAA PeaKkIiud

PKA — pacminpeHHBIH KOPEHb a0PTHI

CBCT - cucreMHOe BOBJIEUEHME COCTUHUTE]b-
HOU TKaHU’

CT'MC - cuuIpPOM rUIIepMOOUIBHOCTH CYCTABOB

CM - cuuaapom Mapdana

CMA/I — cyTOYHBIN MOHUTOPUHT apTepPUaJIbHO-
r'0 JaBJIEHUS

CO9 — cKOpOCTH OCemaHUA SPUTPOIUTOB

CPB — C-peakTuBHBII GEJIOK

CT - coeguHNTENIbHAS TKAHD

CIJ — curzapom duepca—lanio

¥Y3U — yabTpasByKOBOE UCCJIEJOBAHLIE

Y®O - yaprpaduoaeToBoe 00IyueHre

MUK — nupKyIupyroIre UMMyHHbIe KOMILIEKChI

IKT - siexTporapauorpapus

IXOKT - sxorapauorpadus

IIAT — smexTposuIledasorpadus

B-Cross Laps Tect — KapOOKCUTePMUHAJIbHBIE
TeJIONMeNTUAbI KojurareHa I Tumna

PINP - o6muii aMUHOTEPMUHAJIBHBINA ITPOIIEI-
Tug KoJuiareHa I tuma

Z-xpuTepuii — pacueTHBI NOKasaTesJb (pas-
HOCTb MEXKIY UCTUHHBIM U AOJIKHBIM AUaMETPaMU
KOPHS aOpPTHI, AeJIeHHAasd Ha IIOIPABOYHBIN K03 du-
IIMEHT B 3aBUCUMOCTHU OT BO3pAacTa IMarnueHTa)
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