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Hayunan nyonukanyus

Pvpout A.C., boga A. A., YpbiBaes A.M., Topycroeuy A.T.
Eenopyccxmm I'OCy,U,apCTBeHHbII/I Me,D,MLlVIHCKMM VHUBEPCUTET, T. Mukck

KIMHITIeCKIH CITyyan
jocTrka MASS-(penoTvma

Peswme

eHOTUNUYECKAS AUArHOCTUKE HACNEACTBEHHbIX HapyleHUi coepu-
BHOI TKAHU OCNOXHEHa MHOrO0BPasUeM U3yYeHHbIX MyTauuit MHO-
& Ba FEHOB, a TaKie CTOMMOCTBIO npoyeayp. Mpu 3Tom paspaboTasl
NOAXOAb AN DEHOTUNNUECKOH BUATHOCTUKN AAHHBIX COCTOAHMUN, UyB-
CTBUTENLHOCTD U CELMPUYHOCTE KOTOPHIX NPUGANNKAETCA K reHOTUNU-
yeckolt. B cTaTbe MpuBEREH KAMKUYECKUI cnyvail, rae Ha ocHose deHo-
TUAKYECKON BMATHOCTHKM Y NAaLMeHTa YCTaHOBREH MapdaHonOA06HbIi
(BEHOTUN, YTO NOCAYKUAO NMOBOROM SNA HA3HAYEHUA JIOMONHUTENbHBIX
obcnefoBanuil AnA AMATHOCTUKY TaKUX YrPOXKAIOWMX COCTOANUI, KaK
pacuupeHne KopHsa aopTsl it atpoduyeckuli ractpur.

Kmwouessie Cn08G: HACNEACTBEHHbIE HAPYWEHUA COENUHUTERBHON TKA-
HY, pacluMpeHne KOpHS aopTsl, arpoduueckuit ractput, MASS-Genorun,
cuHapom Mapdana, mapparonofobhslit penotnn, TGF-B, aHTaroHUCTsI
peuenTopoB K aHTUOTEH3UHY, ROKCULUKANH,

Rudoy A.S., Bova A.A., Uryvaev AM., Gorustoﬁch A.G.
Case finding MASS-phenotype as variants Marfan-like syndrome

Abstract

Genotypic diagnosis of hereditary connective tissue disorders is
complicated by the variety of mutations of many genes, as well as the
cost of procedures. Thus developed approaches for phenotypic diagnosis,
the sensitivity and specificity of which is close to the genotypic. The
paper presents a clinical case, where on the basis of phenotypic diagnosis
of the patient was set Marfan-like phenotype, which led to the
appointment of additional tests for the diagnosis of such threatening
conditions such as enlargement of the aortic root and atroph1c gastritis.

Key words: inherited disorders of connective tissue, expansion of the
aortic root, atrophic gastritis, MASS phenotype, Marfan syndrome, Marfan-
like syndrome, TGF-B, angiotensin receptor antagonists, doxycycline.

CuHapom Mapgana (CM) — nauGonee pacnpocTpaHeHHoe ayTo-
comHo-gomuHanTHoe (AL} 3abonesaHue M3 rpynnbl HacneacTseH-
HbIX HapyleHuii coegututenstolt Tkann (HHCT) ¢ knaccuyeckum
meHgenesckuM HacnegosaHuem (OMIM 154700) [4], xapakTepusy-
loumitcs BapuabensHoll nevetpaHTHocTbio (CM oxono 25-30%) [1]
U sKkcnpeccueHocTbio. HanGonee yrpoxaiowum COCTORHUEM ANA
JAHHOIA rpynnbl NALMEHTOB ABASETCA PACCIAnBAIOWAACA aHEBPU3-
ma aoptsl, TGF-B 3aBucumMbill narorexes KOTOpOM Hamu ocselanca
Bnepsble B 6osiee paHHUX 0630Pax Ha OCHOBaHMM AHMOA3bIYHBIX
JuTepatypHbIX UCTOYHMKOB [7]. CornacHo cOBPEMEHHbIM JaHHBIM,

CepAEYHO-COCYANCTBI PUCK PaccnoeHus (AMCCEKUMM) U paspeiBa
aoptet npy CM 1 6nuskux emy coctosiHuax (overlap unu Marfan-like
CUHEPOMOB) cocTaBnseT 1-2% OT BCex CMepTeNibHbIX UCXO0B B
NPOMBILUTEHHO PA3BUTbIX CTPaHax, ABAAACH NPUYUHONA CMEPTU B
50 Thic. Cny4aes B roa [15].

B Pecnyfnuke Benapych 0TMEYAETCA NONOKUTENbHAA AUHAMU-
Ka onepauuit N0 KOPPEKLMU aHEBPU3M rpYAHOro OTAeNa aopThl. B
2011 npoBegeHo 110 smewarenscrs, B 2012 r. — 131, 410 npumep-
HO B [Ba pa3a MeHblue Ha Aylly HaceneHus, yem B Espone. OgHoll
U3 NPUYUH 3TOTO MOXET BbiTh HU3KAA 03HAKOMAGHHOCTb NPAKTUKY-
folmx Bpavelt ¢ npobnemoit anacroausa aoptbi npu CM u Gauskux
eMy COCTOSIHUAX, a TaKKe OTCYTCTBME AMCTIAHCEPHOTo HAaBNI0AeH NS
3a [jaHHoli rpynnoi nauueHTos.

C uensio opraHu3aLum MEeXAUCUMNANHAPHON BUCKYCCHN MO UC-
cneposanuam CM 1 ceasanHbIx ¢ HUM Marfan-like cunppomos ¢ 2007
ropa npu HauumoHanbHOM MHCTUTYTE Cepaua, Nerknx u KpoBsu co-
3gaHa paGoyas rpyrna v pabotaet HaunonansHuit porg Mapdana
CLIA [15]. Yka3aHHble MEPONPUATUS aKTUBU3UPOBANAYU pabdoTy uc-
cneposareneil B AByx Hanpaenexusx: 1) paspaboTka anropuTMoB
paHHeil foKnuHUYecKoir guarHoctuku CM u Marfan-like cunppo-
MOB, 2) NMOWCK NEeKapCTBEHHbIX CPEACTB, KOTOPbIE MOXHO NPOTUBO-
NOCTaBUTL PA3BUTMIO TRKOrO FPO3HOrO COCTOSHUA, KAK AUCCEKLUSA
aopthl [10].

B nocnefHem cny4ae, B nojasnsolieM GoJbIUNHCTBE NPOBOAN-
MBIX B HACTOAWMIA MOMEHT UCChefoBaHUi Haubonee nepeneKTUB-
HBIMI CUNTRIOTCA AHTArOHUCTH! PELENTOPOB K aHTuoTeH3MHY 1T (APA)
[10]. NnTepec k APA Bbi3BaH He TONBKO CHUWMEHUEM aPTEPUANTBHOTO
[aBfeHUs — KenaemsiM 3(hEKTOM y NALKEHTOB € aHEBPUIMON aop-
Tbl, HO U, B BONblIEH CTENeHY, UMEWUMCS aHTaroknsmom TGF-B -
0JHOr0 U3 LieHTpabHbiX 3BEHbEB NaToreHesa cuuapoma MapdaHa
[11]. Npepnonaraercs, 4To aHTU-TGF-B TepaneBTuyeckas crpare-
rua crnocofHa NPesoTBPaTUTL ONACHbLIE AR MUIHU NPOABREHUS
3TUX HapyweHuit coennHnTensHOM Traku. KanHudeckoe ucenepo-
BaHue no u3yyeHnio APA yike 3asepweHo (B koHue 2012 ropa), u K
HACTOALEMY MOMEHTY OXupaetcss nyGnuKayus ero pesynsraros,
KoTopas JofxHa fob6asutb APA B pa3pap peKoMeHAyeMmbix fipena-
paToB MpU BaHHON naTonoruu.

HeoGbiuHbiM HanpaBneHueM KOPPeKUUU ABIACTCS AOKCULMK-

SIMH — NPENapar, KOTopbi MOXeT YyMeHbIaTb akTUBaL U0 TGF-B,

BOCCTaHaB/KBAA BA30MOTOPHYIO BDYHKLNIO, HOpManu3ys KeCTKOCTb
aopThl U npefoTBpalan ocnabierue cocyaa. MexaHusm aeicTBus
BOKCULMKNNHA CXOleH ¢ HeHTpanu3yloWuMI aHTuTeNamu NpoTus
MaTPUyHbIX MeTannonpoTenHas 2 u 9 (MMI-2, MMM-9) u obbackHsa-
eTCA yBenuyeHueM axcnpeccuu ukrndutopos MMM no oTHoWeHMIO
X npoTenHasam. B onsiTax Ha mbiyHoit mosenn CM gonrocpodroe
neyeHve JOKCUUMKAMHOM, Hecneunduyeckum unrubutopom MMM,
okasanoct 6onee 3hHEKTUBHBIM, YeM aTEHONONOM B NPeAOTBpa-
LEHUM PA3BUTUS BHEBPU3MEI a0pTH! [8].

B oTHOWEHMM NepBOro — NPOGUNAKTUYECKOrO — HaNpasNeHus u,
NOManyi, He MeHee BAXKHOTO, YeM TepaneBTUYecKas cTparerus
VIKEe uMetoLerocs 3abonesanns, TakKe JOCTUTHYTHI 3HAUUTENbHbIE
pesynibTaThl.

C y4eTOM TOFO YTO reHoTMNMYecKas guartoctuka CM u overlap
CUHAPOMOB OCJIOXHEHa MHOro06pasneM U3ydeHHbIX MyTaLui MHO-
HecTBa reHoB (TonbKo K 2002 roay yxe 6biR0 oTKphiTo Gonee 337
YHUKaNbHBIX MyTaLMit B rene bubpuanuna 1 (FBN1), o6bscHA0ILNX
NAeoTPONHOCTL KIMHUYECKUX NposBaeHuil 6onesnn [16]}, a TaK-
e CTOMMOCTW MpOUEfyp, NPUOPUTETHLIM HaNpPaBEHNEN SBNAETCA
paspaboTka KAMHUYECKUX KpuTepues. K npumepy, B HacTosuiee
BpeMa paspaboTaHbl NoAxofsl Anis (GEeHOTUNMYECKOR AuarHoCTUKM
BaHHbIX COCTOAHMIA, YyBCTBUTENBHOCTL W CMELUPUYHOCTb KOTOPLIX
npuBANKAETCA K reHOTUNUYECKONH ANAarHOCTMKE.

CoBpeMeHHble MeTOAbl UCCIefoBanNs myTauuii no FBN1 nokasa-
S CeUndUUHOCTD NePecMOTPEHHbLIX MEXAYHAPOLHbIX KAUHUYE-
ckux Fertckux kputepues CM okono 95-97% [13, 12]. B pamkax
LaHHO! nepecMoTpeHHON Hosonoruu Tectuposanue FBN1 yxe He
ABAAeTCa 06a3aTeNbHbIM, YTO JefaeT B psAfje Cny4aes BbiCTaBIe-
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HMe AMarto3a Ha OCHOBE (PeHOTUNMYECKOH AUArHOCTURY UMelolie-
rocs HHCT yxe pocraTousbiM, B T. 4. ANA Ha3sHayeHUs AONOAHM-
TenbHOro 00CNER0BAHUSA U NEYEeHUs. . .

B nactoswee spems npobrieMa [UarHoCTUKY, NeYeHus u mpopu-
NaKTMKM HACNEACTBEHHbIX HapyWeHniA (AUCnnasuit) cTpykTypsl 1
dyHKLMM coefuruTenbHoi Tkarn (HHCT) ssnseTca ofHol u3 ca-
MBIX CROMHBIX B MEAULMHCKONR HayKe M MMeeT MeXAuCUUnaAnHap-

“Hbiil xapakTep. B Poccuiickoit Defepaliuu paspaboTaHsi pekomeH-

gauun «HacnefcTeeHHbie HAPYLWEHUS COeAMHUTENbHON TKaHWY Mog
pyKosogcTeoM npod. 3.B. 3emMuoBCKOro, BTOPOA NEPECMOTP KOTO-
pbIX FOTOBUTCA K onyBaukosaHuio B anpene 2013 roga.

K coxaneHunto, B Pecnybauke Benapyck cornacosaHHble anro-
PUTMbI AVArHOCTUKI BUACMAACTUYECKUX CUHAPOMOB U (EHOTUMOB
OTCYTCTBYIOT JO HacToAwero BpemeHu! YkasaHHoe 06CTOATENLCTEO
NPUBOEMT K TOMY, YTO XapaKTepHble BHEWHWUE NPOABNEHUA CUC-
TEMHOTO BOBEYEHNA COEAUHMUTENbHON TKaHW OCTAIOTCA He3ame-
HEHHbIMY, DABHO KaK M HEOLEHEHHbIM OCTaeTCA PUCK BO3MOXHbIX
OCNOYKHEHU.

Npencrasnsetca kAUHUYeckull cay4ad. Ha kadepnpy BoeHHO-
noNeBoit Tepanyun BOeHHO-MepULMHCKOro hakynsteta B YO «beno-
PYCCKMiA FOCYAaPCTBEHHbIA MELULMHCKUI YHUBEPCUTETS oBpatin-
¢ rpawaalud PecnyBnuku benapych H. npusbisHoro Bospacta ¢
Kanobamu Ha auckomdOpT B NpeKapaMansHoit obaactu, 60aM Ko-

BePXHIAlt cermeHT — Kak P-HC).

NOWero Xxapakrepa, HeCcBA3aHHbIe C (bVIBMQECKMM i AMOLUUOHANb-
HBIM HanpsKeHuem, nepuoguvecKoe Gecrnokosiiee 4yBCTBO NOJ-
HOTHI NOC/e efbl, BO3HUKAKOWEe nocne npuema 06bIYHOro OGbeMa

MUY, U BLICTPYIO HACHHLAEMOCTb (ChITOCTB).

Anamnesis morbi: BblueyKasanHble Xanobel 6ecnokoaT nocne-
ZHMe nonrona. PaHee Ha NPU3LIBHbIX KOMUCCUSX BKTUBHLIX Kanod
He NpefbABAAN, CTAaLMOHAPHO He 06CnefoBancs U He neunnca (co
cnos H., mepuumuHCcKue npenaparsl Boobue He npuHuMaet ¢ 16
ner). AKUEHTUDYET BHUMaHNE Ha OTCYTCTBUM MONOKMUTENBHOR A-
HamuKu B HaGope Beca.

Anamnesis vitae: cemeiiHblli aHaMHe3 He OTArOLWeH. TlepeHeceH-
Hele 3a60NeBaHns — NPoCTyAHble. AnneproaHamHes He OTATOWEH.
PoncTBeHHMKM HeHOTUNMYECKUX 0COBRHHOCTel He UMelT.

Status praesens: oflyee COCTORHNE YAOBAETBOPUTENbHOE, CTe-
HUYECKOE AUCTPONOPLUOHANLHOE TENOCKOXEeHNe ~ HefocTaTou-
Hast Macca Tena (MIMT = 17,8 kr/m2), gonuxoctexomenus (puc. 1a),
apaxHogakTuaua (nonoxurensHbie cumntemsl CTeitnbepra (puc. 16)
1 Yokepa (CUMNTOM «3amscTbai»)), NuUeBble Au3MOpdumM (monuxo-
Ledanua, rMNoNAasus CKYJOBbIX KOCTEH, npupoclias MoyKa yxa)
(pnc. 1a), acUmMMeTpUA WERHO-NIBYEBOr0 KOHTYPA, KOTOpas 06bac-
HAGTCA MCKPUBNEHWEM BEDXHEro OTAEna NO3BOHOYHWKA, Aedop-

maumeit VI-VII weiHbIX NO3BOHKOB U U3MeHeHNeM penbeda Mbill.

ulen 1 3aTbliiKa; BNWHHaA Wes (HEBO3MO)KHOCTI= I'IO,D,6OPO,E{KOM apu-

_ Mpumeuanue: 1 - poct (P), em; 2 — pazmax pyk (PP), cm; 3 — nuxkHuil cermenT (HC), cu (OnpefenseTcs kak paccTosHue OT Kpas N06KoBOro CUM(13a B NONOXEHUM KCTORY 40 NON3, 2

@ ~ BHEWHUI BUR: JOAUXOCTEHOMEAUS (OTHOEHIUE BEPXHUI CermMeHT/HiKHU cermerT < 0,86 1 pasmax pyk/poct 2 1,05), nedopMalus kocTeis yepena (rUnonaasus ckynossix KoCTel,
pommMxouedanus, y3Koe «IML0»); b~ apaxHOAAKTAAMA (CUMITOM GONBLIOTO NaNbLa); ¢ — ACUMMETPUUHAS TPYAHAS KNETKA; d — aCUMMETPUUHAS IONATKA; KBHICOKNIY CKOANO3 (B LWeHOM
OTeNe NO3BOHOYHUKR); & — NPOSOAbHOE NNOCKOCTONNE; f— MegUansHan poTaLua MeguanbHoil S0AbIKKH

Puc. 1. ®enotun nayuenra H. ¢ npusnakammn CBCT

- MEnnuuACKAR

KOCHYTHCA Kpas rPYAMHBI) U CKONMO3 B WERHOM OTAENe NO3BOHOY-
HUKa («BHICOKUIN» CKOMMO3) — NpU 3TOM JOCTATOYHO XOPOWO 3a-
METHbI PacrionoXeHue OJHOTO yXxa HUxe APYroro {Knaccuueckui
NPU3HAK WEHHOro CKONMO03a), aCUMMeTpHYHasA TPyAHas Knetka
(pvc. 1c), ckonnos B rpyRHOM OTAENE NO3BOHOUHUKA (puc. 1d), acum-
MeTpuyHan nonatka (puc. 1d), npofonbHoe nockocTonue (puc. 1e),
MefuanbHan PoTaLyMs MeananbHol nopbixkku (puc. 1f).

06uee KOMMYeCTBO BannoB CHCTEMHOTO BOBNEYEHNA COBRUHY-
TenbHoi Tkaru (CBCT), cornacHo mepecmoTpeHHbIM TeHTCKUM Kpu-
Tepuam (1aba. 1), cocrasuio 9 6annos [5].

Taéauya 1

OueHka npusHakos CBCT (B 6annax), cornacHo nepecMOTpPeHHbLIM
TeHTCKUM KpUTEpMAM QWArHOCTMKU CUMApoMa MapdaHa

1. CumnToM 3anacTbs 1 Gonbioro nansua (3)

2. CumnTom 3anacTea unu Gosbioro nansua (1)

3. Kunesuganas geopmaums rpyaHolt knevku (2)

4, BopouxooBpastas feopMaLys rpyaHoi KNeTKM uau acummeTpua rpyRHOIA
etk (1) . :

5. Basibrycran aedopmaumsa crons! (2)

6. Mnockocronue (1)

7. THesmoTopakc (2}

8. 3KTa3us TBEPRON MO2roBol obonoukm (2)

9. MpoTpy3aua TasobeapeHHoro cycrasa (2)

10. Mponanc MUTpansHoro KnanaHa (noboi sua) (1)

11, YMEHbIIEHHOE OTHOWEHME BEPXHErO CErMEHTa K HIDKHEMY U YBEAUYEH-
Hoe OTHOLLEHME pasMaxa PyK K POCTY U HeTAXenas cTeneHb ckomnosa (1)

12. fluyessle npusHaku (3 u Gonee): fonuxouedanis, IHOGTalIbM, CKOWEH-
Hblé BHU3 TMa3Hble WENW, TUROMasus CKYNOBEIX KOCTel, peporkaTusa (1)

13. CKonmo3s wnu Topakoniombanshblit ko3 (1)

14. Hepopasrubaque noktesoro cycrasa (1)

15. KowHbie cpum (1)

16. Muonus > 3 guontpuii (1)

TpumeqaHue. MakcumansHoe oBuiee KOMHeCTBO ~ 20 62/110B; KOTUHECTBO 6anno > 7
CBUAETENBCTBYET D CHCTEMHOM BOBJIEHEHNY COBANHUTENbHON TKAHW.

06cnefoBaHKe Mo CUCTEMaM: [biXaHUe BE3UKYNAPHOE, 4acToTa
EbixaHus — 16/munH. ToHbl cepaua AcHbIE, PUTMMUHbIE, B 17 U 5-i
ayCKYNLTaTUBHOMN TOYKE BHICYLIMBAETCA ME30CHCTONMYECKUN Wen-
YOK ¥ MO3JHMIA KPaTKOBPEMEHHBIN CUCTONMYECKNA WYyM, NPeBOAA-
wwiica B NeByio nopMbledHylo obaacts; YCC - 78/muH, All = 124/
80 MM pT. CT. MynbC PUTMUYHDIA, YAOBNIETBOPUTENBHOTO HanonHe-
HMA 1 HanpsKEHUs, CUMMETPUUHLIA Ha oBemx pykax. JKusot mar-
Kuit, 62360Me3HEHHbIA, YYaCTBYET B akre gblxaHua. CUMITOM «no-
KONauUBaHUA» OTPULATENbHHIA ¢ 06enx cTopoH. Muonus cnaboit
cTeneHu.

[Tpu3HaKM BOBNGUEHWA KOCTHO-MBILIEYHOMR CUCTEMbIZ aPOXHOOGK-
MUAUA GUArHOCTUPYETCA Ha OCHOBAHUU «cUMITOMa BONbWOTO Naib-
L3y — NOJOXUTENEH, KOTAA BCA AUCTanbHas dananra npuBefeHHo-
70 60JIbIOTO NANbLA BLIXOAUT 33 VAHAPHYIO TPAHULY af0HNM Hesa-
BUCUMO OT TOTO, OCTUTAETCS 3TOT BBIXOS, C TOMOILbIO MCCNefloBaTeNs
unv 6e3 Hee, — U KCUMNMOMA 3GNACMbA» — NONCHKUTENEH, KOTAR
NPV 0XBaTe 3aNACTbS KUCTbIO BTOPOIl PYKY KOHYMK BONbLIGTO nansLa
nepeKphIBAET BECh HOTOTh MATOTC Nabua; «BLICOKMIA CKOAMO3Y —
XOpOLWO 33aMeTHa acuMMETPUs WieliHo-NNIeYeBOro KOHTYPa, KOTO-
pas 0GBACHASTCA UCKPUBIEHMEM BEPXHEro OTAENa No3BOHOYHMKA
(knaccuyeckum npusHaxoM welHOro CKONN03a ABNSETCA pacno-
NOKEHNE OAHOMQ YXa HUKE APYrOro) U U3MeHeH!em penseda Mbiliy
Wew U 3aThlAKa, MMeeT MecTo fedopmauna KocTell auua; «acum-
MempuyHas JONAMKAy NPeACcTaBAseT co6oii aHoMaNN0 PasBUTUSA
KOCTell nosica BePXHUX KOHEYHOCTe! B BU@ KOCO BOCXOAsiLUEro B
CpaBHEHMY C FOPUBOHTANIBHBIM B HOPME OTXOXAEHUA OCTY NIONATKM
(spina scapulae) B ee cpefHeil TpeTU (MMEETCA BHEIWHAA acumMmeT-
PUS CHIMHBI BCIGACTBUE PA3HON BBICOTE CTOAHUS KOCTHBIX OPUEHTU-

POB ¥ COOTBETCTBYHOUE} AUCTPONOPLMOHANLHOCTM B PA3BUTUM
MblUIL, BHINONHAVUWNX HAaf- M NOAOCTHbIE AMKY NonaTku (fossa
supraspinata et infraspinata scapulae)).

C YYETOM BbILEN3N0XKEHHOTO NMAUMEHT HYXAancCa B NpOBEASHUN -

HOMONHUTELHLIX UCCASL0BAHUMA §nA yTOYHeHus fuarHosa CM un
Mapharonofo6HsIX COCTOAHMIA, T. H. overlap cuHapomos (Mapda-
HOMAHAA BHEWHOCT, MaphaHonofo0HbIli henoTun, MASS-heHo-
Tun, cuHgpom Jlynca-JuTua, CUHAPOM SKTOMUAYM XPYCTannKa U Ap.).
Kpome TOTO, 3TO NOCAYXMAO NOBOJOM J/IS HA3HAUGHMA AOMOSHU-
TesibHbIX METOLOB UCCNeJOBAHUS ANA UCKIOYEHUN paclunpeHus
KOPHS 20pThi, aTPO(UYECKOTO racTpuTa Kak Hanbonee yrpoxaro-
WYX COCTOSHUIA.

AycKynbTaTuBHbIE DEHOMEHBI CO CTOPOHbI CEpALA NO3BOJUIU
NPEAnONOMUT HANUYKE Y NaLMeHTa NPoNanca MUTPanbHoOro Kna-
naHa (MMK) ¢ HapyleHueMm BHYTPUCEPAGYHON TEMOAUHAMUKYM —
KaK BapuaHT naeiiotponHoro npossnenus npu HHCT. Heobxopumo
MOMHUTL, 4TO OTCYTCTBUE MONHOro Habopa «leHTCKUX KpUTEpUeB»
CM He CHWXaeT ONacHOCTU Pa3BUTUS OCHOMHEHWUN, CBA3AHHBIX C
PACCNOEHUEM U PA3PLIBOM AOPThI, XOTA TaKUe OCNOKHEHUA NOAB-
NAIOTCA Y NALMEHTOB C HENOMHbIM HAaGopom KpuTepues B Bonee
nozgHem sospacre [9]. CnefoBatentHo, Bce MauneHT ¢ Mapda-
HOMAHBIM raBUTYCOM UMEIT OAUHAKOBLI/ PUCK Pa3BUTUA Bhillene-
pEYMCNEHHBIX OCROXHEHNA. s

Pe3yneTatel SONONHUTENbHBIX METOROB uccnefosanus: IKI ot
15.08.2012 r. — pUTM CMHYCOBBIL, BepTuKanbHoe nonoxeHue 30C;
YCC - 78 yn./muH. IxoKl ot 16.08.2012 AO: 30 mm; AOK: 22 mm;
NN 31 mm; MIKM: 1,0/1,4 cm; 3CK: 1,0/1,4 cm; JIX: 4,5/2,9 cw;

K[0: 92 mn; KCO: 32 mn; YO: 60 mn; ©B: 65%; MIK: 22 mm. Unpexc '

Macchl Muokapaa: 99,7 r/ M2,
ficcnegoBaHue B pexume [lonnepa (Noj KOHTponeM LBETHOTo

'KapTMpOBaHUA): cpefHee fasaeHue B JIA: 7 MM pT. ct. MKi E =

0,9 m/cek, A = 0,56m/cek. Bpems U30BONIOM. COKpauleHus
0,027 cex.; Bpems usrnanua ET = 0,213 cek; BpemMa 1M30BOJIOM.
paccnabnenus JUK 0,02 cek. MHgeke 3xoKT: 0,22.

0coBeHHOCTY KpoBOTOKa: CKOPOCT moToxa Ha AOK — 1,31 m/c ¢
rpaameHToM JasneHua 6,9 MM pr. cT. lpuKnananHas peryprura-
uus Ha MK nocTosHHOTO xapaKTepa [AByMs NMOTOKaMu co CKOpoc-
Thio 0,88 M/CEK W rpagueHToM peryprutauuu 3,1 mm pr. cT. Peryp-
ruTauma Ha TKK I-II ctenenu co ckopocTbio 2,2 M/cek u rpaj.
peryprutayuy 19,5 MM pr. cT. MuHumMansHas npuknanaxHas peryp-
ruTaumua Ha kianawe JIA co ckopocTbio 0,60 M/cex u rpag. perypru-
Talvn 1,9 MM pT. cT. CKOPOCTb NOTOKA Ha ypoBHe knanaHa JIA -
1,17 M/ceK ¢ rpafuMeHToM AaBieHus 5,5 mm pr. cT. [uametp cTeona
JIA - 16,4 Mm.

[lpyrue 0cOBEHHOCTH 3XOKAPAMOTpaMMBbl: nponabupoBakue ne-
pefHed cTeopku MK u3 anukanbHoit YeTbipexKamepHoi nosnuum
4,1-4,2 mm. Mocne dusHarpysky (20 npucefaHuil) cTenens npona-
GUpPOBAHNA YBENUYMAACh A0 54 MM, mybuHa cTpyu — Ao 15,9 MM,
AHOMANIbHO pacnosoxeHHas xopaa B nonoctu JIXK (nonepeyas
cpenuunan). 13 anukanbHol YeTbipexKamepHoil no3niluu: nn -
33,7 X 44 mm, 111 — 31,7 x 38,9 mm, MM — 30,2 X 73,3 mm, JIK - 46,8 X
86,7 mm. HIIB Bbigox — 15,8 MM, MOAHOCTBIO CNafaeTCa Ha BAOXE.
AD Ha ypoBHe cuHycoB Banbcansebl — 32,8 MM, B BOCXOQRLLEM
oTaene — 24,8 mm, gyra A0 — 23,6 MM, HUCXojAWanA YacTs AO -
23,1 MM, ckopocTb noToka — 1,54 M/ceK € rpagueHToOM AaBneHus
9,5 MM pT. CT. .

3axnioyenue: AQ 6e3 ocobenHocTell. YnnoTHeHne nepepHed
creopku MK, MK I crenenn ¢ peryprvTauueil I creneny. Monocty
Cepala He pacWiipeHbl, neBoe NpeAcepAne 0BANbHO (BbITARYTOM
no anuHHNKy) dopme. APX B monoctn JIK. Peryprutauua Ha TKK I-
IT cTeneHmn GyHKUMOHANBHOTO XapakTepa. CoxpaTuTesibHas yHK-
uua muokapga JK He wapywena. 3oxa nepukapaa 6es 0CoGeHHO-
creit (puc. 2).

CornacHo faHHbIM autepatypsl [3] 1 HaydHO-UCCASOBATENBCKUX
paboT [6], y nauueHToB ¢ MaphaHonoaoOHbIM COCTOAHMEM HaLLE,
yem B MONyAALUK, pa3BuBaeTcs GuBPO3 NOAINUTENUALHOTO Na-
CTa C pa3BUTUMEM PaHHell aTpotui CAUSUCTON 0BONOUKM KeNyAKa.

R




Meniincias

€ uensio paHHeil [UArHOCTUKM XPOHUECKOTO aTPOpUIECKOro racT-
puTa nauMeHTy BeinonHaAnack dubporacrpopyonedockonua (OILC)
oT 16.08.2012 r.: nuILeBOA CBOBOAHO NPOXOAUM, B HUXKHER TpeTh
cansucTan ¢ ydactkamu runepemuu. Kapamnsa He CMbIKAETCs, CAU3U-
cmas wenyoka nponabupyem 8 nuiesod. B wenyaKe HesHauu-
TEeNLHOE KONUHECTBO NPO3PauHoi KUAKOCTH, CKNAAKM CpefHero
kanubpa, CNU3KCTas po30Bas, 3NaCTUYHARA, C yYacTKamu runepe-
MuM B aHTpanbHom otaene. MNpuspaTHuk npoxoaum. Slykosuua ase-
HaALATHNePCTHOM KUWKN NPaBUAbHOA GopMmbl, cAMUCTas BrefHO-
PO30Bas, 3MaCTUYHAR, C o4Yaramu runepemun. MoctbynsbapHblil
otaen 6e3 ocobeHHocTel, (haTepoB COCOK HE U3MEHEH.

Puc. 2. IX0-KC kapTuHa u3MeHeHHO! reoMeTpuu npepcepaus
(43 anuKanbHo# 4YeTbIPEXKAMEPHO! NO3ULUN)

3akmoyenue: Tactpogyoaenut. HepoctatouHocts kapauu. fuc-
TanbHblil 330¢arut, He nckniovaerca IMOL. BeinosxeHa Guoncus
u3 noctBynbbapHoro otaena (1) u NYKOBULL 12-NEPCTHON KULIKK
(2), anTpansHoro otgena (3), Tena (4) u gHa xenygka (5), Kapau-
anbHoro otaena nuuwesoga (6).

Mopdonoruueckoe uccnepopalue 6uoncuitHoro Matepuana:
1-2) cparmeHTbl CAU3UCTON 12-NePCTHON KUWKYU C YMEPEHHO! JinM-
thorncTUOUUTapHON MHOUALTPAUKEN CTPOMbI NPUMECHIO eAUHUUHBIX
CErMEHTOAGPHbIX NEMKOLMTOB; 3) raCTPUT XPOHUUECKMIAL, aHTpaNb-
Hblit, YMEPEHHbIT, MaNOaKTUBHbIA +, aTpodus + u 6e3 Kuie4HON
metannasuu 0. H.p. +; 4-5) XpOHU4ECKMil, CnaboBbIPaKeHHbIN,
ManoaKTUBHbIA + BYHBANbHBIN racTPUT W racTpuT SHa Xenyaka, bes
atpodun 0 u Ge3 kuweyroit metannasuu 0. H.p. +; 6) xpoHuue-
CKUit cnado BbIpaXKeHHbiii, MaJOAKTUBHbIA + racTPUT KapanansHoro
oTzena xenyaka, 6e3 atpodun 0 u Hes kuweyHo metannasuu 0.
H.p. +.

Pewatowum nokasarenem gas guardoctuku CM ssnsietcs puna-
TaLua aopThl/ANAMETP a0PThl Ha ypOBHE CUHYCOB Banbcanbabi, npe-
BbIWAKWMUIA yCTaHOBMeHHbIN. CiegyeT 06paTuT BHUMAHUE Ha To,
4To y naumeHTos ¢ CM gunatauus aopTsl BhiCTaBaseTcs npu Gonee
MEHbILUX 3HAYEHNAX, YEM B MONYAALMUU, U MOXET GbiTh paccyuTaHa
no Homorpamme (puc. 3), paccyutanHoir M.J. Roman (1989), uau
no Z-Kputepuio.

B paHHG KAMHU4ECKOH cuTyaLuuu — Npu OTCYTCTBUM YETKOTO
cemeiiHoro aHamMHesa u HeussectHom cratyce FBN1 (cunppom 3k-

‘TOMUM XPYCTANUKA UCKNIOYEH NOCNE OCMOTPa OKYAUCTOM) — Aumar-

HocTuka CM morna Gsl NpOXoAUTb MO ABYM DA3AUYHLIM CLUEHAPUAM.
CornacHo nocnefHum fentexum kputepuam 2010 roga, HeCOMHeH-
Hblit guarHo3 CM noseoneHo ycraHasnuBaTb Kak BapuaHT:

1) HeB3Mpas Ha HaAWU4yue U OTCYTCTBUE CMCTEMHBIX MPU3HAKOB,
NPy HaNMuMy yXKe TONbKO FUiaTauyumM KOPHA aopTol (Z-noKasaTenb
>'2 Npit YCI0BUM CTAaHAAPTU3aLMM NO BO3PACTY M Macce Tena) unm
ee paccnoedus [13] v akTonun xpycranuka,

2) npu HemssecTHoM (Nubo oTpuuatensHom) cratyce FBN1 — npu
HanMyuy TOAbKO Aunatauun (Z > 2) ua paccioeHns KOpHS aopTl,
HO TIpY OTCYTCTBUYM 3KTONUU XPYCTaNuKa ¥ C NOATBEPXHAEHNEM —
Hanu4meM BOCTaTOYHbIX CUCTEMHBIX JaHHbIX, MOJYYEHHBIX B Pe3yUib-
Tate uccnenosaHuil (> 7 6ansnos).

YquTHIBAS, YTO NALMEHT He NONafan HU Noj OGMH U3 mepeyuc-
NEeHHbIX BapUaHToB (y NauMeHTa YCTAHOBAEHO NOrpaHnyHoe pac-
wupeHne Ao Ha ypoBHe CHHYCOB Banbcanbsbi), Bonpoc gudodepen-
UManbHOW AUArHOCTUKM CBOAUNCS K TaKUM COCTOAHUAM, kak MASS-
tbeHoTun u cungpom NMMK. Huxe npepctasneH nepeyeHs COCTORHMUIA,

KOTOpble CnefyeT AMarHOCTUPOBATL NPU OTCYTCTBMM KPUTEPUEB,

LOCTaTOYHbIX AN auarHoctuxu CM (Ta6n. 2). Kak sugHo u3 Tabn. 2,
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Tpumeyanue. Cornacro nepecMoTpeHHeIM [eHTCKUM KpuTepusm AuarHocTuku CM [2, 14], ysenuyerine guameTpa aopTs! yCTaHaBNMBASTCA NPU 3Ha4eHUu Z-kpuTepusa 2 2 (cTapuwe 20 ner)
nZ23 (monoxe 20 ner). Pacyem Z-kpumepus nponssogutcs no hopmyne: Z=D /MNT, rze D — anamerp aoptsl, cu; NIT — naowass nosepxHOCT# Tena, M2, (Aouaas NOBEPXHOCTY Tena
onpegensetca no dopmyne Bu Bois and Du Bois (1916): NNT = 0,007184 X H (pocr, cm) A 0,725 x M (Macca Tena, Kr) » 0,425. B Hawem KNUHUYECKOM Ciyyae y nauuenta MNT =
0,007184 x 185 * 0,725 X 61 * 0,425 = 1,81 M?, Z kputepuit = 3,28/1,81 = 1,81. Eue ogun nokasaress, HeOGX0AUMbIA ANA aHaNK3a, — BOMKHBINA fuamerp Kophs aoptsl, AfKa (cm).
fins vawero nauventa on cocrasun: J0Ka =1,92+0,74 x MMT=1,92 + 0,74 x 1,81 = 3,25 cM (v nayuenra 3,28 cu). N3meperve guameTpa NpoBOAAT 13 nonepeyHoro IxoK -ceuenus

8 NapacTePHanLHON NO3ULUN NO BIUHHOR OCH.

Puc. 3. HoMorpamms! ans OLEHKU pa3MepoB KOPHA aOPThl Ha YPOBHE CUHYCOB Banscasbeel
€ YYeToM 0nyCTUMbIX KONeBaHUi B 3aBUCUMOCTY OT BENIUYMHBI MOBEPXHOCTH TENa

- Meawyimexag

TpaHULbl MEX[Y HUMU BeCbMa YCROBHL, NOCKOALKY 06a AnarHosa
NPefnoNarawT OTCYTCTBUE 3HAUMMOrO PACILMPEHUA a0PThl NPU Ha-
nvyuu NMK.

Tabanua 2
ARFOPUTM BUArHOCTUKM COCTOAHMUIA, 6au3Kux CM

BeposTHbtll CUHAPOM fo 20 ner, cnopaguye- | Z-xputepuii < 3,0
Mapdara CKas Uny cemeiias
MyTauua FBN1

Hecneuuduyeckoe Lo 20 nev B orcyreraue | CBCT < 7 u/unau Z-kpute-
HapyweHue coeguin- | mytauum FBN1 it < 3,0
TENbHOWN TKaHu

MASS-deHoTUN Crapue 20 net CBCT 2 5 u/vau nokaza-

Tesb KOpHA aopThl Z < 2,0

Cungpom MMK Crapive 20 net Couetanye NMMKc npus-
sakamu CBCT (xonude-

cTBO Gannos < 5)

BoicoKasn CTeneHb BOBEYEHHOCTU COERUHNTENLHON TKaHW (> 9
Gannos}, Z-kputepuit < 2, Hanuyne NMK, npeumyuiectsenHo sose-
yeHMe KocTHeIX npusHakoB [CT u oTcyTcTBUE NPU3HAKOB BOBJEYe-
HUA KOXKM (4TO UCKRIOYANO0 Hatuuue CUHAPOMA TUMepMOBUILHOCTY
CyCTaBoB), MUONUSA — BCE 3TO MO3BOAWAO HAM BbICTABMTH AUArHO3
MASS-tberoTun. 370 KkpaiiHe peakoe 3abonesaHue, aKPOHMMbI KOTO-
poro npeanonaraioT Haauuue muonuu, NMMK, norpatnyroro (Z < 2)
VBENUYEHWUA KOPHA 20PTHI, KOCTHBIX W KOMHLIX TPOABNEHUIA.

[py HanUYMM HEJOCTATOYHOrO YPOBHA CUCTEMHOTO BOBMEUEHUNA
1/WiK NOTPaHUYHOTD COCTORHUS NokasaTeneli KopHs aopThl (Z < 3),
Kax B Hawem cnydae (Ge3 pokazaHHoi MyTauuu FBN1), aBropsl
TeHTCKUX KpUTEpWEeB BrepBble NpPepsaraiT UCNob30BaTh TEPMUH
«HecneuuhuYecKoe Hapylierue COeNHUTENbHBIX TKaHe» BNNOThb
B0 TOTO MOMEHTa, KOTAa nocnegyowuii sxokapauorpaguyeckui
aHafiu3 NO3BOAUT BHIABUTL AUAATALMIO KOPHA aOpTHl (Z > 3).

Takum obpasom, ycranoenen OCHOBHOM puarnos: Hacnepcrsen-
HOE HapyweHue coefuHUTenbHOMN TKaku — MASS-GeroTun ¢ npu-
3HAKaMIA CUCTEMHOTO BOBNEYEHUA COEAUHUTENbHOM TKakU (> 9
6annos). Mponanc MUTpanbHOro Knanaxa (Heknaccuueckuit) I cre-
neHu (4,1 MM) ¢ HapylieHWeM BHYTPUCEPAEUHOI reMOAUHAMUKN

(peryprutauyueid I crenenn). UameHerne reoMeTpun 1 hopmsl jie-,

BOrO NPeACEPAUs € ero gunataumeit (33,7 x 44 mm). AHOMaNsHO
pacnoioXeHHan Xopaa B NIEBOM enygouke (nonepeyHas CpenuH-
Has), HO. _

OcrosxHeHue: NOrpalinuHoe paclliperue aopTsl Ha YPOBHE CUHY-

coB Banbcanbabl, MUuTpanbHas peryprutauus I crenenun. Conymemsy-
fowud: HelApoLupKynATOPHAA acTeHNS, C YMEPEHHO BbIPAKEHHBIMAU
BEreTOCOCYRUCTHIMU NPOABACHUAMN. XPOHNYECKUA yMEPEHHO-BbI-
PaXKEHHbI XeNuKOBaKTEePHbIA NaHracTpuT C Manoi aKTWBHOCTLIO,
cnaboit atpodmeil aHTpanbHOro oTHena, hasa HeCToKon pemuc-
cuu. MocrnpaHguansHeil guctpece cunapom, FIPB, katapanbhbiit
33ocparur. [TIO[. '
- PexkomeHgauun 6onbHOMY: IMHaMUYeCKoe HabnlofeHne Kapau-
0/10Ta, racTPodHTEPONOra; oOWeYKpennALmMe NPOLeaypLl, AMETa;
NpueM Npenaparoe 418 CTUMYAALUM KonnareHoobpa3oBaHus, Bau-
AHMA Ha 0OMEH MYKO3aMUHOMMKAHOB, CTabunn3aunyn MUHepanb-
HOTO 0GMEHa; KOPPeKUUY YPOBHS CBOOGOZHBIX aMUHOKNCAOT B KPO-
BM U BUO3HEPreTUYECKOro COCTORHUA oprakusma. PeabunuTtauu-
OHHYIO MELUKAMEHTO3HYIO Tepanuio BoinoNHAWT 1~3 pasa/rog,
NPOLOMKUTENbHOCT Kypca — 1,5-2 mec. Mepepbis Mexay Kypcamm
He MeHee 2-2,5 mec. B cxeme ucnonbsyetcs 0AMH W3 Npenaparos
Kaporo Hanpasnenus (B 06s3aTenbHOM NOpAJKe U3 CTUMYNATO-
poB KonnareHoo6pasoBaHua), Npu NOBTOPHLIX Kypcax npenaparsl
MeHArTCA.

lMpumepHas cxema memaGonuyeckol mepanuu: ackopbuxosas
kucnoTa (B KOKTeliNe C MONoKoM, HorypToM — #o 4 r/cyT.); npena-
paTthl roKo3aMuHcynbdata — no 1,5 r 1 pas/cyt. 3a efoi B Teve-
Hue 1,5 Mecsaua; npenaparsi XOHApoUTUHCYNbMaTa no 1,5-2,0 r 3a

enolt B Tey. 2 Mec., aHTapHas Kucnota (8 kancyne 100 mr) — no 1-
2 Kanc. 2 pasa/cyT., Kypc — 3 Hefd.; KapHUTUHA xAopug, 20%-i
pacteop — 1o -1 4. ni. 3 pasa/cyT. noche egsl; Kypc — 1 meca;
BUTAMUHHO-MUHEPANbHbIE KOMIIEeKCH Kypcamu B 1 mec.; BALb,
copepxaume L-nu3nH, 2 pasa/cyt.; kypc — 1 mec.; Tokohepona
ayetat 400-800 ME/cyT.; Kypc — 3 Hep.; WMPOKO UCMONL3YITCA
npenaparbl MarHus.

OtaenbHbIM 3TanoM peKOMeHJOBAHLI NPOBEAEHWE 3pauKaLny
undekuuu H. pylori v dbapmakoTepanus, 0CHOBaHHas Ha NpuMeHe-
HUYM aHTUCEKPETOPHLIX CPEACTB, aHTAaUNA0B U NPOKUHETUKOB. B
06A3aTebHOM NOPAAKE HA3HAYEHB! KOHTPOJbHbIE MPOXOKAEHUS
3X0-KT uccneposanus ¢ MOHUTOpMHrom AQ Ha ypoBHe CHHYCOB
Banbcanssel u OTJC ¢ 3a60poM GUONCUOHHOTO MaTepUana AAA OLeH-
KW B [UHaMVKe FUCPEreHepaTopHO-AUCTPODUYECKUX U3MEHEHUI
COX. . ’

Bb/800: BaHHbIA KIWHUYECKUI Ciydail nogTREpKaaeT cnabyio
03HAKOMNEHHOCTb Bpayell PassinyHbIX CReuuansHoCTel ¢ KMHU-
YeCKMMU NPOSBAEHUSMU, KPATEPUAMU [UATHOCTMKU U BOIMONHBbI-
mu ocnoxHenusmu CM u Marfan-like cocrosirmit. NMauuent H. npo-
XOLUN MeULMAHCKAE OCMOTPL! NPH NPURKCKE K NPU3LIBHOMY y4acT-
Ky, NPU MOCTYNNEHUN 1 B Nepuop obydeduns B BhiCEM yueGHOM
3aBefeHuu. [pu 3TOM HUKTO U3 Bpaueii-creuranucTos He obpatun
DOMKHOMO BHUMAHUA Ha (DEHOTUNUYECKME NPOABNEHUA JUCTIA3UM
COEAMHUTENbHON TKaHM. U He Hanpasui NalueHTa Ha KONONHU-
TeAbHble UCCNEN0BAHUS NS YTOYHEHNS AuarHosa. XoTs 3HaHue
AMCINACTUYECKMX DEHOTANOB U NPU3HAKOB CUCTEMHBIX HAPYLLIEHNA
COBUHUTENBHOM TKAHU ABASETCA JOCTATOMHBIM BNS NPaBUALHbIX
TaKTUYECKUX AECTBUN B OTHOWEHWN AAHHBIX NALNEHTOB.
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