PEROMEHALIUH BHOK NO NEYEHHIO HACNEACTBEHHBIX HAPYLLEHHH
(AUCNNA3NH] CTPYKTYPBI H ®YHRLUH COEAHHHUTENBHOM TRAHHK (2008)

Beegenue

HacnencreeHHbIe HaApYIIEHHA CTPYKTYPLI M QYHKIHHA COEJUHHTEILHOM THKAHH
(HHCT) upesepiuaiiHO PACOPOCTPAHEHE W 3HAHHE OCHOBHEBIX NMPHHIHANOB HX IHATHOCTHKH
HEODXOJMMO BpadaM caMbIX Pa3HBIX crnenuadbHocTeil. OaHAKO cONMATbHAA 3HAUMMOCTD
KAPIMOJ0THYECKHUX aCTIeKTOB 3TOH npobsieMbl ocobeHHO BhICOKA, UTO U MOCTYKIIO OCHOBA-
HueM mi1da mHHnuaTHeel ceknnu BHOK «Jlucniasuy coefHHHTENLHOH TKAHH cepiia»
TI0 IOJITOTOBKE HAIMOHATLHLIX PEKOMEHIANNHE. BELT c031aH KOMHUTET 3KCIepToB U pabouasn
TPYIIA 7158 TOATOTOBKH NPOEeKTa HACTOAIINX pekoMeHganui. ITpoekT pekoMeHIariuil Gn11
pa3ociiad 3xcneptaM no sonpocaM HHCT. B ganeneimem pabouad rpynmna ¢ y9eToM 3aMe-
YaHHH H OpeiIoKeHHH NoAr0TOBKHIA JOKYMEHT 114 yTBep:xaeHHA Ha PoccHHCKOM HalHo-
HATTLHOM KOHTPEcce Kapanonoros. Poccuiickue pekoMmeHganuu o npobaeme HHCT nozro-
TOBJIEHBI BIIEPBEIE.

1. OH]JE,U,EJIEHHE MOHATHII H NPHYHHELI HAC/IEJCTEEHHLIX Ha]]}"l.UEHHﬁ coO-
e,D;HHHTE.JII:HOﬁ THaHH

HacaeacTeeHHBIE HADYVIIEHHA coeguHHTenbHOo Tkanu (HHCT) — zeme-
PO2eHHaa 2PYNna MoHO2eHHLLY 3aboaesaHull, 0byci0eaeHHLIX eeHemuyeckumu dediexma-
Mu cunmesa u/uau pacnada Geakoe BHeKALTNOYHO20 MAMPUKCA, AUDO HaPYUeHUeM MOop-
ozeHeaa coeduHUMeALHOU MKAHU.

Jducnnazua coegnaureasHol TRanu (JICT) — HacaedcmeeHHbie HAPYLUEHLUS
coe0UHUMEALHOT MKAHU, 00Be0UHEHHbIE 6 CUHOPOMBL U (ReHOMUNBL HA OCHOSE OOWHOCITIU
EHEWHUY U/UAU BUCUEPAALHLIY NPUHAKOS U XAPAKMEPUIYHIYUEcS 2eHemu1eckoll Heod-
HOPOOHOCHLI) U MHO2000pa3UeM KAUHUYECKUX NPosAsaeHUll om dobpoxavecmaeHHbIx cyb-
KAuUHUYeckux  diopm 40 pazgumus  NOAUOP2aHHOLN U NOAUCUCMEMHOT  namoao2uu
€ nPpo2pedUeHITHBIM MeueHUeM.

Maapie aHomaann paseuTtuaa (MAP) — HaciedcmeenHbie Wil 8poXcOeHHbLLE
OIMKAOHEHUS opaaxoe O HOPMAALHOZ20 AHATNOMUMECKO20 CIMpPoeHUS,
He CONPOBoXATUUECA KAUHUYECKU 3HAYUMBIMU HapyuwieHuamu @gyHxuuu. Yacms MAP
uUcHe3aem ¢ 803pacmom, opyaas — npu onpedeIeHHbLIX YCA08UAX, CROCOBHA CMAams NPUYLL-
HOTI pa3euInua namo.ao2uL.

IMopox pa3BHTHA — OMKIOHEHUE OpP2adHd O HOPMAALHO20 AHAMOMUYECKO20
CIMPOEHUS, NPUBOO[LLEE K KAUHUMECKU 3HAYUMbIM HAPYLEHUSIM €20 BYHKYULL.

B ocrore pa3zsutua HHCT nexarT mMyTanuyd reHOB, OTBETCTBEHHELIX 34 CHHTE3 HIIH
pacnaj KOMIOHEHTOB SKCTPAIE/LTIIAPHOTO MAaTPHUKCA COEAWHHUTENIBHON TkaHH. Ceromns
H3BecTHA Dosbmiad rpynna MoHoreHHeIX HHCT, conpsa:keHHEBIX ¢ MyTalllell TeHOB Oe/IKOB
BHEKJIETOUHOrO MaTpHuKca (KOJIAreHEl PA3JIMYHEIX THIOB, GUOPWIIHH, TEHACKUH), TeHOB
pPELENTOPOE pocToBbX (akTtopoe, BuacrHocTH TGF-f (transforming growth factor-f3),
1 MATPHYHEIX MeTa/utonpoTenHas(MMIT).

[ToBcemMecTHOE MPUCYTCTBHE COROHMHUTETLHOH TKAHU JIeJIaeT MOHATHRIM pa3HooOpa-
31e MATOJIOTHH, CBA3AHHOH cee gedeKTaMu, W MOBEINIEHHEIH HHTEpEC KaToH npobieMe
CHelHATHCTOB, pafoTamInuX B caMbIX pasHbIX obmactax MeazuuuHbl. Muorne HHCT zape-
rucTpupoBannl B Kiaccadukampn OMIM (Online Mendelian Inheritance in Men) Hargmo-
HaTsHOTO [leHTpa mo BonmpocaMm GHOTeXHOIOTHIeCKoH HHDOPMATTII.

Juarsoctrka GOMBITHHCTEA THCILTACTHUECKHX CHHAPOMOB H (heHOTHIIOB CONpsKeHa
CTPYLHOCTAMH, KOTODBIE BO3HUKAIT H3-334 CXOZCTBA WX CHMITOMOB H KJINHHYECKHX IIpPO-
aAsmeHni (overlap connective tissue disorder). K npumepy, NpH3HAKH THIEPMOOMIBHOCTH
CYCTABOB ABAITCA OOMIMMH IS TAKUX PA3IHUHBIX KIacCHQHUIIHPYEMBIX HACTEICTBEHHBIX
aabomesanunit kax cuwHgpoMm Mapdauna (CM), cusgpom Saepca— Hammno (C3MO)
H HecoBepineHHbli ocreorexes (Malfait F. et al., 2006). Touso Tak e, MPOJIANC MHTPATh-
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Horo knanasa (ITMK) MosKeT BCTpedaThed MPH BCeX MePeurcIeH HbIX HACTIEICTBeHHbIX CHH-
IpoMax, HO ellle 9allle ABTAEeTCA caMOCTOATEILHEIM Hac/IeICTEEHHEIM 3a00IeBaHHEeM.

Hanportue, upesppiuailino Beaduko uHceao HHCT, rpynnupyroumiuxca B CXOZHLIE
10 BHEIITHHM H/HIH BHCHEPATbHEIM IPH3HAKAM CHHIPOMEI U GEHOTHIIE, HAEHTHQHIIHPO-
BATh KOTOPbIE M3-3a TPYIHOCTEH MPOBEJIEHUA MOJIEKYIAPHO-TeHeTHUECKHY HCCaefoBaH it
3a4acTyI He IpeacTaBifeTcd BoaMoxHEIMH. MMenHo Takue HHCT monyctumo HasbBaTh
« TUCTLA3UAMH COeTUHUTENLHOM TRauu» (JICT).

2, [MTpuanune! guarHoctTukn HHCT
2.1 00mHe NPHHIOHILI IHATHOCTHKH HACIEICTBEHHBIX HapYIIEHHH co-
€IHHHTEILHOH TKAHHA

O61me moaxoanl k auardocTike HHCT gomacHa 6LITL 0CHOBAHE] Ha KOMILTEKCHOM
AHATIM3E Pe3yIbTaTOB KIHHHYECKHY, FeHeaToTHYecKHy, jJafopaTopHO-HHCTPYMEHTATbHBIX
H MOJTEKYIAPHO-TeHEeTHUeCKHY HeeIel0BaHH H.

Kanauueckoe obcaeqoBaHHe JOKHO BRIKYATL B cebA yTouHeHHe Kamoh ma-
1HenTa, c60p HACTeACTBEHHOTO W CEMEHHOTo aHaMHe3a, (PeHOTHMHUECKoe U GHU3UKATLHOE
obcnenoBanme. Upe3BriuaifHo BAXKHON YACTHI0 KOMIUIEKCHOTO 06CTIeI0BaAHNA TTAIINEHTA AB-
naetca obclefoBaHNe CeMbH, MO3BOIAKIIEE MOATBEDRINTL HACTEICTBEHHYI0 TTPHUPOIY BbI-
ABJIEHHOH aTOIOTHH.

JIlabopaTopHbIe HCCIeI0BAHUA JaI0T BAXKHYI0 HHGQOPMAIIHID 714 ONeHKH MeTa-
fomuaMa coeTuHUTENbHON TRanu. Haubonee JoCTYNHOM 71 MPAKTHYECKOTO TTPHUMEHeHHA
ApAAeTCA DHMOXHMHUecKas oOleHKa YPoBHA tuapokcunpoauua (IOIT) B GHogoruvecKux
SKUAKOCTAX (KPOBB, MOUA, SKENYI0UHBIH COK, CHHOBUAMLHASA JKHUIKOCTh U MIPOUEE) TI0 METOIY
H. Stegmann (1958) & mogudukauuu I[1. H. [llapaesa (1990).

Vposens ceoboguoro 'Ol ApadAeTes MapKepOM MIPOLECCOB JECTPYVKIHK KOJI/IareHa,
anentugHocBA3aHHBIH ['Oll oTpaxkaer kak nmponecckl pacnaza, Tak 1 0MOCHHTE3a KoJliare-
Ha. JlnA aHanK3a npolleccoB DMOCHHTE3a KoJllareHa Noab3vioTed kKosdgduireHToM cBoboa-
ublil / mentugHocBazanubiit TOIT; TnukosaMusormukans (FAT) ABIAIOTCA MapKEPOM TPo-
[IEeCCOB pacliaja IPoTeorTHKAHOB. [[pHHATO 0lleHHBATE KOHIIEHTPAIHI) POTE0IIHKAHOE —
benkos, ceasaHHBIX ¢ [AT B Gmomormuecknx sxuaxocrax (ILH.Ilapaee ccoast., 1987);
O meTaboaH3Me TJUKONPOTEMHOB CYIAT 110 YPOBHIO (YKO3EBI, — Maprepa wMeraboauszma
rmukonpotrennos (JI.AMypaesesa, E. E. Bomkora, 1989). Bumecte ¢ Tem Heofxogumo mo-
UePKHYTh, UTO HA3BAHHLIE HUCCTEI0BAHUA He ARIdeTca crnenuduueckumu. aa nuartocru-
KH OTIETLHBIX HACTeCTBEHHBIX CHHAPOMOB He0oOXOOUMO HCTOAB30BAHNE CHEIHAThHBIX
MEeTO/IOB, TaKHUX Kak onpejeieHue AedHUTa aKTHBHOCTH KOJLJIATeHTHIPOKCHIA3bI
u ubporextuna npu C3]/1, oleHKa TPOAYKIIHH Ko/JIareHa KVIRTYPOH KoxHBIX hubpobaa-
croe npu HO, onpefeneHne KOHIIEHTpPAaIlHH TeHACKHWHAa X B CEIBOPOTKE KpoeH npu ['MC
U PAJ OPYTHX.

Cpean HHCTPYMEHTAJILHBIX METOIOB HCCIEI0BAHNA HanDo/ee BAKHDLIM ABIAET-
ca axoponmiepkapanorpadus (3xolIKD), BeIMOIHEHHE KOTOPOH 00A3aTe/IbHO MPH MO0L03-
pennn Ha HHCT, mockoibKy cepieuHo-cocyIHCThIe OCT0KHeHUA ABIAKTCA OCHOBHOM MPH-
YHHOH CMEpPTH TAaKHX NaineHToB. He MeHee BaxxHBIM ABnAeTcA Y31 HccnenoBaHie opraHoB
OpPIIIHOM MOJOCTH H TIOYEK, T03BOIAKIIEE BRIABUTE NTO3bl BHYTPEHHHX OPTAHOB, MALIE
AHOMATHH Pa3BHTHA KeJUHOTO My3LIPA, cefie3eHKH H nouek. JIyueBkle MeToObl JHATHOCTH-
ki (Rg-uccenemoranne TazobempenHsix cyerasos, KT wiun MPT mo3BoHOUHHKA) JOIMHKHEI
BXOZWUThL B 0DA3aTeNbHBIH KOMILIEKC MWHCTPYMEHTANLHOTO o0CIeoBaHnA MallHeHTOB
C IOJ03peHHEM Ha cHHApoM Mapdana.

CoBpeMeHHBIe HMMYHOTHCTOXHMHUECKHE M MOJEKyIAPHO-TeHeTHUecKHe HCoIeno-
BaHHA B OOJBIUIHHCTBE CJIYyUAE€B MAT0 AOCTYNIHEL MPAKTHYECKOMY Bpady, [OSTOMY 3HaHHE
KIHHHUeCKHX H (heHoTHNHYecKuxX npusHakos HHCT aeasercs ocobeHHO BA/KHBIMH.

OnpegesieHHbIe COUETAHMA BHEIIHMX NPU3HAKOB MO3BOJIAKT C BBICOKOH BePOATHO-
CTBI0 TIPEeJNOJIOKUTE TOT WIH HHOH HacledcTBeHHBIH cuHapoM wuiaH ¢deHoTun. CiaegyeT oT-
MeTHTDb, UYTO HaUMeHBIIeH JHATHOCTHUYECKOH UYBCTBHTEILHOCTLI) CpeaH BHEIIHHY NMpH3HAa-
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ko HHCT obmagaroT npussaky rHNepMoOHILHOCTH cycTaeoB. [locaennue yacTo BLIAB/A-
FOTCH MPH CAMBIX PA3TMYHBIX THCIITACTHYECKHUX CHHAPOMAX H (DeHOTHIIAX.

MmenHo, WcX0As — W3 PE3VALTATOR  (DEHOTHNHUYECKOTO,  KIHHUUECKOTO
HceMeiiHOro o0ciefoBaHuA, HeoOXOZWMO HAMPABIATE NALHEHTA HA KOHCYIBTALIHID
K CIIEI[MAIHCTaM, BBINOJHATL HHCTPYMEHTATLHBIE WCCAELOBAHWUA, MOJEKYJIAPHO-
reHeTHUYecKoe, HMMYHOTHCTOXHMHYECKOE UM HHBIE CHelHalbHble HCCAeI0BaAHMA, T0-
3BOJIAKIIHE YTOUHHUTL IUATHOS.

2.2 BHelllHHE H BHCHEPAJBHLBIE TIPHIHAKH HACAEICTBEHHEBIX Hﬂ.p)-"l.UEHHﬁ'
CDE,E;HHHTE.JII:HOﬁ THRAHH H ACCOIIHHPOBAHHLIE C HUMH HaApPVIIEHHA CTPVRTYVPLI
H q:ly'Hl{IJ.HH PA3/THYHBIX OPraHoB H CHCTEM

Bee nposapnerna HHCT cienyer paszgendaTh Ha rPYINEl B 3aBHCHMOCTH OT OPraHOB,
cHCTeM W TKaHeH, BOBJIEUEeHHEIX B IHUCIIACTHYECKHH npouecc. Hiuske mpUBeeH nepedeHb
OCHOBHBIX  BHEIIHWX W BHCHEpPAThHBIX mpu3HakoB HHCT  wu, accolMMpOBaHHBIX
cpasznuuaeIME hopMamvu HHCT, nameneHn i co CTOPOHEI pa3/IMYHLIX OPraHOB H CHCTEM.

2.2.1 KocmHubie
1. 1KunepugHada gedopManisa rpyaIHOH KIETKH
2. Boporkoobpazzas gedopmanua rpyiHOH KIeTKH
3. JomixocTeHoMeTHA AHATHOCTUPYeTCA MPH H3MepPeHHH A THHEI CerMeHTOR TYJI0BHINA
1. 3.1 OTHOIIEHHE BEPXHETr0 CerMeHTa TyJoBHma (Do cuMdu3a) K HIDKHEMY Me-
Hee 0,86
2. 3.2 Paamax pyk/pocT > 1,05
3. 3.3 OTHoIIeHHe J7THHA CTONLL: pocT Hoiee 15%
4. 3.4 OTHOIIEHHe ATHHA KHCTH: pocT Homee 11%
4. ApaxHOOAKTHINA
1. 4.1 CUMIITOM 3aIfACThA
2. 4.2.CumnToM DOJBIIOTO TATBIIA
Cronuotudeckad nedopMallis MO3BOHOUHHKA HIH CIIOHAHIOHICTes
. Kudos 1 kudockoanos
TIpaMasd cnirHa
OrpannueHHe BLINPAMISHHUA JOKTA 10 1707 11 MeHee
. IlpoTpy3us BepT IH0:KHOH BIATHHL] /1:0001 cTenleHH
10. BrIcokoe apKOBHIHOE HEDO
11. HapyuieHue pocra U cKyueHHOCTEL 3y00B
12.JIoMKOCTE KOCTeil
13 . Hedopmanun uepena
14 . donuxonedatna
1. THIONIA3HA CKYJIOBEIX KOCTeil
2. peTporHaTHA
2.2.2 KodicHble
1. IMoseimenHas (Gostee 3 cM) PACTARKHMOCTE KOXKH
2. Toukas, 7erko PAHNMAA KOXa
3. Bapxarucras kosxa 3a cueT 00MIHA MVIIKOBLIX BOJIOC PASHOH LTHHEL
4. Arpoduueckie KHOIECKHE CTPHH (He BHI3BAHHBIE O3KHPEHHEeM WK OepeMeHHOCThE)
5.
6.

O o ovin

Tupoxue atpoduueckue pydiibl B BHAE NAMHPOCHOMH Gymarn
Kennounueie pyOue:
7. Mo CKOHAHEIE NCeBA0ONYXOAH U cdeponaHble oOpa3opaHnud B obIacTH JIOK-
TeH 1 KoJIeH
2.2.3 Muuueurble
1. MelmeuHas THIOTOHAA W/ WIH THOOTPOdHA
2. I'pbixu M Mposanck! OPraHoB 1/ WK TOCIe0NepPalloHHEIe TPEIKH
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2.2.4 CycmasHbie

1. TunepmobmwiasHOCTE cyctagos (o P. Beighton) (cm. Ta61.3)

2. CnoHanies

3. CoHOUIOIHCTES

4. BEIBHXH, MOZBRIBUXH 0Oojiee ueM B 1 CYCTABE HIH MOBTOPSAMIIHECH, HO B OOHOM
cycTage

5. MeguanbHoOe cMellleHHEe MeIHATLHOH J0IbIKKH

6. IL1ocKoCTOIHE NPOLOIBHOE H/ HTH [TONIEPETHOE

2.2.5 'naanwie

1. ToayOsie cxmepsl

2. TloABBIBUX XpycTATHKA

3. AHOMATBLHO IUIOCKASA POTOBH LA (10 JAHHEIM KEPATOMETPHH)

4. VBennueHHe ITHHHOH ocH raasHoro a6moka (mo manuniM Y3H)

5. Muomnusa

6. TunonmacTuueckas pamyikHad o0OMOUKA WIH THIOMIACTHUYECKAA MeplaTeabHasa
MBIIIIA, BEI3EIBAIOIIAA MHO3

7. JIHKAHTYC

8. OuodTannm

9. CrollleHHBIe KHU3Y IIa3Hble MeaH (AHTHMOHTOJIOHAHBIH pa3pes r71as)

2.2.6 CepdeuHo-cocyducmast cucmema

1. PacmipeHue BOCXOIAINIETO OTAETA AOPTHL

2. AopranpHad peryprutauud (BeledcTere OHKYCIHIATLHOH a0pThl HIH BEIPA/KEH-
HOH ACHMMEeTPHUH TPEXCTBOPUYATOT0 A0PTATLHOTO KIATIAHA )

3. Ilposnanc MHTpATLHOrO KIanaHa

4. Jpyrue mManble aHOMATHH CEPANA: MPONANCH TPHKYCIHAAILHOTO U A0PTATLHOTO
KJIANAHOB, MaIas aHeBpH3Ma MexknpencepaHol neperopoaku (AMIIIT), acumMeTpHsa Tpex-
CTBOPYATOTO A0PTATBHOTO KaamnaHa (ATAK), JHATOHATLHEIE, nonepevYHbIe
1 MHOKECTBeHHLbIe Jo:KHble Xopasl (JIXJIXK) u anomanouble Tpabexynn (ATJDK) mesoro
JKEMyI0uKa.

5. Pacmmpenue cTBOJIA JIETOMHOH apTEPHH MPH OTCYTCTBHH KIANAHHOTO HIH MEPH-
dhepHIecKoro JErovHOro CTeHo3a WIH 0ol ApPYrodl OYeBHIHOW NPHYWHEBI, B BO3PACTE
0 40 JeT

6. ObBIZBeCTRIEHNE MUTPATLHOID KOJILIIA B BO3PACTE 0 40 JeT

7. Pacminpenne n1ubo pacciioeHHe CTEHKH MPYIHOH WK DPIOIIHOH A0PTEI B BO3PACTE
10 50 JIeT

8. Bapuxoanas Oo/Ie3HE BeH, PA3BHBILIAACA B IDHOIIECKOM BO3pacTe

9. Bapuxkouene

10.Jlerkoe obpa3zoBaHue TeMaTOM MPH HE3HAYHUTEILHEIX yaapax

2.2.7 BpoHX0-1€20MHAA cUcinemMa

1. TpaxeoOpoHXHATEHAA TUCKHAHE3HUA (3KCIIHPATOPHEBIH KOJLIAIC TPAXeH H KPYIHBIX

2. TpaxeoOpoHXOMATAIMA U TPaxeoOpOHXOMeraaius

3. Jlerounaa runepTeH3NA

4. INoauKHCTO3 TerKHx

5. AnukanbHBIe OyJ1El, I0ATBePKIeHHEIe peHTreHorpadHuecKl

6. CroHTaHHBIH THEBMOTOPAKC

2.2.8 OpzaHbl GPpHOUWHOL NOAOCTIUY, MA1020 MA3d U NOYeK

1. TlTo3®l opraHoB GpPoOITHOH MOJ0CTH U TTIOYEK

2. JuadparmManbHad rpelka

3. HecocroATenbHOCTE KAPIMH XeayoKa

4. JHBepTHKY/IL NHIIEB0IA H Pa3IHYHLIX OTAEI0B KHIIeYHHKA

5. Anomanuu (opMBEl H PACIOIOKeHHA KeIyIKa, ABeHAJUATHNEPCTHOM KHIIKH
H JKeTUHOTO MIy3LIpA
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6. Joauxocurma

7. HegocratouHocTh OayTHHHEBOH 3aC/I0HKH

8. Ilponanc reHUTATHE Y 3KEHIIHH

9. YaBoeHHUe YalleYHO-T0XaHOYHOH CHCTeMBI, TIOTHKHCTO3 ITOUeK

BaxHo noHMMAaTE, 9TO NPaKTHUYECKH BCe NIEPeUHC/IeHHEIe BHEITHIE H BHCIEPATLHEIE
NPH3HAKH MOTYT B OQHOM CJIydae BLICTYNATh Kak caMOCTOATeILHBLIN H30J1HpPOBAHHEBIH Ae-
exT coeIUMHHTEILHOH TKaHH, a B APYTOM, — Kak [IPOABJeHNe CHCTeMHOM HaclaeJCcTBeHHOH
NATOIOTHH H IIeHOTPONHOIO AeHCTBHA JedeKTHLIX reHoB. Jlaeko He Bee NPH3HAKH Npef-
CTaB7IeHHBIE B 3TOM CIIHCKE BRKJIOUEHEI B a&ITOPHTMEL JHArHocTHKH H3BecTHRIX HHCT, og-
HAKO BEPOATHOCTL UX BEIABIEHHUA NPH ViKe H3BECTHLIX HAcIeACTBEHHLIX 3a001eBaHHAX Ha-
MHOTO BBIIIIE, UM BEPOATHOCTE UX BLIABIEHNA B MOMYIALHH.

IToMuMO H3MeHEHHH CTPYKTYPBR! H QYHKLUHH [epevYHCIeHHBIE OPTaHOB H CHCTEM
HHCT uacTto conpoBOXIalTCA HapVIUEHHAMH CO CTOPOHEBI LIEHTPATEHOI M BereTaTHBHOH
HepeHo# cucreMm (T'opzom H.B. ccoast., 1984, Gazit Y etal.,2003), reMopparduecKuMH
H TPOMOOTHYECKIMH HapYIIeHHAME B cucTeMe reMoctasa (bapkaran 3.C., u CyxanoBa A,
2004), HAPYIIEHUAMH CHCTeMBbI HMMYHHOH 3alIUThl. ECTh JaHHBIE O BBICOKOH YACTOTE BEI-
ABMEHHA CHHAPOMOB BTOPHYHOTO HMMYHOZEe(dHUIINTAa ayTOHMMYHHOTO H a/UIeprHuecKoro
cuagpomos npu ACT (Axosnes B.M. ¢ coasT, 2005, Epemun M. B. ¢ coagr., 2008)

2.3 Maable aHOMAJTHH PAa3BUTHA

Mansie anoManun passutusa (MAP) — H3MeHeHHA CTPOEHHA Pa3IHUYHEIX OPTraHOB
H TKaHelH, He CONpOBOXIAIIINecd KIHHHUECKH 3HAUYUMEBIMH HapVIIeHHAMH HX QYHKIHH.
MAP, kak wunpusHakdn HHCT caenyer paspetrdaTh HaBHEIIHHE W BHCIEDATBHBIE.
K BHENIHUM OTHOCATCA AHOMATHH PAZBUTHSA KOJKH U KOCTell Ueperna KUCTH U CTONE! (Tunep-
MMTMEeHTAIHA W JeNUTMeHTAIlHA KOXH, OTTONbIpeHHEIe VIIH, OTCYTCTBHE MOYKH yXa, CHH-
JAKTHIHA, CAHTATEBUOHAA Iedb U ap.). K BHCIepanbHEIM — H3MEeHeHHS CTPOeHHA BHYT-
peHHUX opraHos (yasoenune YA mouex, noHapodHas JOAbKA cele3eHKH U Ap.) a TAKKe Te-
pevHcIeHHBIE BhIle Matble anoMmadun cepaua (MAC). Cpeguee xkomuuectso MAP v aHn
cHHCT gocroeepHO  BEIIIE, UeEM B NONMyIALIMH, UTO JHIIL [OOATBEP XIAeT
HX JUATHOCTHYECKYH poJib B pacno3Hapanuu HHCT.

MAP obHapy:XHBAIOTCA [IPH POKIEHNH WIH B paHHeM JeTCcTBe, YacTk U3 HHUX NoI4a-
erca ofpaTHOMY pasBUTHE (OTKpEITOE OBadbHOe okHO-O0O), VBelHUeHHBIH eBCTaxues
Kianas u ap.) Jpyrue coxpasawoTesa B TeUeHHe JKHU3HH, OTHAKO C BO3PACTOM MOTYT OpHOO-
peraTh caMocToATeIbHOe KIMHHUYecKoe 3HAueHNe, CIocOOCTBYA pasBUTHIO MATOJIOTHH HIH
cTaHOoBfAChH (GaKTOpPOM pHCKA KApAHATBHOH NaTosoruu (IapafokcanbHble 5MOOIHH TIPH
000 (Omumenxo E.®, 2000), cTeHo3 a0pThHl IPH ACHMMETPHIE TPEXCTBOPUATOTD A0PTATb-
Horo KiaamaHa (3emmoeckuit 3.B. ¢ coarT., 20006), TpoMO0aMBOIHYECKHEe OCT0KHEHHA IPH
AMIITI (Mattioli A.V. et al., 2001).

Ha ocHoBe deHoTHNNYeckoro obciaefoBaHHA, pe3yabTaToB o0cIeoBaHHA CeMbH,
aHATH3a BHEUIHUX M BHCIEPAILHBIX MPHU3HAKOB Bpad JOKEH 3aMoZ03PHTE TO HIH HHOE
HHCT. CkazanHoe pgenaeT He0oDXOOHMBLIM 3HAKOMCTBO [IHPOKOTO Kpyra BpaueHd
¢ IeHCTBYIOIMIHMH PeKOMEeHJAUNAMHE [0 AMarHOCTHKe Hanubo/ee pacnpocTpPaHeHHBIX MOHO-
regHplx HHCT.

3. HHCT, umewinie corJiacoOBaHHBIE PEKOMEHIAIHH [0 JHATHOCTHEE
3.1 Cuaapom Mapdana (CM)

Cungapom Mapdana — ayToCOMHO-IOMHHAHTHOR, MyJILTHCHCTEMHOE, IIeH0TPONHDe
HHCT, xapaxTtepu3ayiolieecsa BLICOKOH BapHa0eIbHOCTBI0 KIHHHYECKHX NMpoABIeHHH. Hu-
arHoctuka CM cerogusa mo-npexHeMy ocHopbaHa Ha [enTckux kputepusax (De Paepe A.et
al.,1996), KoTOpEIE B HACTOSAMIEE BPEMA HAXOIATCA B Tpotiecce mepecmoTtpa (Ades L; 2007).
HeobxogumocTs nepecMoTpa nofxodoB k guarHoctuke CM ceAzaHa cyenexamMH MoJeKy-
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JIAPHON TEeHEeTHKHW, TO3BOJHBINEH W3VUUTh TPHPOAY MakKpoMonekysT ¢ubpuiinHa,
H BBIABHTEL TPH ero Tuna. Ctaso M3BecTHO TaKKe 0 BO3MOKHOCTH passutud CM u Gam3kux
K HEMY CHHIPOMOB H3-3a MyTauui B ogHOoM H3 AeyX reHos (TGFBR1 u TGFBR2), koTopbie
KOOHPYIOT PEIenToprl TpauchopMupyiomero gaktopa pocta (transforming growth factor-
f -TGF-f) (Neptune E.R. et al., 2003).

B ocHoRy anroputMma guarHocTHKH CM nosoxkeHo BhIZeqeHHe OOJBINNX H MATBIX
KPHTEPHEB, XapakTepHU3VIOIIHY BLIPAKEHHOCThL M3MeHeHHH COeIHHHTEJLHOH THAHH
B Pa3JMUYHLIX OpraHax M CHCcTeMax. DbBOJbIIHe KPHUTEPHH CBHIETEILCTEYIOT O HATHUHH
B COOTBETCTBYIOIIEH cHCTeMe MAaTOMOTHUYECKH 3HAYUMbBIX H3MeHeHui. Maibie kpute-
pHH, aBHEKOTOPBIX CIy4dasdx — OOWH OOJBIIOH  KPUTEpPHH, CBUAETEILCTBYIOT
0 BOBJIEUE€HHH TOH WIM HHOH CHCTEeMLI B MATOJIOTHIO0 CcOeIHHHTEILHOH TKaHH. [lepeueHn
DOMBIIHX H MATEIX KPUTEPHEE IPHBEAeH B Tabl. 1.

Tabnuma 1

I'eHTCKHe KPUTEPHH JHATHOCTHKH cuHApoMa Mapdgana (De Paepe et al., 1996)

Boabnmme npU3sHaAKH Masible MpHU3HAKH
KocTHbIE
Hanuume 4 NPpU3HAKOB U3 8 HIKECIeIVIO LINX: * Yumepennan BopoHK00OpasHan gedopMaia
1. Kunesuanas gedopmanus rpyIHoH TPYIHOH KWIETKH
KJIETKH + ['unepMoBHIBHOCTB CYCTABOB
2. BoponkooGpasuai geopMarius rpyi- + ApKoBHIHOE HEDO CO CKYYEHHOCTEIO 3V00B

HOH KJIeTKH, Tpebviomas Xupyprude-
CKOT'O BMEIlIaTeaLCTBA
3. OrHoueHHe BepXHEr0 H HHYKHETO Cer-
MEHTOB Tesa <0,86 Wil 0THOIIEHHEe
MeEIY PazMaXoM PYVK H POCTOM 2 1.05
4. llomomuTenpHBIN TECT NVYEZANACTHOTO
cverasa 1 bonpimoro nanena (UlTeiin-
tepr)
Croanos > 20° HIH COOHIHI0IHCTES
BrimpsasieHHe TOKTEBOTO CYCTABA
10 170° H MeHee
7. MemuansHOe cCMENIeHHE MeTHATBHOH
JIOABIKKH, TPHBOASILEE
K IUIOCKOCTOIHED
8. IlpoTpysus BepTAVIKHOH BOaAHHEI JTH0-
Boii crerenn (MOATBEPIKIE HHASN PEHT-
TEHOBCKHM CHHMEOM )

+ Jledopmanuu gepena (gonuxonedanma®,
THIIOIIA3HS CKYJIOBBIX KOCTEH, SHODTATEM,
CKOLIeHHEBIE TJIa3HBIE IIEJIH, PETPOTHATHS)

G

H3ameHeHUS 8 KOCTTHO-CKEAEMHOILL CUCTIEME COOIMBEMCMEYIom DOAbOMY KPUMepPUo, — nd-
MOA02UUECKU SHAYUMbIE UIMEHEHU A, 2011 BbIAEAALNCA HE MEHEE 4 U3 BLILUEHAIBAHHLLY

8 foabluLx NPU3HAKOE.

(KocmHo-creaemHuaia cLucmemd 808.1eUeHd, eCll b8 1M

[He ameree 2x GoAbWLY NPUSHAKOE, WAU 00UH 60RO U 2 MO NPUSHAKA.

BPHTEJII:HHJ[ CHCTEMA

L lo7BBIBHX XPYCTATHKA * AHOMAITBHO ITOCKaA POTOBHIA
(o pesyIETATAM KEPATOMETPHYECKHX H3-
MepeHHit)

*» YaruHeHHe nepegHe-3agHeH OCH [VIAa3HOTO
sabnoka (no ganaeiM ¥3H) ¢ muonuei

+ [unonnacTHueckas PaaviKKa M THIOILIAZHA
chHHKTEpA 3padKa
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3}]1!]'?16‘;1]3]‘{!15! CLICITTIEMOA 80 6.1eHeNHd, eC/L GblAGTEHBL 080 MAABLY Npu3HaKd

CEP,I[B'—IHD-CD CyaJHCTaAa CHCTEMA

« Pacumpenue Bocxogsieit a0pThl ¢ [lponanc MUTPATBHOTO KIANAHA
C a0pTanbHOH PerypruTaliel Hin * PacmiupeHue cTBOJA TeTOYHON apTepHu IpH
fes TAKOBO# U BOBJIEUEHHEM KAK OTCYTCTBHH KIANaHHOTO HIX NepudepHyeckoro
MHHHMYM CHHYcOB BanbcanbBel; JIETO4HOTO CTeHo3a MK 11000 APYToH 04eBH/-
HTH HOH NPHYHMHBL, B BOSPACTE 10 40 JeT;
s PaceroeHHe BoCXOASIIEH 20PTHI + (OObI3BecTBIEHHE MHTPATHHOTO KOJIBIIA
B BOZPACTE 710 40 JIeT;
+ Pacmupenue nubo pacenoeHte CTeHKH TPYIHOH
unH GpromIHOH A0PTH B BO3pacTe J0 50 JIeT

Cepdeuno-cocyducmasn cucmema 808.AeHeHa, ecal 8biA8AeH 00uM G0ABIWOT WAl 00UH MAAbIl Kpu-
meputl
JlerouHas cHceTeMa

* OrcyTeTBYIOT * CHOHTAHHBIN THEEMOTOPAKC
¢ AnpkaneHple OVIABI, NOATBEPIKAEHHBIE PEHT-
TeHOTPAMMOH IPYIHOH KIeTKH

VlezouHaa cucmema a0a.1euenHa, eCAl 8biA8AAEIMCA odur maasiil NPUIHAK

Ko:kHBIe IOKPOBBI

+  OrcyTeTBYIOT * Artpodudeckue CTPHH, HE CBA3AHHBIE
C BLIPaKEHHEIMH H3MEHEHHAMH MacChl TeJa,
fepeMeHHOCTBI0 HUIH HaCTBIM JIOKATBHBIM Me-
XaHHYECKHM BO3JIEHCTBHEM

*  PenuauBHpVIOIIME WIH T0CTe0NePaHOHEBIE
TPBIAKH

Kodsca eoeaeuena, ecau 8biagaen 00U MAIbil NPU3HAK

Teepgana mosroBas 060 T09Ka

[NosenuyHO-KpecTHoBas Ay PalbHas aKTa- e  OTCYTCTBYIOT
aust, BpusBnennas npu KT win MPT

OraroneHHan HACAEICTEEHHOCTh

» Hanuune 61M3KHX POACTEEHHUKOB, o OTCyTCTBYIOT
KOTOPbIE VIOBIETEOPSIOT JAHHBIM
JHATHOCTHYECKHM KPHTEPIAM;

¢ Hamuune myTanuu B FBN1, uzsecr-
HOH B Ka4ecTBe IPHYHHE BO3HHK-
HOBeHHA cuHapoMa Mapdana; unn

« manuyue [HK maprepos cunapoma
Mapdana

Bogaeuenue NpPpU HAAUNUU otHoz0 Goabluozo NpU3HAKAa

TpEﬁOBaHHH K quarnoctuke CM pasmHuaATCA B 3aBHCHMOCTH OT JaHHBIX HACTEOCT=
BEHHOTO aHaMHE3A.

s obcnegyeMoro nanHeHTa:

« Ecn ceMeHHbIH WX HacIeCTBeHHELIH aHaMHe3 He OTATOIIeHb],
CM ycraHapIMBAOT DPH HAMTHYHUH O0JBIIHX KDUTEPHER, 110 MeHEIIIEeH Mepe, B JBYX pas/iHu-
HBIX CHCTe@MAaX H BOBJIeUeHHOCTH TPeThell cHcTeMEl OpTaHOE.

« B coyuae yeraHoBAeHHMA MYTallMH, KOTOpasd M3BECTHA KAk BHI3LIBAIOIAA
CM v Opyrux, ZOCTATOMHO OJHOTO OOJBIIOTD KPHTEPHA B OITHOH CHCTEME OpPTAHOB
1 BOBJIEYEHHOCTDh BTOPOH CHCTE@MEI OPTaHOB.

Hna aui, HaXOAAMMXCA B POACTBEHHBIX OTHOMIEHHAX ¢ NAIIHEHTOM, ¥ KOTOPOTO JTHU-
ArHOCTHPOBAH cHHIpoM Mapdana, IocTaTOYHO HATHYHA HOILIIOT0 KPUTEPHA B CEMEHHOM
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aHaMHe3e, aTaKkKe OJHOro OOJBIIOTO KPHTEPHA B OJHOH  CHCTEME OpPraHOB
1 BOBJEYEHHOCTH JIPYTOH CHCTEeMBI OPTraHoB.

B cayuae asvinoaneHus I'enmexiwx kpumepuee duazHocmuxu CM caedyem nposecmu
MOAEKYAAPHO-2eHeMuYecKoe lUcc1edosanue 048 NOUCKd MYymauull 2eHos, KooupyroujLx
PubpUAAUH.

C no3nuui popManibHOH JIOTHKH B TOM C/Iy4dae, KOraa y o0ciiegyeMoro OTCyTCTEBYIOT
Iea DOJBIIHX KPHTEPHA B ABYX CHCTEMAX M IPH3HAKH BOBIEUEHHA TPeThel CHCTEMEI, JHAr-
Ho3 CM He Mo:xeT ObIThL nMoctaBneH. OQHAKO, HEZABHO NMPOBEJEHHOE MEXKIYHAPOIHOE HC-
c/lefloBaHHe 1009 MallHeHTOB ¢ FeHeTHUYecKH NOATBePIKAeHHOH MyTalHel reHa QHOPHIIH-
Ha TIOKa3alio, 4YTO ONAaCHOCTH OCTOKHEHWH (JHcceKuusa aopThl M HeoDXOOHMOCTH
B ONEPATHBHOI BMellaTeJbCTBE) ¥ IHI € HEMOMHBIM HabopoM ['eHTCKHX KPHTEpHER Npax-
THUECKH He OTJIHYAeTcs OT TAKOBOTO B TPYIIE JIHIL C IOJHBIM HabopoMm kputepuee (Faivre
L. etal.,2008).

W3 ckazaHHOrO CjeAyeT, YTO MHOTHE NMaIlHeHThl, He OTBeuarlue ['eHTCKUM KpHTe-
pHAM, TpeOYVIOT HE MeHbIIIero BHEMaHHA H MeJHIIMHCKOro Ha0mogeHuA. OUueBHIHO, UTO Ta-
KHX MallMeHTOB Helb3d OTHECTH KTPYNNEe 370POBLIX JHII H BRIDaKEHHELIE OTKJIOHEHHA
CTPYKTYPBE! H QYHKIINK COeIUHHTEJILHOH TKAHH, BLIABJIEHHBIE NPH o0caef0BAHHH Y 3TOH
KATEropUH MAIUeHToR cieayer ofo3HauaTh kak Mapdanonomo6unii dpemorun(MITD).
Ilomumo CM, aBTopEl I'eHTCKHX KPHUTEPHEER BEIAEIANT CXOAHEIE 110 (PEHOTHIIHYECKHM MpO-
asmenuaM HHCT.

HacaencTBeHHBIE PACCTPOICTBA ¢ YACTHYHO COBNAZalIIHMH (peHOTHIA-
M, poJcTBeHHbBIe cHHApoMY Mapdana

« Bpomxaennas KOHTPAKTYPHAA apaxHOJAKTHINA (121050)

« CemeiliHasd aHeBpPH3Ma TPYIHOM aopThl (B MPOITOM 5TO COCTOSHHE HA3BIBATOCH
KHCTO3HBIM MegHoHeKpozoM paxaitma). (OMIM 607086)

« CeMeifHOE paccJI0€HHE CTEHKH a0pThI (132000)

« CeMeliHasA 3KTOMHA XPyCTATHEKA (129600)

e Cungpom Jloeiic-Adutna, (tTnn 2B; LDS2B) 610380

« MASS — curgpoM 604308

« CHHIpOM HACIEACTBEHHOTO Mposanca MUTpanbHoro knanana(OMIM 157700)

« Cungpowm Cturiepa (HactefcTBeHHas apTpoodTarbmonatis) (108300)

e Cungpom llnpuntiena — Foasabepra (182212)

« Tomouucrunypusa (OMIM 236200)

e Cungpowm 3aepca — Mauno (kudockoruornuecknii THI) (KUGOCKOINOTHY@CKHH
tumn, OMIM 225400; runepmobuababil Tar, OMIM 130020)

« Cunagpom runepmobuisHOCcTH cycrasos(OMIM 147900).
OnpepenesnHas YacTh NePeuncIeHHbIX CHEIPOMOE IIPH OTCYTCTEBHH NoaHoro Habopa [enHt-
ckux kputepreB CM 1 BOZMOKHOCTH NPOBEIeHNA MOIEKVIAPHO-TeHEeTHUeCKUX HCcaeIoBa-
HUE HeH30eKHO OKAKYTCH BKIHOUEHHBIMH B MapdaHonmogobHbiil denotun (MIID).
Ilpunuune guargocTHkH M®II OyayT onucaHEl HIKE.

3.2 Cugapom Juepca-Tdanao (C3/1)

JuarsocTuka CHHIpOMA dnepca-Hauno (CaO) OCHOBAaHAa CceroaHs
Ha Bunsdpanmernx kpurepusax (Beighton et al., 1998). B Hux BMecTo paHee NMpH3HAHHBIX
JIeCATH BRIZETEHB! MECTh THITOB: KIACCHYeCKHH, THIePMOOHIBHBIH, COCYINCTDIH, KibocKo-
MHOTHYECKHI, apTpoXanasus, AepMaTocnapakcHc. Bosbline W Madable AUarHOCTHYecKHue
KpHUTEPUH ONpeiesieHbl I7TA KaykI0r0 THITA H JOTIOJIHEHBI TI0 MEPE BO3MOYKHOCTH JAHHBIMHI
mabopaTopHBIX HecTenoBaHWil. Hiske TpHBeAeHbl pasfennl kiaaccudbukanuu, Hanbolee
pacnpocrpaHeHHpIX THoe C3] (Tabm. 2).
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Tabnuna 2

Bonpumre kpurepun

|Ma.r{ble KPHTEPHH

Momnexynapusii gedexr

Knaceunueckuit tum, AL, OMIM 130000

1

[loBermenHas pacTs-
JKHMOCTE KOKH.

Hlupoxue aTpoduye-
ckue pybus! (mposse-
HHE c1abocTH TKAH )

l'unepmoGuabHOCTE
CYCTABOEB.

I'magxas, apxaTucTas Koxa.
MonmocKOHIHBIE TICEB00NY X0IH.
IMogkoxuble cdeprueckue oOpasoBaHNA.
OcnomHeHHs THIIEPMOOHIBHOCTH CVeTa-
BOB (pacTsKeHHE CYCTABA, BEIBUXH

H IOABBIBHXH, IUI0ckocTonue) [Beighton
and Horan, 1969].

Mermeunas THIOTOHNS, 3378 PYKKA PASBH-
THSA MOTOPHEH.

V1Ol M KPOBONMOATEKH IIPH He3HAYH-
TEJTBHEBIX VIAPaX.

BripasmeHHbIE TPOABIEHNS PACTAKIMO-
eTH 1 caaboeTH TRaHeH (IphlKa NTHIIEBO -
HOTO OTBEPCTHS, AHATLHBIHE IPOJIALC

B IETCKOM BO3PACTE, IEPBHKATBHASN He-
MOCTATOYHOCT).

XHpyprugeckHe oca0XHeHHs (nocteone-
PAIHOHHBIE [PHIKH )

leHeTHUECKAS NPEPACTIONOKEHHOCTE

K 3ab0/IeBAHHIO.

Pro alfa 1(V) wau Pro alfa
2(V) konmaren menei TH-
naV

HenopManbHas CTPVKTY-
Pa BOJIOKOH KOJLTareHa
TI0 THIIY «1IBETHOH Karyc-
TbI»

lMunepmobunsusii Tin, AL, OMIM 130020

1.

rE.HEPELHHBOBElHHElﬂ

KoxKurle naronoriye-
CKHe IpoABIeHu (TH-
MePPACTIKHMOCTE

U/ uiu rnagkas, bap-
XATHCTAS KOMKa ).

THIIED-

MOOHJIBHOCTE CYCTABOB

Pennausupyiomne eMemenns (MoABbIBH-
1) CYCTABOE.

Xponuueckue 6o B cycTaBax [/ KOHEYHO-
CTAX

lemeTHyecKas IPeIpPacIoIoKeHHOCTD

K 3afoneBanuIo.

MyTauuy reHOB CHHTE3a
xonnarena I[llaa,
TeHACKHHA X

Cocvouersii Tan All, OMIM 130050

1.

Touxras, IpOCEedH-
BAIO A KOKA.

AprepuanbHas; HHTe-
CTHH&TbHAA/  MATOH-
Hast caafoeTe HIH pas-
DHIBEL

OfumupHbIe KPOBONOA-
TEKH M [MOBEPXHOCTHOE
TPABMHpPOBAHHE.

XapakTe pHBIN
HUH BH JTHIIA.

BHEI-|

IAxpozepus. I'nnepMofGHABHOCTE MATEIX
CYCTABOB.

PaspriB cyxouIni 1 MBIIIIL.
DKBHHOBapyCcHas AeOpPMAIN CTONH
(kOCOMANOCTD).

Bapukoznble BeHEI B IDHOLIECKOM BO3pPac-
Te.

APTepHOBEHO3HAS KAPOTHIHO-
KaBepHO3HaA ucTyaa.

[THeBMoTOpaKe/ THEBMOTEMOTOPAKC.
HepopazsuThe gecHEL

leHeTHUECKAS NPEIPACTIONOKEHHOCTE

k 3a0osreBanmio, BHe3aHAA CMepT: O1H3-
KHX POJCTEEH HHKOB.

1. AaHoManlbHAsf
CTPYKTYPA Koma-
rena llI, Beipaba-
TeIBaeMoro gub-
pobnacramu

2. MYTAIHH I'EHd
COL3A1

Kudoerkonnornueckuii tun AP OMIM 225400

1

lenepanusoBannas
runepMofHUIbHOCTE
CVCTABOB.

Tsxenas MbILIEYHAS
rHOOTOHHA

PanumocTs ko, aTpoguueckue pyOIsl.
CHI0HHOCTE K TeMaTOMaM

Pazpeie apreputi.

MapdanongHas BHENIHOCTE.
YMeHbHIEHHE PAZMEPOB POTOBHIIEL
Pagsonoriauecks 3HaYAMOe HAPYIIIEH He
OCTEOTEeHe3a.

Srot Tun obyeroBaen
ZeHIHTOM KoJIareH-
MOAHDHITHPYIOIET O
dhepMeHTa TH3HII-
THAPOKCHIAZEL.




Pekomengaum BHOK no neyenuio....

81

C PORIEHHA

3. DBposxaeHHBIH CKOTHOS,
P OrPeccHpVIOIIee Te-
YEeHHE.

4. Cnabocts cxnep

H PA3PEIB [JIA3HOTO
AOI0KA.

CeMelHBIH aHAMHES, HAIPHMeD, DoesHs
cuBeos.

\Aprpoxanazsus A/l OMIM 130060

1.

Tamenasn reHepaIH30-
BalHan FHHEP?{IDGI’IHB—

pPOHHEE CMELIEHHE Ta-
BDﬁeﬂPEHHDFD CYCTABA.

IoBEINeHHAST PACTAKNMOCTD KOMKIL
PanumocTs KoM, aTpoduueckue pyvoIsL.
Jlerko Bo3HHKAIOIIHE TeMATOMEI

Brersinenue anexrpodo-
pesoM Henei
pN au(l) mau pN aa(l),

e CYCTaBOB N inewras runoTOHMS. BBIJIEJIEHHBIX H3 KOJLIa-
€ PELHANBHPYIOMIHME 10, hoexonmos reHa KOMKH HIH
BRI Jlerkuii ocTeonopos (paAHOIOTHYEeCKOe M3 KVIBTYDHI dubpobna-
_ |mcerepoBanue) CTOB KOKH
2. BposmgenHoe ABycro- INonHbIH MK YACTHYHBIH

HPOIYVCK 3K30HA
6B c/IHK konnarena
COL1A1 unu COL1A2

[lepmarocnapakcuc AP 305200

1.

Tsxenan dopma cna-
BocTH KomH.

[TpoBucatomast, 13-
JTHIITH S5 KO,

Msrkas, ppixXtas TEKCTYPA KOMKH.
Jlerxo BOBHHKAIONIHE TeMATOMBI
IlpexkaeBpeMeHHBIN PA3PHIB IJIOIHBIX
obonouex.

Bosrsuine rperky (MVIOBHHHEBLE, TTAX0-
BEIE).

HenocraTo4Has akTHE-
HOCTh IPOKOJIATEH-
TIeNITH/IA3EI

Peaynrerars: anexrpodo-
pesa [ernouex

pNau(l) 1 pNao(I) uz
KOJIJIareHa THIIA

I, Br1eNIeHHBIX H3 JEPMEL
B [IPHCVTCTBHH HHIHOH-
TOPOB MPOTEA3E.
[Tpoune dopusb

Al 130080, 225310,
147900, 130070

Coxpamenna: Al — ayTocoMHO-IOMHHAHTHEIH, AP — ayTocoMHO-pellecCHBHBIH TH-
Ll HACTIEIOBAHHA

Tpe6oBaHNA K JTUATHOCTHEKE CHHApoMa daepca — Janio

o Jlna KWIMHHYECKOH IHATHOCTHKH HeoOXoIuMO HamHuuKe XoT#A OBl 0qHoro G0IbIo-

ro kpurepud. [10-BO3MOKHOCTH AHATHO3 JO/KEH OBITH NMOATBEDIKIEH COBpPeMEeHHEIMH Jia-
fopaTopHBIMH METOZaMH HCCIe0BAHHA NYTEM NPOBeJeHHA THCTOXHMHYECKOTO aHaTH3a
koareHoe I, III, Vtunop; JHK-gHarHEOCTHKH, HaOpaBIeHHOH HA BLIABIEHIE MYyTallHI
Bregax koamaremoe (COL1Ai1, COLiA2, COLzA1, COLsA1, COLsA2), TenacumHa-XB
(TNXB), depMeHTOB, VYaCTBYWOIIHUX B CO3PEBAHMHM MOJeKydbl kommarena (PLOD1,
ADAMTS2), onpeneneHns VPOBHA TeHacuHa-XB, JTHU3WT-4-THIPOKCHIA3E]
1, IPOKOJIareHoBoH N-TIpOTeHHAa3bl B CLIBOPOTKE KPOBH.

s Mansle kpuTepHH 0071a1a10T MEHBIIHMM YPOBHEM JHATHOCTHUECKOH cnenudUuHO-
cru. Hannane ogHoro ninu Oosiee MATIBIX KPHTEpPHEB BHOCHT BKIA] B JHATHOCTHKY TOTO HIIH
unHoro tTumna C371.

« [Ipu orcyTcTBHE OOJBINTHX KPHTEPHEB, Maikle KDHTEPHH HeJOoCTATOUHBI I ye-
TAHOBJIEHH A AMarHo3a. Hannure ManbelX KpUTEPHEeR JaeT OCHOBaHHE 0J1araTh HATHIHe Co-
crogHuA, nonobHoro C3/1, xapakTep KoToporo OyaeT BRIACHATLCA 110 Mepe TOro, KaK CTAHeT
H3BECTHOH ero MoJIeKy/IAPHaA OCHOBA.
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TTomumo C3]1 BeinenepeunciaeHHbie npusHaky HHCT moryT cooTBeTeTBOBATE ellle
LeJI0OMY PALY HacmencTEeHHEIX 3a0omepanni CO/:

1. JOINT LAXITY, FAMILIAL 147900

2. CUTIS LAXA 219200

3. OCCIPITAL HORN SYNDROME 304150

Taxum obpasom, HapAny ¢ C3/] ToIHOCTRIO OTBEUAKIIUM BHILppaHIICKHM KpHTe-
pHAM, CYIIECTBYeT MHOMECTBO CYUIaER, KOTIa UMEeeTCA HEMoTHbIi Habop kputepues. Takue
CIyuaH CJIeayeT OTHOCHTE K atepconomodoHomy deHoTHy(DIIP), kpurepun gHArHO-
CTHKH KOTOPOTO O¥IyT 00CY:KIeHDI HHIKE.

3.3 HecoBeplileHHbBIH 0CTEOTEeHES

Hecoaepuiennuiii ocmeozenea(HO) (osteogenesis imperfecta) — rpynna HHCT, xa-
paKkTepHU3YIOIAACA MOBBIIIEHHOI JIOMKOCTRI0 KocTel. [lna guarHoctukd HO 1o HacToAIero
BpeMeHH noab3yioTea kputepusamu Sillence D. O. et al, (1979). HO asasetcs 3aboneBanmem
aYTOCOMHO — JIOMHHAHTHOTO THIIA, OJIHAKO BO3MOMKHEI M CIOHTAHHLIE MYTAllHH. BBIAETAT
4tuna HO, xapakTepusyoIinnecd JTHO0 HEZOCTATOUHEIM KOJIHUIECTBOM, TH00 HU3KHM Kade-
CTBOM KosrtareHa. OCHOBHEIMH KJIHHHYECKHMH npoAeaeHuAME HO ABIAI0TCA NOBBIIIIEeHHAA
JOMKOCTE M AedopManusa KocTel, c1afocTh CEA30UHOTO ANTNAapATa CYCTABOB, HUIKHUH MBI-
HIEUHBIH TOHYC, MATEHBKHH POCT U TOIy0ObIe CKIEPDI.

3.4 CHHAPOM THIEePMOOGHJILHOCTH CYCTABOB

Wz secex HHCT, uMeromux coriacoBaHHBIE KPHTEPHH KIMHHUYECKOH JHATHOCTHKH
cuHapoM  runepMoGuabHOCTH  cycrasoB  (CTMC) wawbonee wacto  BCTpedaeTces
B KIMHHYECKOH TpakTuke. [MnepMoOHIBHBIMH CJIEAVET CYHTATH CYCTABHI ¢ H3OBITOUHBIM
guanazoHoM apmieHud. OneHUBad [OManasoH, oIedyeT VUYWTBIBATL BO3PAcCT, [MO0J
H 3THHYECKOe POHCX0KIeHHe nalKeHTa. Fl3pecTHO, YTO V 340POBRIX Jd10JeH cycTaBHad MO-
OHJIBHOCTL CHH:KAETCA CBO3pacToOM, VIKEHIIHWH €e VPOBEeHbL BBILIEe, 4YeM ¥ MYKUHH,
VBBIXOAIEB H3 A3MH 0HAa HanOoJblIas, ayeBponeidiner HanMenbinas (Beighton P.etal.,
1999). Bripaxennocte I'MC crieqyeT olleHHBATE 110 AeBATHOAMIBHOM mKate (Tabma. 3).

Tabauua 3

JdepaTuOa/LIbEHAA HIKAAA rTHnepModmasHoceTH P.Beighton (1998)
Tect CyeraBel
CniocoGHOCTE [PABBIH  |TEBBIH
1. DACCHBHO OTOTHYTE Hazan V manen B nscTHO-QAIAHTOBOM CyCTaBe Gonee gen|l 1
Ha §O?
2. MACCHBHO TIpHBeCTH | masiern K 1aJ0HHOH NOBEPXHOCTH PVKH 1 1
3. MACCHBHO PA30THYTH JIOKTEBOH cyeTas > 107 1 1
4. MTACCHBHO PA30THYTH KOJIEHHBIH CVCTAB > 107 1 1
5. HHTEHCHBHO IPHIKATH JaJ0HH K IOy, He criban KoseneH 1 1
Hroro 8]

O,E[,HH Gana moxeT OBITE NOJIYHEH OJ1H I{a.?K,-‘.T,DIl:I CTOPOHEL [IPH MaHHIIVIALIHAY 1-4, [IO3ITOMY [I0Ka3d-
TEJIb FHHE]_JMOﬁHHhHOCTH COCTABMAET MAKCHMAIBHO § Bannos.

TunepMoGUILHOCTE ABAAETCA PE3yAbLTATOM ¢1ab0cTH CBA30K, KOTOpPAA HOCHT Ha-
cnefcTBeHHBIHN xapakTep. Ocobyio posbk B 3TOM OTHOIIEHHH UTPAKT MYTAIMH T€HOB, KOJIH-
PYIOIIHX KOJ71areH, 3iacTiH, GudpHIIHH 1 TeHacuH X.

T'unepMoSWIBLHOCTE MOKET OBITH MPHOGPETEHHOMH, MOCKOIBKY 06heM IBHKeHHH
B CYCTABAX MOKeT OBITh VBEJIHWUEH J0 THNepMODWILHOTO AHANA30HA TIOJ, BO3AEHCTBHEM
TPEHUPOBOK. BAJeTHREIM TaHIOpaM, KOTOphIe He 0071a1ai0T HACTIEICTBEHHOH BBICOKOH pac-
TAKIMOCTBI0 CBA30K, MPUXOAUTCA PAa3BHBATH THIEPMOOHIBHOCTE ONPeJeIeHHBIX CYCTAROB.
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IIpu 3TOM H3HAUYATBLHO HEH3MeHEHHBIE OKOJOCYCTABHBIE TKAHH 3allHINAKT HUX OT TPABM
(McCormack M. et al., 2004).

CUHAPOMOM THUMEPMOBUIBHOCTH CAeAyeT Ha3bIBATL COUYeTaHWE NpusHakoe [MC
¢ KJTHHHYECKOH CHMITOMATHKOH. Peub HMAET 0 9acThIX BBLIBHXaX M NOJBLIBHXax CYCTABOB,
ApPTPAITHAX, BOBJIEUeHNH BETeTATHBEHOH HEPBHOH cHCTeME! (BereTaTHBHAA IHCHYHKIIHA).
Takum obpazoM, A1d noHUMaHHA B3auMooTHOIeHHH Mexay IMC u CTMC ymecTEO npu-
BectH dopmyay P. I'pexama (Keer R., Grahame R., 2003).

I'm nep MOOHJIBHOCTD CYCTABOB + CHMOTOMATHEA = CHHIDOM I'HIep MOOHMJIBHOCTH CYCTABOB

Konunnueckne nposenesnda CI'MC uacTHYHO COBNANAOT C TAKOBEIMH IIPH IPVIHX
HHCT. KauM, nomumo I'MC, oTHOCATCA NOBLIIIEHHAA PACTAMXHMOCTEL KOXH, HApPYIIeHHE
pybuesanua 1 cTpuH, MaphaHoUHAA BHEITHOCTD, 4 TAKKe ocTeonenus. R. Grahame (2000)
nosaaraet, uto CI'MC u runepmobwieayio dopmy 3C (panee umenoeanace 3C, tun 11I)
ciegyeT cuuTaTh ciHOHHMaMHu. CI'MC, xoTA u He yMeHBIIAeT IPOL0IKUTEIbHOCTD KH3HH,
OJHAKO CYIIEeCTBEHHO CHHXKAET ee KauecTBO M BieveT 3a coD0M BO3HUKHOBEHHE CYCTABHBIX
Homeli 1 HeTPYIoCNocOOHOCTH.

Hmxe npusegenn! kputepun atA pacrnosHasanua CIMC (Grahame R. et al., 2000)
(Tabm. 4).

Tabnumna 4
IlepecMoOTpeHHBIE THATHOCTHY eCKH e KPHTEPHH CHHIPOMA
THIIEPMOOHUIBHOCTH CYCTABOB
bonbuie kpHTepHH Mansie KpHTepHH

1. lloxkazarens beliTtoHa 4/9 win 1. llokazarens beitona 1,2 wiu 3/9 (0, 1, 2 UK 3,
BBIILE (Kak B MOMeHT obcienosa- IIPH BO3PAcTe NMalueHTa 50 1 Donee aer).
HHI, TAK H B TPOILTIOM) 2. Aprpanarus (= 3 Mec) B 1-3 CYCTaBax WK Hosb B

2. Aprpanrus deTeIpex mwin Homee cruHe (23 Mec), CIOHINUIEes, CIIOHIH-
cveraBos Oortee 3 MecsIes. 73/ CIIOHAHIIOTHCTES.

3. Cueulenue/noaepiBux HoJlee 0AHOIC CYCTABA HIH
OOHOTO CYCTABA € HEOAHOKPATHEIM IIOBTOPEHHEM.

4. DBocnamenmHe MATKHX OKOJIOCYCTABHEBIX TKAHEH.

Tpu wnn Gonee noBpesaAeHUA (3THKOHIMINT,

TEHAOCHHOBHT, OypcHT)

MapdaHouanas BHENIHOCTD

AHOMATHH KOMKH: CTPHH, THIIEPPACTSIKHMOCTE,

TOHKAS KoKa, o0pasosanue py0IIOB 10 THIY 11a-

nupocHol GyMaru

[Tpuznaky, cBA3aHHBIE ¢ OPTAHAMH 3PeHH: 31H-

KaHT HJIH MHOITHSA, HIH QHIMULMOH20A0U0HbII

pa3pes 24aa.

8. BapukozHBIE BEHBI HJIH IPBIZKA, HIH BRINAIEHHE
MaTKH / OTPAMOH KHIIKH.

oo

e |

Taxum ofpasom, auaruosz CTMC yeranasaueaoT mpH BeiaaeHud TMC u cyeTaBHBIX
Doseii npu yemopuu nernmwdeHua CM u C3]1. Juarnoa CI'MC v yacTH nanHeHTOB cerogHs
MO3eT OBITh TOATBEP KIEH 1ab0paTOPHBIMH HCCTEI0BaHUAMHE YPOBHA TEHACIHHA-X CBIBO-
POTKHM KPOBH U IIPH aHATH3e NoIUMopQgH3Ma reHa TeHacllHHa-X.

B zaxmroueHne noguepkHeM, UTO B OTJIHYNE OT APYTHX, PACCMOTPEHHLIX BhIIIE BapH-
antoB HHCT, CI'MC BerpeuaeTcsa JOoCTATOYHO 4acTo, 4To TpedyeT olcy:xIeHHA alropuTrMa
OHATHOCTHKH 3THX HAPYIIEeHHI.
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3.5 Anropurm auarHocetuku HHCT

OnpegeneHHbll HAOOP BHENIHHX NPH3HAKOB MO3BOJAET C BLICOKOH BEPOATHOCTRIO
penoao:xuTh To Hian HHoe HHCT. Kaxk yxe Opl10 oTMedueHO, HAUMEHEIIEH JHAarHOCTHUE-
CKOH UYBCTBHTEJILHOCTEI 0071a7aK0T cycTaBHBIE NIPH3HAKH, a FHNepMOOHIBHOCTE CYCTABOR
MOMKET BBIABAATBCA MPAKTUYECKH MPHU BCEX JHCILUIACTHYECKHUX CHHApoMax H deHOoTHIaX.
CoueTaHue KOCTHBLIX M CYCTABHLIX IPU3HAKOER JAaeT OCHOBaHUE MPOBOAHTL AUATHOCTHYeCKHH
nouck CM upogcreennrelx emy HHCT. BrifApaeHHe NpH3HAKOE, XapaKTepH3VIOUIHY H3Me-
HEHHA KOKH, B COUETAHHH C CYCTABHLIMH H/HIH KOCTHEIMH [IPH3HAKAMH VKa3blBaeT
HA BBICOKYH) BEpPOATHOCTH BhIABAeHHA C3]]. BeiABieHIe MOBLIINIEHHOH JIOMKOCTH KOCTEH,
roayOBIX CKIIED B COUETAHMH € HU3KOPOCTIOCTRIO JA€T OCHOBAHHE NPOBOAHMTEL THATHOCTHUE-
ckuii noxck HO. Hakorel, sannune HeoOxoguMoro Habopa IpH3HAKOBR THNEPMOOMILHOCTH
CyCTaBOB MPH OTCYTCTBUH BHIPAXKEHHOTO BOBJAEUEHHMA KOCTHOH CHCTEMBI M KOYKH MOMKEeT VKa-
seiBaTh Ha CTMC.

Hexona w3 pe3yanrTaToB (heHOTHMHYECKOTo M KIMHHUEeCKoTo ofcaeqoBaHusa, Bpad
JOJIKeH HAIpABUTL MALlHEHTa B MeJHKO-TeHeTHUEeCKYH KOHCYILTAIHMIO A4 NpOBeIeHHA
MOJIEKY/IAPHO-TeHEeTHUECKOT0, HMMYHO-THCTOXHMHYECKOrD WM HMHBIX CHeIHATLHEIX HC-
CIeg0BaHH I, TO3BOMAKIINY YTOUHHTE THATHO3.

OpgHako, HapALY C PacCMOTPEHHBIMH BRIIIE HACAEICTBEHHLIMH CHHIPOMAaMH, IIOI-
XOABl K JHATHOCTHKE KOTOPEIX CErOZHA COIVIACOBAHDLI, B IIHPOKOH KIHHWYECKOH IIPAKTHKE
MOCTOAHHO BCTPEYAKTCA pasjaHYHBIE CHHAPOMBI H (QeHOTHNBI, HMeIlne o0IHe 4epThbl
cprimeHaspaHHbiME HHCT, HO He MOMHOCTRI0 COOTBETCTBYIOIIHNE COTIACOBAHHLIM KpHTe-
pPHAM. ITH CUHAPOME! H (peHOTUNLI, KOTOPEIe OYIVT paccMOTPEeHE! HIKE, XOTHA H UMeloT 0o-
Jee OIaronpHATHBIH DPOTrHO3, HAMHOIO DoJiee pacipocTpaHeHEl H BRISEIBAIOT IIOCTOAHHLIE
JHarHoCcTHYeCcKHe TPYIHOCTH.

4. Hanbogee pacnpocrpaHeHHBIE JHCILTACTHYECKIIe CHHAPOMBI H (heHOTHIIBI

Hucro HHCT, rpynnupyioliHxca B cXOJHBIE II0 BHEIIHUM H BHCHEPATLHBIM HpH-
3HaKaM CHHAPOMEI H (peHOTHIB, BechMa BeJlHko. Kak Oblsio nokasaHo BEIIIe, 0coODeHHO uac-
TO IPHXOAUTCA CTATKHBATLCA ¢ CHHAPOMAaMH, GIH3KHMH 110 CBOMM KTHHHUYECKHM NIPOsABIIe-
HuAM K CM. ITockoaeky ngestTudukanua otaensasix HHCT n3-3a TpygHOCTel NpoBefeHna
MOJIEKYIAPHO-TEHETHUECKHX HCCAeJ0oBaHUH KpaliHe 3aTpyAHeHa, cjeyeT HCIOJIL30BaTh
[PHHIHIE] TPYOIHPOBKH CHHEAPOMOB 1 peHOTHIIOB Ha 0CHOBE O/IH30CTH
X (eHOTHITHUECKUX TPOABIEH HH.

B ocHOBY TakoH TPYNNHPOBKH HEOOXOAMMO NOJOMKHTL AITOPUTMBI, OCHOBAaHHEBIE
Ha o0LIeNPHHATLIX I0IX04AX H COIMIacOBaHHBIX KPUTePHAX, obcy:xAaBIINXcA BEIe. FIMen-
HO TakHe CHHAPOMEI H (peHOTHIE, OTAABaA JaHL OTeUecTBEHHOH TPaguIliH, ciaeJyeT Ha3kbl-
BATEH « JUCIUIAZUAMHE COeJHHHATENBEHOH TRauu» (JICT).

Huxe npupegeHsl HauOosee pacnpocTpaHEHHEBIE IHCIIACTHUECKHE CHHAPOMEI
M (GEHOTHNE], KOTOPHIE 3a4acTyil) HMeI0T CXOIHBLIE BHEIIHHe MpPOoABTeHHA. B nepedeHb
erToueH B CI'MC, anropuTMBl JHATHOCTHKH KOTOPOTO paccMaTpPHBAIHCE Bollle. Bee cHH-
JpoMBI H heHOTHIIEL PACTIOIOKEHEl B NOpAAKe YORIBAHHA HX KIHHHYECKOH 3HAUHMOCTH.

HauGosiee pacnpocTpaHeHHBIE CHHAPOMBI H (DEHOTHINBI, BKJIIOYEHHbIE
B mouaTue JICT
1. TIponanc Mmutpanbuoro knanasa (ITMK)
. Mapdanouasas sHemHocTs (MB)
. Mapdanonogobunii pernorun (MITD)
. Anepconoaobuniii henotun (ST1D)
Cungpom runepMobunbHocTH cycrasoe (CTMC)
. CHHOpPOMEI co cMeman HEIM deroTHIIOM (CD)
Hexnaccudunupyemoiii enorun (HKD)

o kLo
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BugHo, uTO CcHHAPOME! H (EHOTHNOB! 1-3 YACTHYHC COBMNAJAKT M0 KIMHHUECKHM
IpoABAeHHAM ¢ cuHApoMoM Mapdara. @eHOTHIEI H CHHAPOMEI 4-5 HMEIT MHOro 00X
UepT ¢ KIaccHUYecKHM M THIepMoOMILHBIM THIAMH cCHHApoMa Jiaepca — Hdanmo.

B ocHOBY pacno3HaBaHHA BhIIIEHAIBAHHEIX CHHAPOMOB 1 (DEHOTHIIOB JO/LKHEI OBIThH
[I0JI0KeHEI Pe3yIbTaTEl ceMeliHOro, reHeanoruueckoro 1 heHoTHIHYecKoro obcie 10BaHHMIL,
manHble 9X0oKI 1 ¥3H opraHoe OproInHON NOJI0CTH KU NoUeK. V3 MHEOXKEeCTEAa BHEIIHUX NIPH-
s3HaxoB HHCT npuopuTeTHB! Te, KOTOPBIE HCIOABL3YIOTEA B MeKIyHAPOIHLIX peKoMeHJallu-
AX B KauecTee Dopinx #1 Matex kputepues HHCT (cM. Brime).

Jna oUeHKHM BOBAEUEHHOCTH TOH WJIM WHOH CHCTEMBI CIEOVEeT ONHpPaThes
Ha MOIXO0bI, HM3JI0JKeHHLIe B IPHBEJEHHLIX Bhllle pexoMeHpanuax (IeHTcKue KpUTepHH
OHArHOCTHKH cHHApoMa Mapdana, BunandpaHiickiie KpUTEPHH JHATHOCTHKH CHHApPOMA
Jnepca— [anmo, bpaiitoHckie kpuTepuH jguarHocTHkH CI'MC, pexomenpanmu AHA
1o BeJeHN0 GOMBHBIX ¢ KIAMaHHOH MaToT0THE).

Bawuo noguepKHYTDL, UTO IHATHOCTHKA NepeuHCcTeHHBIX CHHAPOMOB U (eHOTHIIOB
Tpe0yeT He TOJABKD 3HAHHA OCHOBHBIX NPH3HAKOB H alropuTMoB pacnosHaeaHua HHCT,
HO ¥ IPOBeJeHHA ceMelHoro o0cieoBaHHA M JAHHBIX J1a00paTOpPHOTO HeCle0BaHHA Me-
Tabonm3Ma coeTHHUTEILHOH TKAaHH.

B cuny ckazaHHOTO, B OCHOBY AITOPUTMA AHATHOCTHKH BEIIIEHAZBAHHBIX CHHIPOMOB
H (heHOTHNOE credyemn NnoA0XUML Te JKe NPHHINUNL JeleHHsA NPHIHAKOB Ha GoJIbIIHe
M MaJjble, KAk 3T0 CJeJdaH0 B COIIACOBAHHBIX  SKCIOEpPTAMH  peKOMeHJAllHAX
o quarsocTrke ocHoBHBIX HHCT(cm. BRINNE), ¢ HCMOAB30BAHUEM TOTO e Habopa nmpu3Ha-
KOB HTEMH Ke T[0AX0ZAMH K OIeHKe HXBBEIpaKeHHOCTH. [IpH 3TOM Kak H37103KeHo
B 'eHTCKHX KpHUTEpHAX, — OOJbIIHE KpPHTEPHH CBHIETEILCTBYIOT 0 HATHYHH
B COOTBETCTBYIOILEH CcHCTEMe namo.dg2uMeckux uameHeHuil. Maable KpHTepHH,
4 B HEKOTOPLIX CAyYaAX — OJuH O0IbIIoH KpUTepHH, CBHAETEILCTEYIOT O 808/1eHeHUL Mol
1L1U UHOIL cucmeMbi B HaclieACTBeHHYI0 NaTOJI0THE) COeJHHUTeTbHOH TKAHH.

4.1 AJrTopUTMBI JHATHOCTHKH JHCILIACTHUECKHX CHHIPOMOB
1 (peHOoTHIIOB

4.1.1 ITpoaanc mumpaavHozo kaanava (ITMK)

IIMK onpezenserca cerogHa no gaHHEBIM IxofonmaepKl’ kak enidyxaHue oZHOH
H/unu 06erx CTBOPOK MUTPATBLHOTO KIalaHa B MOJ0CTH IEBOTO MPeAcepansa Ha 2 MM u 6o-
jlee HaJ VPOBHEM MHTPAILHOTO KOJbIA 10 FOPH30HTAILHOM OCH B NapacTepHATbHOHN N03H-
MK ¢ MHKcOMaT03H0H geredepanuei(M]I) cTBopok win Oe3 Hee ¢ MHTPATIBHOH Peryprura-
upeit(MP) win 6es nee (ACC/AHA, Bonow R. 0. et al.,, 2006).

BawHo moguepkHYTh, UTO Takasa (GOpPMyIUPOBKA AOIMYCKAET BKIIOUEHHE B OHATHE
TIMK caMEIX pa3HBIX BAPDHAHTOB:

» Oegobunueiil SxoK deHoMeH, BOIHHKAIOMINN H3-3a H30BITOUHOH IIHMHEI CTBOPOK
ITH WX BEICOKOH 3/IACTHYHOCTH YV JTHI] MOJIOAOT0 BO3PacTa, 0cO0EHHO ¥ MOJIOIBIX JKeHIIHH

« Majad aHOMAJHA Cep/lla, YacTo CONPOBOIANNIIAA APYTHE KiaccHpHUIpyeMble
H HekIaccHQHIIHPYeMble JHCITacTHYecKHEe CHHAPOMEL

s CAaMOCTOATEALHBIH KIHHMUECKH M NPOTHOCTHYECKH 3HAUMMBIH cHHApoOM. Peun
nger o neppuuHoM cemeiinom IIMK (FAMILIAL MITRAL VALVE PROLAPSE — MIM
157700), nanee, — euaapom ITMK u nepsuunom mukcomatostoMm [IMK (MYXOMATOUS
MITRAL VALVE PROLAPSE — MIM 607829 uau MIM 610840).

s IIEHOTPONHOE MPOABIEHHE HEKOTOPEIX KiaaccudunupyeMblx HHCT (cuHapoME
Mapdana, 3aepca-Jlanmo u gp.)

JIHIIE DpH HCKIYeHHH H3BecTHEIX KiaccHduiupyemelx HHCT v npunaTHR pelle-
HUA 0 KJIHHMYEeCcKH 3HAUMMOM reHeTHUeckH JeTepMuHHpoaHHoM [IMK auarsosam «CHEH-
gpoum IIMK» wmn «Ilepeuunbiil MukcoMato3Hbld [IMK» nomxsHO OBITE OTHAHO Npennodre-
HHUE Tepe] BceMH APYTUMH MNepeuHcIeHHBIMH BbIlle JUCTITACTHUECKHMHN CHHIPOMAMH
u penoTunamu. Camo cobof pasyMeeTcs, YTO LI THATHOCTUKK FeHETHUECKH JeTepMHHH-
poBannoro nepsuuHoro I[IMK Heab3is orpaHHUHTBCA JIHINL (OPMATLHO NPOBEAEHHBIM
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IxoKI' ucenemopaHWeM B CTAHJAPTHBIX NO3HMIIHAX M HeoOXOAMMO VUHMTLIBATL Pe3yJIbTATEI
obcenoBaHusa ceMbH, (heHOTHIMHYECKHE JaHHbIE H KIHHHUECKYE) KAPTHHY 3a00TeBaHHA.

IIpu oTCYTCTBUH MPU3HAKOB MUKCOMaTo3HOH meremepanuu (M) ctBopox (moka-
3aH BBICOKHH pPHCK CEpAeYHO-COCYAMCTBIX OCA0XKHEHHH NpH TOJIIHHE CTBOPOK 5MM
H Oonee) Heobxoguma guddepenHHaTbHads JHATHOCTHRA Mex Dy cuaapomom [IMEK, TIMK
KaKk OJHOHM M3 MajJblX aHOMAIHH H BapHaHTOM HoOpMbl. JduarHocTuka cuegpoma [IMK
JO/KHA OCHOBBIBATLCA Ha KWIHHHYecKHX U 3x0KI' nanunix. Cuaapoum IIMK 310 coueranue
SxoKT-npusHakoR mponaaGHpOBAHUA CTROPOK/CTBOPKH € KIMHHYECKHUMH AAHHBIMHU (Ha-
JMYNE CHCTOTHYEeCKOrD KAMKA M CHCTOMHUYECKOTO IIVMA, TUIOTEeH3HS U OPTOCTATHUEeCKad
HEJOCTATOUHOCTDL, BereTaTHBHAA AUCHYVHKIINA, apUTMHUECKWH CHHAPOM M H3MEeHeHUA
Ha IKT). ITpu uckmwovenun cuugpoma IIMK sribyxanune cTBOpOK Ha 2 MM # Oojiee Han
VDOBHEM MHTPATLHOTO KOJBIA MOMKET OBIThH pPAcleHeHO Kak OJWH U3 BapuaHToB MAC,
UHEI0 KOTOPBIX, KAK H3BECTHO, TECHO KOPPEIHPYeT ¢ KOJIHUYeCTBOM BEIABIAEMBIX BHEI-
Hux npusHakos HHCT (fIroma A.B., Tmagkmx H.H.2007). Caeayer NDOMHHTE
H BO3MOKHOCTH OTHECEHHA cIyuaeB BLIOyXaHMA CTBOPOK HA 2 MM HAJ YPOBHEM MHTPATL-
Horo koabla 6e3 MP u M k BapHadTy HOPMEL

4.1.2 Mapdaroudrasn gaHewrHocms (MB)

HOuarHosz «MapdaHongHAA BHEMIHOCTE» [OOJDKEH CTaBUTBCA B COOTBETCTBHE
¢ [eHTCKUMH KPUTEPHUAMH NIPH HATHYUH NPH3HAKOB BOBJAEUEHHA KOCTHOH CHCTeME], IPH
OTCYTCTEHH KIHHHMYeCKH 3HaUHMMBIX IPH3HAKOB BOBJIEUEHHA 3DHTEILHOIO amnmapara, cep-
JEUYHO-COCYINCTOH U AbIXaTeabHo# cuctem (cum. leHTckHe KpuTepuu, paszen 3.1). Hamowm-
HIIM, UTO KOCTHAH CHCTEMAa BOBJIEYEeHA, ec/Tl BLIABAATCA: He MeHee 2X O0JIBIITHY IPHU3HAa-
KOB, WM OOUH DOMBIIOH 1 2 MadLIX IPHU3HaKa. KpoMe Toro, BoBIeueHHe KOCTHOH CHCTEME]
MOJKET OBITH OHATHOCTHPOBAHO NMPH HAMHYHH 4X MATBIX [IPH3HAKOB, XapaKTepPH3YIOIINX
JOJHX0CTeHOMEHI0. B IHATHOCTHKE BOBJIEUYeHHA KOCTHOH CHCTeME! cllefyeT HCHOoAB30BaTh
Domee MArKHe KPHTEPHH H3MeHEHHA KOCTHOH CcHCTeMbl, YeM Te, KOTOPhble NpHBeIeHEI
B l'enTckux kputepuax (Malfait F. et al.,2006).

IMpuznaku mapdaHOHIHOI BHENITHOCTH
. ApaxsomakTHANA (CHMOTOMEI G0BIIOT0 NATLIA + 3aTACTLA)

. Cronuotruecka: gedopmaiia DI03BOHOUHHKA

. Boporkoobpasnaa nedopmaniia rpyaHEOH KIETKH

. Knnepupgnan gedpopmanya rpyaHol KIeTKH

. OrHomeHHe pa3Maxa PYVK K pocTy paBeH win Oonee 1,03

OtHolenHe BepxXHero (10 IOHHOTO cpallieHH ) i HIDKHENO CerMeHTOR Tejla MeHee 0,89
. OTHOUIeHHEe JTHHEI PYKH K pocTy bomee 11%

8. OrHOLIEeHHE JUTHHEI CTOIE! K pocTy Dosee 15%

MapdanongHasd BHEUIHOCTL MOMKeT OBLITh CcaMOCTOATENLHBIM cHHApPoMoM (Loeys-
Dietz syndrome,type2B; LDS2B — 610380) wiu nposasiaenuem apyrux HHCT (curgpom
Mapdana, nepeuusniii [IMK, MASS-syndrome, BposIeHHAas KOHTPAKTYPHAA apaxHOTAK-
THIHA U OP.).

AR Il =

~1

4.1.3 Mapgaronododuusltil ghernomun (MIId)

MapdanonogobHblil (heHOTUN AHATHOCTUDYIOT MPH HATWUYWH NPH3HAKOE BOBJIEYE-
HHUS KOCTHOH CHCTEMBI B COUETAHHH C MATOJIOTHUECKHMH HIMEHeHHAMH B OTHOH
H3 BHCIEPATLHLIN CHCTeM HIH PHU3HAKOB BOBJEYEHHs ellle JIBVX BHCIeDPATLHEIX CHCTEM.
He cieqyer 3abbiBaTh, UTO 715 ONEHKH MATOJOTHUECKHX M3MeHeHHH /TN BORIEUEeHUA
KOCTHOM cHCTeMbl He0DX0IMMO MpoBeIeHe PEeHTIeHOMOTHUeCKOTo Hecae0BaHuA Tazobe-
penHbIxX cyetapoB H KT nwin MPT nossoHOuHHKA.

Camo coDoH pasymeercd, uto MII® wmoxer Brouath BceDf Kak coaydad
CM c HenoJHBIMHE ['eHTCKHMH KpPHTEDPHAMH, TaK W LeablH pAn popcreBeHHBIX ¢ CM HHCT,
KOTOpEIe MepevHcIeHbl B MPHI0&eHHH 2. OTMeTHM, UT0O IpH OTCYTCTBHH NOJHOro Habopa
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TeHTCKHX KPHUTEPHEB, Kak INOKa3aTH HEJABHO IPOBEIEHHLIE UCCTIEe J0BAHMA (Fﬂi\-‘l‘e L.et Ell.,
2008), I[IPH3HAKH DACIIHPEHHA a0PTEI IIOABIAKTCA B Domee mo3gHeM BO3pacre, 4TO, OOHA-
KO, HE CHHMKAET 0IMacHOCThL DAa3BHUTHA OCTIOXKHEHHH.

4.1.4 daepeonododustit dienomun (I1P)

Smepcononobuei derotun (I11P) sxmouaer B cebsA IMHPOKKUE IHATTAZ0H COCTOAHHE
OT «HEeNOJHOTO» cHHApoMA 3iepca — JlaHmo 1o BeckMa JerKUX U KIHMHHYecKH MeHee 3Ha-
UHMEIX COCTOAHHUH, JTHATHOCTHPYEMEIX IPH HATHYHY IPH3HAKOB BOBIEYEeHHA KOKH, MBIIIII,
CYCTABOB, 4 TAKIKE COCYZOB. [7IaBHOE yeiloBHEe OTHeceHHA nanueHTta kK S — Hanmume
HE MeHee 2X MaJbIX MPH3HAKOB BOBJEUeHHA KOKH. (cM. BuwuihdpaHnickue KpuTe-
pHH, paznen 3.2). BaxkHo moHUMAaTh, uTo B ITI® npu TakoM VIPOIIEHHOM ATTOPUTME JHAr-
HOCTHKH BKJTIOUAIOTCA HEKOTOPBIE CYDKIMHUYECKHE BAPHAHTHI V2Ke M3BECTHBIX LIEeCTH MO/~
THIIOB, YIOMHAHYTBIX B BUIBGpaHIICKMX  KPUTEPHAX, TAK W MHOJECTBO  elle
He KIaccHQHIHPOBAHHLIX BapuaHToe C3]I.

4.1.5 CrewarHsiit ghenHomun (CP)

Cumemanuntit dedotun (CP) eremyer AMaTHOCTHPOBATE IPH HATMUNH MPH3IHAKOB
BOBJIEUEHHA KOCTHOW CHCTEMDI, KOKH W runepMobunbHocti cycraBos(IMC). Hamuune
BOBJIEUEHHUS KOCTHOH CHCTEMBI CJIEIVET OIeHUBAThL no kpurtepuam Malfait F. et al. (2006),
NPUBEIEHHLIM I AUATHOCTHKM MapdaHouIHOH BHEIMHOCTH (4 U3 8 MPU3HAKOR), BOBIE-
UeHHME KOMH NPH HATUUYHY He MeHee JBYX KOMHBIX IPH3HAKOB, BORTEUEHHe CYCTABOB MIPH
BLIABIEHHH THTIEPMOOHILHOCTH CYCTABOB Ha 4 1 Gonee Gamnos no Beighton P. et al.(1999) .
Taxoe coueranue npusHakos (overlap syndrome) pnosHe JONycKaeT OTHOBPEMEHHOE BBIAE-
nenne [IMK npu yeToBHH ero KIHHHYECKOH H reMOZHHAMHAUYECKOH He3HAYHMOCTH (0TCyT-
CTBHE MPH3HAKOB MHKCOMATO3HOH JeTeHepalliy H BeipaskeHHoi MP).

4.1.6 CuHOpoOM 2uNepMoGUAILHOCTIU CYCINA808

Huarnoctuka CI'MC Oputm paccMOTpeHBI BEINE (CM. paszen 3.4) H OCHOBaHAa
Ha BpadTOHCKHX KPHTEPHAN, PeBH30BaHHLIX no3gHee R. Grahame (2000). ¥MecTHO oTMe-
THUTE, YTO, KAK H BCe BRIIIeNepedyHcIeHHEe cHEAPOME! H deroTunel, CI'MC guarHoctupyert-
cA JIHIIL HA OCHOBe OOUIHOCTH KIMHHYECKHX NPOABIeHHH HreHeTHUYecKH HeOoIHODOIEeH.
OH MOKeT BKJIHOUATHL B cebA HE TOABKO CIydaH MYTallHH TeHa TeHACKHHA-X, HO U APYTHX
T€HOB, OTBETCTBEHHLIX 34 (OPMHUPOBAHNUE CTPYKTYPHI H GYHKIIMHA HHBEIX OETKOB BHEKJIETOU-
HOTO MATPHKCA.

4.1.7 Hexaaccuguuupyemuwlit ghenomun (HKD)

Ornasan naHb OTEUECTBEHHLIM HCCIeI0BAHHAM HHCT, OCHOBAHHLIM
Ha HCIIOJAL30BAHNH KOJHUeCcTBeHHOro HMAH DalabHoro noaxodoe kK auarHocture HHCT,
H IIO3BOJIHUBIINM NpogeMoHcTpHpoBatsh Bk1ag HHCT B dopmuporanie ocobeHHOCTEH KIH-
HUYECKOH KapTHHBI MHOTHX 3a0ojeBaHHH BHYTPEHHHX OPraHOB, pPa3BHBINHXcA Ha doHe
NIPH3HAKOB OUCILIa3nl, cienyeT BenenaTs HK®. B ocrory guarHoctukn HK®, B oTnruume
OT BCeX BEIIIEHA3BAHHLIX MOJ0MKEeH KOJANJYecTBeHHBIH npuHIHN. JaxmoueHne o HK® cie-
JIVeT BLIHOCHTE NIPH BEIABJIEHHN HE MEHee MIeCTH MAJBIX BHENTHUX /WKl BUCIEPATLHBIX
npusHakoe JCT, npu yc1oBUH HCKINUYEHHUA BCEX BBLIIIEHA3BAHHBIX CHHAPOMOB, HATHUHH
otaAromerHoro no HHCT cemeiiHoro aHaMHe3a H.1a00paTopHBIX TAHHBIX, IIOLTEEP XIAI0-
MIHX HApYIIIeHHe MeTaboau3Ma coeJMHHUTeIBHOH TKaHH.

4.1.8 Heduaznocmuuecxkue 3axAOUeHUR O HAPYWEHUAX coeduHUMmenb-
HOU MKEaHU

Wexoaa W3 JaHHBIX JATEPATYPhI 0 BO3MOKHOCTH MCNOIL30BAHUA KOJTMYECTBEeHHOTD
H/unu banabHOro noaxofa B pacno3HasaHuH HCT, caemyeT mpoZomxHTE HCCTIeJOBAHHA
KIHHHYecKoH 3HaunMocTH npuzHakoB HHCT Ha ocHOBe KOJIHMYECTEEHHOTO Nomxoza. Peun
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HIOET O CIYyYAaAX BRIABIEHHA VEEIHUYEHHOIO YHOTa BHENTHHX HJIH BHCHEDATBHBIX IIPH3HAKOB
JAHCIITa3HH.

IoenlIeHHEAA JHCILIAcTHYeCKad crurmaTaaanuAa(I11C)

1. Hanuume 3-5 Maiblx BHEIIHHX NPH3IHAKOB JHUCILIA3HH

2. PaznuyHEBle cOueTaHHA MaTLIX KOCTHBIX, KOJKHBIX H CYCTABHLIX IPH3HAKOB, HATH-
UHe KOTOPBIX HE N03BOJAET KIaccHHIIHPOBaTEL OJHH H3 BhINIeNepedHc/IeHHEIX CHHAPOMAaM
H PEHOTHIIOB

IloBelllIeHHAadA, NPEHMYIIeCTBEHHO BHcIepaJdbHadA, JHCILIACTHYeCKAdA
crurmaTtuaamnusa (II7ICg)

» Hannune eAHHHYHBIX MalblX BHEIUHHX (eHOB JHCILIA3HU

» Hannume 3 m0osee ManblX aHOMATHH CepAla, BKIKYAd YAJIMHEHHE CTBODOK
MHTPaTBHOTO Kiatada win gerkuit [IMK fe3 npusnakos MP u MukcoMaToaa U/ WiH coen-
HHUTEIbHOTKAaHHOTO KapKaca OAPYTHX BHYTPEHHHX OPTaHOB (AMCTONHA MOYEK, BUCLEPONTO3,
pedarokcHaa 6oe3Hb, PelHAHBHPYIONIHN THEBMOTODAKC, TPaxeoOpPOHXOMerainusa, reMop-
paruueckHii CHHIPOM H p.)

Jea evbiueHA3eaHHLIX 3AKANYEHUS He A6A8KMcA  UAZHOCMUMECKUMU U AULLD
daavHelillee HAKOMEHUE HAYYHBLLY OQHHBLIX U KAUHUYECKUX HabG.A0eHUll no3e0aum ymou-
HUMb KAUHUMECKYH 3HAUUMOCTIL MaKo20 hodxoda.

4.2 TudppepeHnuanbHas JHATHOCTHKEA HauboJiee pacnpocTpaHeHHBIX
JUCILTACTHYECKHX CHHAPOMORB H (DEHOTHIIOB

YUNTBHIBAA CXOACTBO CHMIITOMATHKH H BO3MOKHOCTEL BEIABIEHHA CXOJHBIX BHEITHHX
MIPU3HAKOBR TIPH PA3JIHMYHEBIX JHCITACTHUECKHX CHHApOMAaX, Bonlpockl AHddepeHINATLHOH
JHArHOCTHKH Tpe0yIoT YTOUHeHHA:

s HaTHYHe [IPH3HAKOB, NO3BOJANMINX NocTaBUTEh guarHoz «Cupzpom IIMK man
NEPBUUHBIN MHKcoMaTO3HBIH [IMK» uckI0UaeT BO3MOKHOCTE MH0O0TO U3 MepeurcIeHHBIX
HIKE CHHIPOMOE U (PeHOTHIIOE.

« IUATHO3Z «MapdaHOHIHAA BHEIIHOCTL» CTABAT NMPH HATHYHH KPUTEPHEB BOBJe-
YeHHsA KOCTHOH CHCTeMEBI M DU OTCYTCTBUHM TPHU3HAKOB BORIEUEHHA JPYIHX OpPTaHOB
H CHCTEM, XapaKTepPHEIX 114 cuHgpoMa Mapdasa.

« HaubOJIBIIHE TPYVOHOCTH BOZHHUKAKT OpH AHddepeHnHATEHON ITHATHOCTHKE
MII® 1 311® deHOTHNOR, NOCKOALKY NPH MIEPBOM MOTYVT HMETLCA IIPH3HAKH BOBIEUEHHA
KOKH, TOUHO TaK JKe, KaK IpH a1epconogobuoM GeHoTHIIE — H3MEeHEeHHA KOCTHOH CHCTEMBL.
B nogobHBIX coyuasx npu auddepeHnHanbHOH IHATHOCTHKE cilefyeT VUHTBLIBATH BhIpa-
JKEHHOCTE U KOJIHYecTBO NIPH3HAKOB H3MeHeHHH cKesleTa | koUW, BepoaTtHocTs 311® cyme-
CTBEHHO MMOBLIIIAETCA NMPH HATHYHH IBYX H 00Jee KOKHLIX MPHIHAKOE H OTCYTCTBHH pH-
3HAKOB JIOJTHXOCTEH OMEITHH.

s CHHIPOMEI CO cMelmanHeM deHoTunoM (CP) DomKHLI OUATHOCTHPOBATLCA TIPH
HATHYWHA TIPHU3HAKOB BOBJIEYEHWA KOCTHOH CHCTEMBI, KOKH M CYCTABOB. BBIABJIEHHE
C® ne ncxmouaeT BeIARIeHHA MAP, B ToMm uncae 1 MAC,

« guarHo3pl MII® wiu 3119 nckIiouanT BOZMOKHOCTE HERJIACCHPHITHPYEMOro
deHOTHINA

» 3awmouenue o HK® Bo3aMoOxKHO JUIE IPH OTCYTCTBUH KPUTEPHER THATHOCTHKH
JPYIUX BRIIIeHA3BAHHLIX CHHAPOMOB H (PeHOTHIIOB.

« IIJC ullCe 3aHEMAKT NOCTAEIHHE MECTa B HEPApPXHH 3arKIUeHHH, a 0LleHKa
HX KIHHHUYecKol 3HaUHUMOCTH TpeQyeT NpoBeieHNs crellHalbHBIX HeeleJ0BaHN .

JuarsocTuka BEIIEHA3BAHHEIX CHEAPOMOB U peHOTHIIOB TpelyeT He TOJIbKO 3HAHUA
BHEIIIHKUX MPH3HAKOB, HO 1 00C/IeJOBAHNIA COCTOAHNA APYTHX OPraHOB H CHCTeM H, Ipexie
BCETO, CEpAEeUYHO-cocyaHcToH. Ocofoe MecTo B JHATHOCTHKE BOBJIEUEHHA cepAlia H COCYIOE
B JUCIIACTHUYECKHH Mpolecc 3aHHMaeT sXokapauorpadmua, Oe3 KOTOpoil cerogHsA HeBO3-
MOXHO HCKIIYHUTE HACTEACTBEHHYI0 MaTOJA0THI) A0PTEL H MHTPAIBHOTO KiaanaHa. FIMeHHO



PekomeHgaumm BHOK no nedeHuio.. .. 89

Ha pe3yabrarax IXoKI-uccnenopanna ocHoBaHa guardocTuka MASS-peHoTHIA B Tposanca
MHUTPaTLHOTO KanaHa.

4.3 BoapacTHbie acnekTsl guarHocTuku HHCT

Tenernueckul gedeKT MOMKET NPOABIATLCA B Pa3HBIe BO3PACTHLIE MEPHOALI H, UeM
paHblle OHH BLIABIAIOTCA, TeM OoJjiee BhIpa)keHa KIHHHYecKad KapTHHA 3a0071eBaHHsA
H TAxened nporHo3. B npolecce pocra M pa3sBHUTHA OpPraHH3Ma MPOHCXOAHT HAKOIUIeHHe
IedeKTOR B CHCTEME COEIUHUTEILHOH TKAaHH (feIKN BHeKIETOUHOTO MATPHKCA, QepMEeHTEL,
KIeTKH). BpeMsa MoABRIEHHA KIHHHYECKHX MNpH3HAkoB pasdnuudeix HHCT 3aBucnt
OT BpeMeHHBIX 3aK0HOMePHOCTeH TeHHOH SKCNpeccHi, MTeHeTPaHTHOCTH TeHOB H XapakTepa
(haKTOPOB BHEUIHEH Cpeanl.

VBeguTenbHO NMOKA3aHO, UTO B paHHEM OeTcKoM Bo3pacre auarHo3 CM Briniepaet
oco0ble 3aTpyIHEHHA W BO3MOXEH Ha OCHOBe KIMHHUECKMX JAHHBIX JHIIL B 56% ciiyuaes
(Faivre L.et al. 2008). C gpyroii croponsl, suartgoctuka CI'MC no KIHHRYeCKHM MPH3HAKAM
runepMo0HILHOCTH IPOCTO HEBO3MOKHA ¥V IeTel 1M NOAPOCTKOR A0 16 J1eT.

TFoBOp#A 0 BO3PACTHBIX acMeKTax NpobiIeMbl, cIefyeT MoIYepKHYTh, YTO MHOTHE MPH-
3HaKH, 00BI9HO acconuupytomueca ¢ HHCT, moryT OBITE cBAZaHLI ¢ IPOLIECCAMH CTApPEHHA
(cxomnoTHueckasn gedopMalia NO3BOHOUYHHUKA, IVIOCKOCTOIIHE, BAPUKO3HAA 00/Ie3HD U Ip.),
UTO 3aTPYIHAET JHATHOCTHKY MHOTHX CHHIPOMOB H (D€HOTHIIOR ¥ JIHI] CTAPUINX BO3PACTHBIX
rpynm. JIpyrue (MoGHALHOCTE CYCTABOB) ¢ BO3PACTOM YMEHBIIAIOTCA, UTO TaKkKe TpebyeT me-
JeHanpaeIeHHoOTo chopa aHaMHe3sa 1A yrouHeEHA nguarsoza CIMC. Haubosaninell uyect-
BHTE/IEHOCTBE) H CIIeNHHIHOCTEIO0 714 KIHHAYeckol guarHocTikd HHCT obaagaroTt koct-
HBIE TIPU3HAKIL.

4.4 HHCT un MKB X

B MKB-X otpaxkentl ocHoeHBIe MoHOoTeHHEEIe HHCT M HeckoaIbKO HaCIeACTBEHHBIX
CHHAPOMOB, 0OTHeceHHEIX K rpynne JCT:

1. Q 78.0 HezaBepinéHubii ocTeoreHes. BposkaEHHAA TOMKOCTE KOCTeH.

2. Q 79.6 CuggpomM Jaepca-lanno

3. Q 87.4 Cungpom Mapdrana

4. 1 34.1 [Iponanc METpanBHOTO KianaHa

5. M 35.7 TunepMobuInHbI cMHAPOM Pa36oaTAHHOCTH, U3MHINHEH MOABMKHOCTH.
Cemetinas ci1afocTh CBA3OK.

IIpr kKogWMpoBaHHH JAWArHo3a V NalMeHTa ¢ CHHApOMaMH M eHOTHIaMH
He kraccuunuposaniesiMia B MKE (Mapdanonguas sHemHocTs, Mapdanonoao0Heii he-
HOTHTI ¥ Ip.) CeIyeT MCNOoJb30BATE BEAYINE KINHHUYeCKWe MpofAsaeHud, pybpudunupo-
eaHHBle B MKD. [I18 onHucaHua MOJTHOPTAHHBIX NIOPAKeHHH 3a4acTy) HEJOCTATOYHO OJHO-
ro mudpa, THIb COBOKYITHOCTE koZoB MKDB no3eoasAer oTpa3uTh VHHKATLHBIH HaGop mpH-
suakoe HHCT y xoHKpeTHOTo nanueHsTa.

Ipu dopmymupoeke AuarHosa nanuenTta ¢ npusHakamu HHCT meobxommumo crtpe-
MHTBCH HAa OCHOBAHHMHM PE3yIbLTATOB 00CIeI0BAHMA OHATHOCTUPOBATL AHCILTACTHUECKHE
CHHIPOMBI H ¢peHOTHIILI, a guarHo3 HK® ucnoan3zosBath 414 caydaes, Korda KiaccHbHIIH-
pPOBATL AHCITACTHUYECKHH CHHAPOM HIH (GeHOTHI He NpeicTaBIAeTcd BO3MOXKHBIM. IIpu
sToM BamboM cayuae NpH (GOPMyTHPOBKE OHATHO3A CJIeAyeT YKA3LIBATL HMEHIIHEcHd
v nauueHTa npusHaxu JICT, dopmupya, Takum o0pasoM, «IOPTpeT» NalnueHTa, MOHATHBIH
Bpauy Nocjaeyollero KoHTaKTa.

B npunoxernnn 6 mpueefeHbl OpHMephl  (OPMYyJIHPOBKM  AHATHO30B Y JIHIL
C PA3JIHUYHBIMH JHCILIACTHUECKHUMH CHHAPOMAMH 1 (beHOTHIaAMH.

5. TakTHEKa BegeHHA 1 JJeueHue manmueaTos ¢c HHCT

Yeunus uceienoBaTesiell ceroiHA HallpaB/ieHbl Ha MOUCK TeHHO-HHKeHePHBIX MeTo-
OB 071 KOPPEKIIHH reHeTHUEeCKHX JedeKToR, dexamux B ocHoee HHCT. Bmecte ¢ Tem, pe-
anbHAA MOMOIIL MAalHeHTAM CerofHA JeXHT B cdepe MNpakTHUecKoH MeLHITHHBI
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W 3arIouaeTcs B padpaboTke obpX MeponpHATHH Mo guarHocTuke uaedeHuro HHCT
B [IEJIOM H METOJI0B NPoQIIAKTHKE H Ie9eHHA OTAeIBHEIX (hopM.

5.1 00mne moaxoanl K Jgdeuenuno HHCT

Obmue nogxoan k aedeHno HHCT u, npexae Beero, JICT DomMKHEBI BRIHOYATE B celd
PEKOMEHAIMH M0 TCHX0J0THUYECKOH TI0AIePsKKe, PeKUMY AHSA W IBUTaTe/lbHOH aKTHBHO-
CTH, IHeTOoTepaniuu, (H3ndecKkuM MeToJaM JedeHHs, MeJUKaMeHT03HOH Tepanuy Metabo-
JIMUecKOT0 XapaKTepa.

HecmoTps Ha HUBKHE ypoBeHb AokazaTensHoctd (C wam D), BceM manmeHTaMm
c npu3nakamMi HHCT pekoMeHAyeTcA NPOBOJAHThL KYPCOBbIE MPHEMEl OCHOBHBIX TPYIIN
NpenapaToB NpAMO H OIOCPeLOoBAHHO BO3JeHCTBYIOUIMX HA MeTab0aM3M cOeIHHUTeIb-
HOH TKAHH.

1 Ipynna: cmumMyaamopsi koatazenoobpasosaqus — eutavun C (ackopbunosas
KHCJIOTA), KPOME CJIVUAEB KATBITUYPHH W OKCATATHO-KATBLIMEBOH KPUCTATYPHH, KATLIIUT-
puH [AO «3HAOKPUHHDBIE TIpenapaThl, JINTBA], CTEKTOBHIHOE TeNO0, L-KapHUTHH, KADHUTH-
ua xnopun (HITK «2XO0», Poccus), conrocepun [Soleo Basel, HIseiinapus] B couetanuu
c BUTAMHHaMH Tpynmsl B (Bi, B2, donnesas kuciaora, B6) H MHKPOS/JIEMEHTHRIME 100aB-
KaMu, coJep:aimmuMua  Houbl  Cu?t, Zn*(nmHrut, Bépsar ®@apwma, Tepmaninsg),
Mgz=(Maruepot Béprar ®apma, Tepmanua) Mn2* u ap.;

2 I'pynna: koppexkmopbl HAPYLUEHUA CUHMe3a U KamadoAuaMa 21UK03AMUHO211-
KaHoe — XoHApouTHHCYIhhan [Pierre Fabre Med., ®paunusa], JOHA (rToxko3aMIHOCYTh-
dat) [Rottafarm, ®paumnua], BAJ, cogep:kallie TIUKO3AMHHOTTHKAHBI — TVIHOKO3aMHH
[Xeneu [Txoitute, Txoiit ®aexc], pymanton [Robapharm AG, IIseitnapus].

3 I'pynna: cmafuauaamopst MUHepaIbHo2o0 obmena — anbda-kansiudepon (BuTa-
vun  D2), kaneiui-D3-muxomen [Nycomed Pharma, Poccusal, BuTpyMm Kaabiiuym
¢ sutamMuHoM D, ocreorenon [Pier Fabr, ®paunual, kansuumare [Atlantic Essencial Prod.
Inc, CIIIA] u ap.

4 I'pynna: xoppexmopwul Ouo3HepeemMuUYecKo20 COCmosHUA opeaHusma— AT,
docdanen, pubokcHH, MUILPOHAT, J€IUTHH, AHTAPHLIN 3JHKCHP, JUMoHTap, BAJlwI, co-
JEPKAIIHE KOMILIEKCHI BCCEHIHMAMLHBIX aMHHOKHCTOT (Kodepment Q10 — Kymecan, L-
KApHUTHH — 3apkap, Jleuutus, Jlenurua-Xoans u gp.) [Nutri Power, CIIA]L

IIpumepHan cxema Kypcoegoil mMemadouueckoil mepanuu nAauyueHImnoea
cHHCT

1-il kype:
s MargepoT 1o 2TabieTKH 3 pa3a BIeHL BTeYeHHe 1HededH, Jaree— 2-

3 Tab/IeTKH B CYTKH J0 4 MeCAIEeB;

* TMPOJWH 0,5 3 pasa B IeHb 2 MecAla

= ackopbHHOBAA KHCIOTA (IPH OTCYTCTBHN OKCATTATYPHH U ceMeHHOTO aHAMHe3a
MOUYeKaMeHHOH Goae3un) 10 0,6 T B AeHbL — 4 HEJleTH;

e MIWJIIPOHAT 5 MJI DacTeopa B/B Ha ayTokpoBu NO 10, 1afee — M0 250 MT' 2 pasa
B IEHDL 12 JHell;

e 3aTeM aKTOBErWH 10 5-10 MJI B/B cTpyiHO N2 10, 3aTeM Mo 200 Mr 3 pasa B JIeHb
BHYTPB NTepes eqoH 4 HeJeTmn.
o-1i Kypce:
cynndat Meau 1% pacTBop, 10 KaTlesIb Ha IPHEM 3 pasa B JeHb, 4 HeJemu;
CTPYKTYM 500 MT 2 Pa3a B IeHL BO BPEMA ebl 4 MeCATa;
KaTbIIHH-GopTe 500 Mr/ cyT 1-2 MecAIa.

e MEKCHAOT 2-4 MJI B/B CTPYHHO Ha 10 MJI U30TOHHYECKOTO PACTBOPA HATPHA XJI0-
puna N2 10, 3aTeM 0,25-0,50 T B CYTKH B 2-3 IpHeMa 10 2-6 HeZlemk.

3-1i kype:

e IHHKHWT 10 1 TaBJIETKE 2 pa3a B IeHb 2-4 MecHdIla;

* MPOJHH 0,5 3 pa3a B IeHL 2 MecAla

* TMpeayKTaT 0,02 B TabieTkax, no 1 TabJeTke 3 pa3a B IeHb 2 MecAIa.

h
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Kpome obmux Mep, HanpaeJdeHHBIX HA yAy4ULIeHHA MeTaboIH3Ma coeAHMHHTEILHOH
TKaHH, CTIeLyeT HCI0Ab30BaTh IMeAblH pAL Jede0HBIX H NPoMHIAKTHUECKHX MEPONPHATHH,
KOTOpEIE ONpefensTes oco0eHHOCTAMH TeUeHHA M XapaKTepoM OCJOKHEeHHH OTJeTbHBIX
cdopm HHCT aTarixe OCHOBHEIMH CepeYHO-COCYIHCTEIME CHHIPOMAMH, KOTOPEIE COIIpPO-
soxgatoT HHCT, koTopeie 6yAyT paccMOTPEHBI HIKE.

5.2 CocyaHUCTRII CHHAPOM. THCCEKIHA U PAZPBIBE A0PTEI

Cocynucrble mopaskeHHA BeckMa 49acTO CONYTCTBYVEIOT pasiaudHblM dopmam HHCT.
Peur ppeT o paciiHpeHHH A0PTHI M JIETOYHOI apTepHH, (pOpPMHPOBAHHHN COCYIHCTHIX aHEB-
puam. Masectan mytaiuu penentopoB TGF R1 wnn TGFP R2, koTopbie MOTyT NPHBOIHTE
He TOJIBKO K pasBuTHi0 Loeys-Dietz cuHapoMma, HO U kK deHOTHIIIUECKH OJIM3KOMY COCYIH-
croMy Ty C3], KOTOpEIe cO34aK0T NPeIpacloI0KeHHOCTE K arpecCHBHEIM H LIHPOKO pac-
MIPOCTPaHeHHBIM cocyIuCTRIM 3abomesanusam (Loeys B.L. u coasT., 2006).

GopMHpoBaHHe AHERPH3MEl BOCXOJAIIEH A0DPTEHI, CONPOBOXIANIIEeCHs Pa3sBUTHEM
TAKHX OCI0KHEHHH KaK JHCCeKIIHA H Pa3pBIB A0PTEl, — THIHYHEIE OCIOKHEHHA CHHAPOMA
Mapdana 1 poJcTBEHHBIX eMy cuHApoMoE (cocyauersiii Tun C3]1 u cuaapom Loeys-Dietz).
PazpuTHe aHeBpH3MEI OPIONIHOTO OTZENA A0PTEl CBA3LIBAIOT C BBICOKHM CBIBOPOTOYHEIM
VDOBHEM TEHACKHHA-X I VMEHBIIEHHEM ero COoJep:KaHHA B aHeBPH3MATHUECKOH TKaHH
(Zweers M.C. 1 coasT., 2000).

PaspoiBLl ¥ AHCCEKIIHH AaHEBPH3MEI aopThl E€KErogHO CTAHOBATCA NPHUHHOH
oT 1% 10 2% OT BCceX cCiydaeB CMepTH B IPOMBIIIIEHHO PasBHTEIX CTpaHax
1 50 000 cmepreit B CIITA (Pearson G.D. u coasT., 2008). 3a nocieHne 40 JeT CpeaHas
IPOJO/IKHUTEIBHOCTE JKHU3HH NpH cHEApoMme Mapdana Bospocaa npHOIH3HUTEILHO
ua oguy Ttpetk (Keane M, Pyeritz R., 2008). 3To cramo BO3MOMKHEIM, Graromapsd
COBEPIIEHCTBOBAHHID JHATHOCTHUYECKOH TeXHHKH H yclexXaM KapAHOXHPYPruu. B cumy
CKa3aHHOTO, OCHOBHBIM HalpaeieHHeM B edueHHH CM aABisfeTcA MpodHIaKTHKA 3THX
OCTOKHEHHH.

5.2.1 Taxmukra ﬂeﬂenwz, npo;ﬁunaxmuxa u.aeveHue

[Ipu aunaranyuy acpThH NOKA3aH MOCTOAHHBIM KOHTPOJL 3a ypoBHeM All, npuem Ge-
ta-agpenofaokatopos (BAB) HesasucuMo oT Bo3pacta. [IpodunakTHueckoe aeHcTBHE STOH
TPYONLI IpenapaToB Haubosee BLIpAXKEHO NPH THaMeTpe aoprhl Goiee 4 cM. PaktopaMu
PHCKA pacc/IOeHHA a0pThl CIedyeT CUHUTAThL YBeIHYeHHE JHAMeTpa aopThl Ha YPOBHE CHHY-
coB Banmbcanbenl Gosee 5 M, BLICTPEHIT TeMT HApACTAHWA JUIATAIINH aopTH (fomee 5% wau
2 MM B ol ¥ B3POWILIX), a TAK¥Ke YKasaHue Ha pacciIoeHue aopThl ¥ 6IH3KUX pPOCTBEeHHH-
koe. Jetam c cungpomom Mapdana pexoMenmywT auHamuueckoe IxoKI-mabmomenue
C HHTEpRaIoM B 6-12 MecslleB ¢ y4eTOM AHaMeTpa KOpPHA aopThl. XUpPypruueckoe BMella-
TeJALCTBO 1715 NPodQHIAKTHKH PACCIOEHHA H pa3pblBa a0pThL IOKA3AHO MPH ee paciiipeHuu
Ha YPOBHE CHHYCOB Baibcannepl g0 5.0 cM (Keane M.G. etal., 2008). BepemeHHOCTE y JHIT
c cuaapoMom Mapdana yBennuHBaeT PHCK PACCIO@HHA A0PThIL.

5.3 Knananneiii cHHAPOM. IpoJIanc MEHTPATLHOTO KJIaNaHa

ITpu HHCT uacTto BcTpeuaeTcda npoabHpoBaHHe pa3jMYHBIX KIallaHOB cepala,
CpenHr KOTOPBIX Tposjanc MurpaabHoro kianaua ([IMK), 6marogaps ceoeit pacnpocTpa-
HEHHOCTH, JOCTYNHOCTH 1A JUATHOCTHKHA H KJIWHWUECKOH 3HAYMMOCTH 3aHHMAET 0CO-
fGoe mecto. MMeHHO H3yUeHHI0 KAMHHUYeckol 3HaunMocTH I[IMK mocsameHa ocHoBHAasA
nuTeparypa, kacamomascsa npobaemel HHCT. Bonpocnl Begenus nanuenTos ¢ [IMK cra-
I TIPeIMEeTOM PacCMOTPeHHsA AMEPHKAHCKOH KOJATerHH Kapauoiaoros u paboueil rpyn-
el AMepukanckoil acconmanuu cepana (Bonow R.O. et al., 2006). B cuny ckazaHHOTO
HA BOMPOCAX JUATHOCTUKH W TAKTHKH BefeHHA nanueHToB ¢ [IMK crenyer ocTaHOBHTHCHA
noapobHee. B HacToAmNMX peKOMeHJAIMAX peus HuaeT aumb o cuHgpome I[IMK
¥ HacaeACcTBeHHOM MHKcoMaTo3HoM [TMEK.
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5-3.1 IHpunuyunst duazHocmMuku

OcuHoeHEIM MeTogoM auarsocTuki [IMK apasgerca geyxmepras 3xoKI'. IIMK nu-
ArHOCTHPVIOT NPH MAaKCHMAJILHOM CHCTOJIHYECKOM CMeLIeHHH CTBOPOK MHUTPaIbLHOTO
KIanaHa 3a JHHHUI KOJAbIlA MUTPATLHOIO KJlalaHa B NapacTepHaTbHOH NPOAoaALHOH Mo-
3K Ha 2 MM 1 Gosee (Freed L.A. et al, 2002), B ocobeHHOCTH TIPH CMeNeHHH 30HbBI
KOONTALIHHE CTEOPOK 3a JHHHIO KoJablla. Haauuua H30IHpOoBAHHOIO cMellleHHA IepefHel
CTBOPKH 34 JIHHWK KOJLIA MHTPAJbLHOTO KianaHa B UeThIPeXKAMEpPHOH BepXyIlleuHoH
MO3UINH HeJocTaTouHO a7d auarHocTHKH [IMK, 3To cay:XHUT OCHOBHOH NPHYHHOLH ero
THNepIUarHOCTHKH.

5-3.2 OcobeHHocmu meveHus u cmpamugurayus pucka npu ITMK

Bonpocam crpatnduranuy pucKa pasBHTHA OCIOKHEHHUIH U BHE3aIHOH cepAevuHoH
cveptu ipu [TMK nocaniena Goabnias IUTepaTypa Kak y Hac B crpane (Cropoxkakos L.
€ C0aBT.,2002) Tak 1 3a pybe:xom (Takamoto T. et al., 1991; Zuppiroli A. et al., 1994, Bonow
R. et al.2006). B cooTBeTcTBHE ¢ 0BMIENPU3HAHHBIME CETOIHA MOAX0TaMH CTPaTHhUKAITIA
pucka npu [IMK momxHa 0CHOBLIBATBCA TIPEMKIE BCETO HA OIEHKE CTENEHH BLIPAKEHHOCTH
MHUTPATEHOH PEryprUTALNE K ONpeIeIeHHH TOMIIHEL! CTEOPKH, OK MHTPATLHOTO KIanaHa.
TMocenHAsA XapaKTEPHU3YeT HATHYHE U CTENEHE BRIPAKEHHOCTH X MHKCOMATO3HOH JereHe-
paumyn. [Tpu TOAMWHE CTBOPKH 5 MM U H0JIee ZOCTOBEPHO TIOBBIIIAETCA CYMMAaPHAA BEPOAT-
HOCTL BHE3ANHOH CMepTH, SHIOKApAuTa M nepebpanbHbix smboanil (p<0,02), BepoATHOCTE
Pa3BUTHS MHUTPATbHOH HegoctaTouHocTH (26% vs. 3,1%; p<0,001), paspbiBa XOp, Keay-
JOUYKOBBIX HAPYIIeHUH puTMa (p<0,001) U TaKHe TMalHeHThl MOTYT ObITh OTHECEHBI K IPYTIE
BLICOKOTO PHCKA.

Boapmuaereo nanuwentor clIMK, 0Oez npusnakoe MJ creoporx u MP menee
11 crenery, MOTYT OBITH OTHECEHEI K IPYIINEe HU3KOTO PHCKA C BIarompHATHBIM TTPOTHO30M
(Allen H.etal., 1974; Mills P.etal., 1977). O:xumaeMan IpoIOTKUTEILHOCTD KUIHH Y HHUX
COOTBETCTBYET TAKOBOH B 00mmiei nonyaannu (Devereux R.B. et al., 1982).

Hebnaronpuarnoe teuenne [IMK saxmouaerca B Hapacranuu MP, npueozsmeit
k muwnaranuu JOK u JIIT, pazsutuio Gubpunianun npeacepaun, CHCTOMHYeCkoH AHehyHK-
un JIJK ¢ 3acToiiHOil cep/iedHol HenocTaTOUYHOCTH. BO3HHKHOBEHHE H OBICTpOE Nporpec-
cuposaune MP moskeT 6bITh 0Byca0BAEHO pa3pLbIBOM MUKCOMATO3HO M3MEHEHHBIX XOP/I
(Fontana M.E. et al., 1991).

Hannune usmeneHHEIX crBopok npu [IMK noprnimaer pHck paspUTHA HHQEKIIHOH-
HOTO 3HJI0KAPAHUTA, XOTHA B [IeJIOM €r0 BePOATHOCTE B onyndanun nanuesToe ¢ [IMK apna-
erca Kpaitne auakoi (Clemens J.D. et al., 1082; Devereux R. B. etal., 1994). Moaroeas M-
H0IHA ABIAKTCA OCHOBHOH MPHYHHOH HEBPOJOTHUECKOI CHMOTOMATHKH (TPAH3HTOPHEBIE
HIIeMHUECKHe ATAKH M HHCYABTH) Y nauuentok c IIMK, puck sM007IHH ¥ HEX BLINIE, YeM
B obmmeit nonyaanun (Wilson L.A. et al., 1977; Barnett H. J. et al., 1080). Buezanuas cMepTh
ArsAeTcsa peaxkum ocmoxkHenueM [TMK (venee 2% caydaes npH ITHTETBHOM HAGM0IEHNH,
€ eXKEeTOOHOH CMEPTHOCTLI0 MeHee 1%). OcHOBHOH TPUUYNHOM BHe3anHoi cvept npu [IMK
ABMANOTCA KeayZoukosble Taxuaputvun (Vohra J.etal., 1993). Hauboaninas ee uacrora
HaDwgaeTcsa NpH ceMerHBIX hopMmax [TMEK.

5-3.3 06pa3 xcusHu

BoapmuHeTBy nanueHToR ¢ [IMK nokazasel 00bIYHBIH 00pa3 KU3HH H PeryIApPHBIE
tpu3nueckre TpeHHPOBEHW. B ocobeHHOCTH 3TO OTHOCHTCA K mamueHTam, v KoTophix [TMK
HE COMPOBOKIAETCA KINHHYeCKoH cuMmntomatukoil (Zuppiroli A. etal., 1995; Rosen S.E.
et al., 1994). Orpannuenne Gonpiux GUIUUECKUY HATPY30K WIH 3aHATHEH COPEBHOBATE -
HBIM CIOPTOM PEKOMEHIOBAHO NPH HATHUYHH YMEpPeHHOH AilaTalliH JIEBOTO JKeIyIOouKa,
ero  IUcYHKINH, HEKOHTPOAHMpyeMOoH  TaxuapHTMHM, VIJIHHEHMH  HHTepBaia
QT, CHHKONIAIBEHBIX COCTOAHHAX, paciiHpeHun kopHA aoptel (Fontana M.E. etal., 1901).
IIpu Hanmnunu u3onupoeaHHoro IIMK OepeMeHHOCTE He IPOTHEOIOKA3ZAHA.
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5.3.4 Ocobennocmu gedeHus nayuenmos ¢ ITMK

Beccummromunie nanuedTsl ¢ IIMK 1 nanuents! ¢ [IMK Gez MP cienyer kiHHH4Ie-
ckn ofcmemoBaTh Kaxabie 3-57eT. [loropuoe SxoKIl-mcenegoBaHWe He MoKazaHo,
H BBITIOJIHAETCA TOJBKO NPHU HATHUHH NPHU3HAKOB BLICOKOTO PUCKA NpH nepBHYHOM IxoKIT
HCCIe0BAHHH, a TAKYKE B o/Iyuae MoJ03peHHA Ha Hatuuue 3Hauumoi MP wiu uHOro cep-
OeuHO-cocyIucToro 3abonepanua. [lanueHThl BLICOKOTO PHCKA WINM HMMEOUINE YMepeHHO
BRIDAYKEHHYI) WIH TAKETVI0 MHTPATILHYH HEIOCTATOUHOCTh JOKHBI 00CT€I0BATHCA
HE pe)Xe OJHOTO paza Brod. l[lanmuweHTaMm c TAXKEI0H MHUTPATbHOH HeZOCTAaTOUHOCTLIO,
HMEIIAM KJIHHHYIEeCKYK CHMITOMATHKY HIW HapyIleHHe CHCTTHYecKoH QVHKIHH JeBOro
JKEMYI0UKA MOKA3AHO KApIHOXHpypruveckoe medenue (Bonow R.0O. et al., 2006).

5.3.5 /Ieuenue

ITannmenTs! ¢ IIMK c xxanobami, o0ycIoBIeHHBIMHE [OBLIIIIEHHEM TOHYCA WIH peak-
THBHOCTH CHMIIATHYECKOH HePBHOH cucTeMbl (cepanebuente, KapaIuaaTiH, OJBIIIKA), YACTO
M0JIOKHATETRHO pearupyioT Ha Tepanuio BAEB (Schaal S.F. et al., 1992). B psage cayuaes moc-
TATOYHO OTKA34TLCA OT TAKHUX CTHMVIATOPOB KAk KodeHH, alKoroiab H KypeHHe. OpTocTa-
THYECKYI0 CHMOTOMATHKY (IOCTypaTbHAA THIIOTEH3NA U cepaliebHeHne) MOMXKHO YMEHBIIHTE
NOBEINIeHWeM MOTpeDJIeHHA JMKMAKOCTH U COMH, HOIIeHHeM KOMIIPecCHOHHOTO O0enbd,
B TAKEIBIX CIyuadx NpHeMoM MUHEpPaIoKOoPTHKoHA0B. Hapyienua purma MoryT notrpebo-
BaTh JONOJHUTEeNRHoTO Tevernsa (Bonow R.O. et al., 2006).

[pueMm aueTHICATHIIIOBOH KHCIOTH (75-325 Mr/cyT) nokazaH nanpeHtam c [IMK
C TPAH3UTOPHLIMH HINeMHUYECKHMH ATAKAMY HA CHHYCOBOM pHTMe U 0e3 TpoMOOB B I€BOM
npejcepaud. STH NallMeHTH Jo/KHE H30eraTsh ynoTtpedieHHA opalibHBIX KOHTPAIeNITHBOB
H KypeHHA. [lpuemoM aleTHICATHIHMIOBOH KHCIOTHI MOMKHO OTPaHHUHTRCA ¥ [IAIHEHTOB
c [TMK, nepeHeciiiM HMHCYJILT, HO He HMemIIuX npuszHakoB MP, bubpunianuu npeacep-
Iui, TpoMOOE B IEBOM IpemcepanH WIH YyTOMIeHus (5 MM 1 Gojiee) cTBOPOK MHTPAILHOTO
kinanada. [Ipy HanuuWe 3THX OCTIOKHEHHH WIH He3((eKTHBHOCTH AleTHICATHIIHIOBOR
KHCIO0TH ToKa3aH npueM eapdapusa c neaeeriM MHO 2,0-3,0.

¥V nanuentos ¢ [IMK u dubpunianueil npeacepauil BEI0Op MeXIy Tepanneil acnH-
pHHOM H BapdapHHOM ONpeneiaeTca BO3pacToM (MoIOXKe MK cTaplle 65 JeT), HATHIHeM
MP, yronmenna M H30BITOUHOCTH CTEOPOK MHTPATLHOrO KjanaHa, apTepHATbLHOH THIep-
TEH3MH U cepAeuHoll HeJoCTATOUHOCTH. BaKHO MoguepKHYTh, UTO BOMNPOC O HAZHAYEHUH
acnmHpHHA WIH BapdapiHa JOMKeH PelaThes TociIe HCCIefoBAHMS CHCTEMEI reMocTasa
y DosBHOrO.

AnTHOHOTHKH A71A npodHIakTHKN MHeKIHOHHOIO 3HAOKADAHTA IpPH BCeX MAaHH-
OyIALNAX ~ CONPOBOMKIANINMXCA DakTepueMueli, HazHauaioT mnanuentam clIME,
B ocobeHHOCTH IpH HAAUMIHK MP, yToIIeHHA CTBOPOK, VITMHEHUH X0DJ, AUIaTalllH JeBo-
TO JKeTVIOUKA WIH Ipeacepams.

Hexoropkle HceleZIoBaHHA TOBOPAT 0 BO3MOXKHOM AedHIINTe MarHHd KaK NPHUYHHD
TIMK y HeKOTOPEIX NalHeHToB. I (eKTHBHOCTEL IPenapaTos Maruud npu nepeuudoM IIMK
OpLta mokaszaHa B paboTax oTedecTBeHHBIX H 3apyOexubix asTopoe (Cremypa O.B. uap.,
1999, Lichodzewska B.etal.,1997, [Tmmenuii A. P., 2008). Uepes 11ecTs MecAILER PEryap-
HOTO TIPHEMA TIpenaparta MarHepoT (o 1,0x3 pasa B I€Hb) HE TOMBKO HOPMATIH3OBATHCEH
YCC wuyposeHb AJl, cCHHU3WJIOCE YHUCAO SMH30/I0B HApPYIIEHHH PHTMAa, HO U JOCTOBEPHO
VMeHBIIUIach rayOuHa nponabupopaHusa cTBOPOK MUTPATLHOrO KianaHa. KpouMe toro, ot-
MeueHLl 3HAUHTeJLHOe VMEeHbIIeHHEe BLIPAKEeHHOCTH H3MeHeHHH KOXH H JeCcTPVKIIHH
H 1e30praHH3allHH KOJJareHOBBIX H 37acTHYecKnX BoaoKOH. [IpuBeseHHDle ZaHHLIE JAKOT
OCHOBaHHe Ui npoeefeHnd nanuenTtaMm c [IMK xkypcoe mertaboninueckoll TEpanHH, BKIIO-
yamomuy npenapatr — «Marsepor» (cM . cxemy, cTp. 2)

Xupyprudeckoe jedeHle MOKA3aHO NPH TAMEI0H MHTpPaIbHOH HeJOCTATOYHOCTH,
B 0co0eHHOCTH, 00yC/IOBIeHHOH PaspbhlBOM Xopd, NPHUBOAAIINM K GOPMHPOBAHHI MOJIO-
TALIeH CTBOPKH MHUTpalIbHOro kianaHa. B foapuminHcerBe cayaaeB npu IIMK sddextuBHa
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PEKOHCTPYKTHBHASA ONepanus (B 0cofeHHOCTH MPH NOPaKEeHHH 3aJHEH CTBOPKH) C IVUIIIHM
JOITOBPEMEHHBLIM MPOTHO30M [0 CPABHEHHIO C IPOTE3HPOBAHHEM MUTPATLHOTO KiIamaHa
(Bonow R.O. etal., 2006).

5.4 CHHAPOM BereTaTUBHOH JUCHYHKIHT

Bererarusuas auchynrnua(B/l) ApaseTca oJHUM 13 Haubosee pacnpocTpaHEeHHEBIX
CHHIIPOMOB, conpoBoxaawmux pasanudeie HHCT. (Topmorn W.B. wuap.,1984, Gazit
Y. et al.,2004). Bricokas uwactota B, Bugumo, o6ycioeieHa HacIeoyeMBEIMHE oco0eHHOCT-
MH JTHMOHKO-DETHKYAPHOTO KOMILIEKCA, BEIKYAKIIEro Bcedda THIOTATAMYC, CTBOJ
H BHCOYHBIE TOJTH M03Ta. [10 JaHHBIM JIUTepaTyph! ¥ boabminHersa nanuentos ¢ HHCT Bei-
SABAETCA MOBBIIIEHHBIH CHMIATHYECKHI TOHYC H/HIH NMOBLIIIEHHAS CHMIATHUECKAA PeaK-
THBHOCTL. [1pH BRIABAeHHH npH3Hakop Bl mokaszaHo NpoeemeHHEe KOMILJIEKCHOI TepanHu
BEMIOUARONiei ofuiue MeponpuATHA  (CM. BBINIE) U MeAHKAMEHTOZHYI0 MOIIEPIKKY
c ucnoae3zoeanneM BAD npu BrIpakeHHOH THIIEPCHMIATHKOTOHH H.

5.5 APHTNIHTIECRHﬁ CHHIPOM H BHE3ANHAA CMEPThH

Hapyiiernsa cepaedyHoro pHTMa M OPOBOAMMOCTH YacTBhIH CINYTHHK Pa3IHYHBIX
HHCT. B ocHOBe pa3BuTHA apUTMHI DX 3THX COCTOAHHAX JIeXKaT KaK aHOMATHH CTPYKTY-
pEl M (YHKIHH TpoBojAmell cHcreMbl cepiua (OHCYHKIIHMA CHHYCOBOrO  yaza
H CHHOATPHATEHOH 30HBI, J00aBOYHEIE NMPOBOAAILINE NYTH U MeX(acHuKyIApHLIE COemu-
HEHHA), TAK U Te reMOINHAMHUecKHe HapyIIeHNdA, KOTOPhIe BOSHUKAIOT IIPH PerypruTanii
KPOBH M3-3a MpoJjanca kianaHoB. OnpefenleHHYI0 pojb B PasBUTHH HApYIIeHHH pHUTMAa
u nposogumoctd npr HHCT moryt urpates 1 BJI u Hapyimennsa OagaHca 3eKTPOIHTOBR (TH-
NOMarHieMud, THIOKaTHeMud). TepaneBTHUecKas TAKTHKA B Ka’KIOM KOHKPETHOM cTyuae
olpefeIAeTcd XapaKTepoM H BBIPaskeHHOCTLH) apHTMHH, HATHYHEM COMYTCTBYIOIIEH naTo-
JIOTHH 1 MeTa0o/IHYecKHX HapylIeHHH.

5.6 BapukozHoe paciiipeHHe BeH

B ocuore papukoaHoii 6ome3nn (BB), upespruaiino pacnpocTpaHeHHoro 3afoseBa-
HHA 4YacTo JekaT HacaeACTBeHHas c1abocTh BEHO3HOH CTEHKH M HapylleHHe CTPYKTYPHI
1 QYHKIHH BeHO3HBIX KIallaHOB. JTH HapylIeHHA YacTo CBA3aHbI ¢ Pa3/JIHYHBIME hopMaMH
HHCT. O pzaumocesazu Bb ¢ HHCT Mo:HO TOBOpPHTL AOCTATOYHO YBEPEHHO NPH MOI0KH-
TeJLHOM ceMeHHOM aHaMHe3e H B cjIydae MOABICHHA PACUINPEHHA BeH HIZKHHX KOHEUHO-
cTel MM reMOoppoA ¥ JIHIL MOJ0A0T0 Bo3pacTa. ¥ JIHIL cTApIINX BO3PACTHEIX IPYIIN NOABJIE-
HHe BAPHKO3a MOKeT OBITH cBA3aHO ¢ GepeMeHHOCTBI0 W POJAaMH, BIHAHNEM NpodeccHo-
HaJIBLHBIX BpeAHOCTeH H HHBOIITBHRIMH NPOLIECCAMH B NIPOLIECCe CTaApPeHHA.

BB tpebyer BRIMOTHEHUA PeKOMeHIAIHE 1o 06pasy KU3HH H IBUTATETLHOH AKTHB-
HOCTH, J€UeHHA BEHOTOHHMKAMH, KOHCYJIBLTAIHH COCYAHCTOTO XHpPYpra I71f ONpefeaeHus
NoKa3aHHH K XHPYPTHYeCcKOMY JeYeHHI0.

JakanueHHEe

HOuarsocruka uaedeHne HHCT, — ogMH M3 caMBIX CI0XHBIX PasfieioB MeIHIIHH-
ckoil Haykn. K HHCT oTHOcATCA He TOJIBKO PEIKO BCTpedaroIHecad MOHOTeHHEIE (POpMEL,
HO U IIeTBIH pPAJ reHeTHYecKH HeOoZHOPOOHBIX, HO OMH3KHX IO CBOHMM (eHOTHNHUYecKHM
W KIHHHUeckuM nposasaeHuaM dopm HHCT, koTopele ciaeayeT HA3BIBATDL IUCIIAZHAME CO-
eIMHHTENBEHOH TKaAHH. Ha ocHOBe NMPHMHUUIIOB, 3470KeHHBIX B OCHOBY AWATHOCTHKHM Da3-
JMUUHBIX MoHOreHHEIX hopym HHCT (foapiine ¥ Maible MPH3HAKH M KPUTEPHH THATHOCTH-
KH, TIOHATHA O BOBJIEYEHUH H NATOJIOTHYECKOM H3MeHeHUH OPTaHa H/HiIH CHCTEeMBl) CIedy-
€T BeiaeaaTh Kiaccuduunupyempie JCT (TIIMK, MB, MII®, 211®, C®, CTMC), a B Tex cayua-
ax, korga HHCT ue yoaetca knaccuguIinpoears, — roeoputs 0 HKO.
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Ha ocHore npepnaraeMoro NoAxoja Bpau J0JKeH ONpeleIuTh NMOKA3aHUA J1d Me-
OMKO-TEHEeTHUECKOr0 KOHCYJILTHPOBAHHA, JAThH PEKOMEHIAIMH M0 IVIAHHPOBAHHI0 CEMDH,
OIPEJIeTUTh TAKTUKY BeJeHHA MAIHEHTOB ¢ PA3JIHYHLIMH HacleJCTBEHHBIMH HAPYIIeHHWA-
MH UM HAMETHTE ILJIaH JIeUeHHs, HANPABIeHHOT0 HA KOPPEeKIHI0 BLIABIEHHLIX HAPYVIIEHHI,
VIVULIeHHe KadecTBa JKH3HH, NpoQHIaKTHKY BO3MOXKHBIX OCI0KHeHHH. [JanbHeillee Ha-
KOIUIEHHE 3HaHHE B 00acTH OHArHOCTHKKM pasiandHpix eugos HHCT, mHoroueHTpoBbBIE
paHIOMH3HpOBAHHBIE HCCTeI0BAHMSA, HATTPABIeHHBIe Ha MOHCK 3¢ deKTUBHBIX METOA0R Jie-
UyeHHA M OpodQHIaAKTUKH CTAHVT OCHOBAHHEM 1A JATLHEHINEero COBEpIIeHCTBOBAHHA Ha-
MHX 3HAHWW B3TOoH o0gacTH MeZWIIMHBI W COBEPIIEHCTBOBAHHA pPeKoMeHJalHil
no guarsoctuke ¥ medvenuo HHCT. OueupHo Takxke, uTo 4718 paboThl HAL peKoMeH7a-
HHAMH 10 BeIeHHI0 DoabHEIX ¢ pasauuHpiMu HHCT vHeoOxoguMmEl yeuaua Bpadel caMBIX
pas3HBIX cHelHaTLHOCTEeH.

IIpuMepn] AHATHO30B

A. Muarso3 ocHoBHO: CuHaApom Mapdana. AHeBpu3Ma BOCXOJAINIEro OTAesa
aoptel Ilponanc nepegHei cTEOPKH MUTPATLHOrO KianaHa. MHUKcOMATO3HAA JereHepalis
1 crenenu nepegHell CTBOPKKH MHTPATBLHOrO KianaHa c npoaabuposanueM Il crenenu. Ilpo-
Janc cenTaAIbLHOH CTBOPKH TPHKYCINHAANLHOTO KianaHa | cTenneHH.

Ocooxaernn: MurtpancHas peryprurtauud 11 crenenu. TpukycnuzanteHas peryp-
rutanus I crenenn. AKeayaoukoBasd 3KCTPACHCTOINA 10 THITY TPHIeMHHHIH.

B. luarsoz ocHoBHoi: CuHHAapoMm 3Auaepca-/ladao. Kiaccuueckuit  THIL.
Tlponanc mepemHell CTBOPKH MHUTpajibHOro kiaanaHa I cremeHu. HeGoswblias aHeBpuU3Ma
MeKIpencepaIHOH NeperopoIKi.

OcaoxxHeHEnsn: MuTpanoHasa peryprurtanua lcrenenu. Pegkas cynpaBeHTPHKY-
JIApPHAA S3KCTPACHCTOIHA.

C. duarsoz ocHoBHOH: MASS-denoTHN. PaclilpeHne BOCXOIAIIETO OTAE1a a0PTEL
1o 3,7cu. Ilpoaanc obenx cTBOPOK MHTpaIBHOTO Kaanasa 4 MM. [IpH3HaKH YMepeHHOTo Bo-
BJIeUeHHA KOCTHOH H KOXKHOI clcTeM M OpraHoB OpIITHOHE N0T0CTH.

o KunesupHa#a gedopManua rpyIHOH KIETKH

o IlpogonbHOE MI0CKOCTOMIHE 1CT.

o Bucueponros,

Ocaosxkuaenna: MutpansHan perypruranud 1-11 crenenu.

D. Iuaruos ocHopHOil: CHHApOM HpoJaanca METPaILHOro KaanaHa. [lo3gHee-
CHCTOJIHMYEcKH MpoJanc 3aiHell cTBOPKH MHUTPATBLHOTO KjianaHa o 5 MM. IIpH3Haku BbI-
PaYKeHHOTO BOBJIEUEHHA KOCTHOH U CYCTABHOH CHCTEM, A TAKKE BHYTPEHHHUX OPraHoE.

o MapdanougHas BHEIIHOCTE
BopoukoobOpazzaa gedopmanua rpyaHoil K1eTkH 1l crenenu
AcHMMeTPHUYHLIH TPeXCTEOPUATLIH A0PTATLHEIH KiIalaH
MHuoxkecTBeHHEIE XODAbI IEBOTO JKeIVI0UKa
ComatodopMHad BereTaTHBHAA TUCHYVHKIIHA.

Ocaoxmuaenna: MutpanbHada peryprutatiid [1 crenenn. [IpencepnBas sKCTpacHCTOMHA.

E. Inaraos ocHoBHOI: [IepBHYHBIN MHKCOMATOZHBINH IPOJIATIC MUTPAIBHO-
ro KjaanaHa. MukcoMaTo3Haa gereHepanisa MHUTPatbHBIX cTBOpoK 1I-11T cremenn. [Ipu-
3HAKH BEIPA:KE€HHOTO BOBJIeYeHHA CKeJIeTHOH, KOKHOH H CycTABHOI cHCTeM.

o KunepupHada nedpopMaiida rpyIHOH KJIETKH 1 CT.

o I'pprxa Oenol THHHH

o T'mnepMoBUABHOCTE cycTaBoE (4/9 o beltTony)

Ocao:xkuaenna: MutpansHan peryprutanus 11 crenesn.

F. Jduarsos ocHoBHOH: CHHAPOM THIEPMOOHJIBHOCTH CYCTABOB.

o I'pelka NHINEBOIHOTO OTBEPCTHA JUadparMbl.

o ComarodopMHad BereTaTHBHAA TUCHYHKIIHA.

Ocaosxkuaenua: [IpUBLIUHBIE BLIBHX MPABOr0 JIOKTeBOTO cycraBa [acTpossoadare-
ansHELIH peduinke 11 crenenn. XpoHHUecki 330¢arut.

O o 0 o0
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lroccapuii

1. Akporepus — (acrogeria; akpo- + rpeu. geron CTapukK; cHH.: [OTTPOHA aKporepHs,
ToTTpoHa CHHAPOM) HaCIeACTEeHHAA D0/Ie3Hb, XapakTepH3VIOIIAACH BPOXKIeHHOH aTpodu-
e KoM KOHeuHocTeH, Haubosee BHIDAKEHHOH HA KHCTAX W CTOMAX, B COYETAHHH
C X TMIIOIIA3HEH; HACIeAVeTC [0 ayTOCOMHO-PeIeCCHBHOMY THILY.

2. AnukanbHBIe GVIBI — pachofarawinuiica cyBnaeBpaATbHO B BEPXHHX OJIAX
JIETKHX OHUMAaeTcA SM(pHU3eMaTO3HBIH YUaCTOK JIETKOTO, MPEBBIIAIIHI B JTHAMETPE 1 CM.

3. ApaxmomaxTiima — (arachnodactylia; apaxao- + rpeu. daktylos mamen; nayupsa KHCTE

4. Bapuronene — BapHKO3HOE pacliMPeHHEe BeH AHUKA U CEMEHHOTO KaHATHKA

5. Honuxocurma — dolichosigma; rpeu. dolichos gnumwmniii + awmar. [colon]
sigmoideum curmMosuaHai 0G0O0YHAA KHIIKA) — aHOMATHA PA3BUTHA CUTMOBHIHOH KHIII-
KH, XapaKTePU3YIOIIAACA €€ VI THHEeHHEM.

6. Jomuxocrenomemnis (dolichostenomelia; gomuxo-mmuHEEBIH + Tped. Stenos- yakui +
melos 9acTh Teaa, KOHEYHOCTD) JHCIPOIOPIHOHATLHO OIHHHBIE PadMep KOHEUHOCTEH IH-
arHOCTHPYETCA MPH H3MEPEHHH I/THHEI CEIMEHTOR TYIOBHIIA

7. Honuxonedanus (dolichocephalia; nonuxo- + rpeu. kephalé romora; cun.: gaun-
HOTOJIOBOCTE, JOJHXOKeanHs)

8. Muo3 (miosis: rpeu. meiosis — yMeHbIIeHHe, YOBLIE) — Cy:KeHHe 3pauka (gua-
METD MEHee 2,5 MM).

9. Perporuarus — (retrognathia; perpo- + rpeu. gnathos 4eaocTh) COBUT BEpPXHEH
YeTCTH Hasal IPH ee HOPMATLHBEIX pa3Mepax.

10. Py6un arpoduueckne — MI0CKHE, MATKHE, MATONOABIKHLIE B PDE3YILTATE AT-
podun wreTuatsy nod HuMH. Koska pybiia ncronueHa, He BLICTYIIAET HAJ 3[0POBOIH KOMXKel.

11. CIOHAHTOMHCTES — CMeIleHHe I03B0HKOB OTHOCHTEILHO IPYT APyTa

12.Crpun atpodrueckie — PACTSKKN Ha Koke, BO3HHUKIIHE B Pe3yabTaTe UCTOHUEe-
HIA M YTPATH 3JaCTHYHOCTH €€ BHYTPEHHHX CJI0EB H PaspyIIeHHH MYYKOE KOJTAreHOBLIX
BOJIOKOH

13.Tpabexysna HopMaibHad —  MBINIEUHBIH TAXK, T[J0OTHO [OPHUMBIKAKIIHA
K SHIOKAPIY JKeTyI0uKa
14.Tpabekyna aHoMadbHAd — MBIMIEYHBIH WIH GUOPO3HO-MBIIEUHBIH THAK

HE [IJIOTHO IPHMBIKAIIIHUH K 3HA0KApAY JKeIyI0uKa HH coeJHHAIIINA CTeHKY KeaygouKa
C MEAIKeTYA0UKOBOH Neperopoakot

15.TpaxeoOponxHanbHaA AHMCKHHE3HA — MOBLIMIEHHAA NOABHAHOCTE CTEHOK TPaxeH
1 GPOHXOB: PaclIMpeHHe NIPH BJIOXe H CY’KeHHe IIPOCBeTa Ha BBIJIONEe

16.Tpaxeobponxomanamnua — (tracheobronchomalacia) muddyasnoe man ouarosoe
pasMArdeHue XpAIMEH TpaxeH U OPOHXOB CBA3AHOE C BPOXKAEHHBIMH MODP(OJI0THYECKHIMH
JederTaMi XpAILIEBOT0 U COeHHHTEIPHO-TKAHHOTO Kapkaca Tpaxel 1 OPoHXoB

17. Tpaxeobponxomeranusa — (cuHgpoMm Myupe-KyHa) mpencrasmaser coboil Bpow-
JEeHHOE Upe3MepHOoe PaclIHpeHNe TPaXen U KPYITHBIX OPOHXOB

18. XopJga JeBOro KeIymouKa HCTHHHAA — QHOpPO3HBIM TAXK, COEIHHAKIIHH a-
NH/UTAPHYIO MBIIIIY CO CTBOPKOH KianaHa

19. XopJa JeBOTo SKeIyIouKa JokHad — GubpoaHo-MBINeuHbIH i dubposuslil
TAK, COEIHHANIINN NanuUTAPHbIE MBIIILIE Mexay coDoH HIH O CTEHKOH JKeJIyJouKa HIH
MeACKeIyA0UKOBOH NeperopokoH

20. JNHUKaHTyC — IIONepeyvHad KOXKHAafA CKIagKa OKOJI0 BHYTPEHHEro yrja riasa,
0OBITHO ABYCTOPOHHSAA.

21.9u0dTarsM — (0T rped. en — B, BEyTpH H ophthalmos — rmaa), rayboroe noso-
JKEHHE I1a3Horo A6I0Ka B ITTa3HHULe.

Iodzomoeeuwaa Efipemosa O.A.
Hoanwiil mexem pexomendayuil yumaiime Ha caiime www.cardiosite.ru



