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AHHOMayun

TepMUH «IUCIUIA3Us COeANHUTENbHOM TKaHu» (JJCT) Ha TEPPUTOPHUH TOCTCOBETCKOTO TPOCTPAHCTBA TAK IIPOYHO BOIIIEJ B METUIIUHCKYIO TIPAK-
THKY, YTO MHOTHE CIIEI[HAJIUCTHI He CTPEMATCS BepUBUIUPOBATh MOHOTEHHBIE CHH/IPOMBI, HEPEIKO CKPBIBAIOIIKECS 33 IPUBBIYHBIM O0JIMKOM
HaryeHTa- «JucIvIacTuKa». [IpuBoauTea KIMHUYecKoe Habso/leHue manueHTKy ¢ npusHakamu JICT, koTopas ¢ MOJIOAbIX jieT HabJIo1aeTcs y
PA3HBIX CHENUATUCTOB ¢ GOJIEBBIMU CHHPOMAMH, TPUK/IbI TPOOIIEPUPOBAHA TI0 IIOBOAY ab0MUHAIBHOTO 6OJIEBOTO CHHPOMA, OZJHAKO YCTOM-
YHBOTO TIOJIOKUTEIBHOTO Pe3yJIbTaTa He MostydeHo. [Ipu 0cMOTpe ManueHTKH ¢ KanobaMu, YKa3bIBaIOIIMMU Ha [ATOJIOTUIO ITHAIIeBAPUTEILHON
CHCTEeMBI, BBIABJIEHbI IPU3HAKU CUCTEMHOT'O BOBJIEUEHUS COEAMHHUTETIBHOH TKaHU (7 6aJI7IOB B COOTBeTCTBUE ¢ ['@HTCKUMHU KPUTEPUSAMU), T.€.
yCTaHOBJIEH Map(aHOUHBIH (GEHOTHUII, B COYETAHUH C BUCIEPAJIBHBIMU OPAXKEHUAMH, TAKIMHU KaK TPAHCBEP30ITO3, I0JINXOCUTMA, INBEPTH-
KyJsipHast 60JIe3Hb U IUBEPTUKYJIUT, KOTOPBIE OATBEPKAAIOT HAJTUYIe HACJIe/[CTBEHHOTO HapyIeHus coequanteasHon Tkanu (HHCT). 13 6a-
3bI HACJIE/ICTBEHHBIX 3a60s1eBaHuil uesioBeka OMIM u3BecTHO, UTO JUBEPTUKYJIBI XapakTepHs! 11 Takux HHCT, kak cunapom Mapdana, cun-
npom Aiepca—/lanio, cuaapom Kobduna—Jloypu, cuaapom Bribsimca—bepeHa, ayToCOMHO-TOMUHAHTHBIA TTOJIMKUCTO3 TIOYEK, MEXK/Ty KOTO-
pBIMU poBoiuIIcs fuddepeHanbHbIi 1uarao3. [Tocse anaau3a Beex JaHHBIX MOXKHO IPEZTIOIOKUTD Y HAIlleH MaIueHTKH CUHAPOM Jjepca—
Jansto. MI3BecTHO, 4TO UMeHHO JlepeKT cuHTe3a Kosuarena I wau 111 TunoB uiu TeHackuHa X XapakTepusyeT IIporpeccupyolliee IopaskeHue Ku-
MIEYHUKA IPU IUBEPTUKY/IIPHON 60IE3HU € BO3MOKHOCTBIO a6/JOMUHAIBHBIX KaTacTpod (Pa3phIB KUIIKU WU JTUBEPTUKYIIUT C IEPUTOHUTOM),
1103TOMY BepU(UKALXSA JUATHO3A C IIOMOIIBI0 TeHETHYECKOTO UCCIIEZI0BAHUA 0COOEHHO BayKHA.

Knaoueesnle cnroea: 1uBepTuKy/IsipHas 00J1e3Hb, HAC/IE/ICTBEHHbIE HAPYIIEHUs COeMHUTEIBHON TKaHH, CHHPOM diepca—/lanio, mapdaHo-
WUJTHBIN (EeHOTHII.
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Abstract

The term "connective tissue dysplasia” (DST) in the territory of the post-Soviet space has become so firmly established in medical practice that
many specialists do not seek to verify monogenic syndromes, often hiding behind the usual appearance of the patient "dysplasty". The clinical ob-
servation of a patient with signs of DST, who has been observed from a young age by various specialists with pain syndromes, has been operated
on three times for abdominal pain syndrome, but no stable positive result has been obtained. Upon examination of a patient with complaints in-
dicating pathology of the digestive system, signs of systemic connective tissue involvement were revealed (7 points in accordance with the Ghent
criteria), that is, a marfanoid phenotype was established, in combination with visceral lesions such as transversoptosis, dolichosigma, diverticular
disease and diverticulitis, which confirm the presence of hereditary connective tissue disorder (NST). From the OMIM database of hereditary hu-
man diseases, it is known that diverticula are characteristic of such NCDs as Marfan syndrome, Ehlers—Danlo syndrome, Coffin—Lowry syn-
drome, Williams—Behren syndrome, autosomal dominant polycystic kidney disease, between which a differential diagnosis was made. After an-
alyzing all the data, it can be assumed that our patient has Ehlers—Danlo syndrome. It is known that it is a defect in the synthesis of collagen types
T or III or tenascin X that characterizes progressive intestinal damage in diverticular disease with the possibility of abdominal catastrophes (rup-
ture of the intestine or diverticulitis with peritonitis), therefore, verification of the diagnosis using genetic research is especially important.
Keywords: diverticular disease, hereditary connective tissue disorders, Ehlers-Danlo syndrome, marfanoid phenotype.

For citation: Poltavtseva A.M., Viktorova I.A., Rozhkova M.Yu., Petrenko M.V., Ivanova D.S. Clinical analysis of a patient with marfanoid phe-
notype and diverticular disease. Clinical review for general practice. 2024; 5 (10): 12—18 (In Russ.). DOI: 10.47407/kr2024.5.10.00489

3a00j1eBaHUsI COEUHUTEIBHON OOpEMEHEHO TaKMMHU MeTO/IaMH 00C/Ie/IOBaHus, KaK OIpe-

H acje/ICTBEHHBIE

TKaHU PACCMATPUBAIOTCA OOJIBITUHCTBOM CIIEI[HAJIN-
CTOB KaK peJ/IKue, OJHAKO B IIOCJIe/IHee BpeMs IOABUINCH
JIaHHBIe 0 OOJIBIIEH PAaCIIPOCTPAHEHHOCTH 3TUX 3a60j1eBa-
Huii [1]. Ha mpakTuke UX BBIABJIEHHE 3aTPYIHUTETBHO 110
psAxy npuduH. Bo-mepBBIX, KJIMHUYECKOE IIPUMEHEeHHe
lenTckux kpurepueB cuHapoMma MapdaHa I AHarHo-
CTHKH CHCTEMHOTO BOBJIEUEHHUS COEJIMHUTEIBHON TKAHU

JleJieHue «IIPOTPY3UH BEPTIY’KHOU BIIAJIMHBI» U «3KTa3UU
TBEPJOH MO3roBOoH 000109YKH» (BBICOKOHATPY30UHBIE
PEHTTeHOJIOTHYECKUE HcciiefoBanusA). KimmHuveckas Bepu-
dukamua cuagpoMa diepca—/JaHJIO € HCIOIb30BAHUEM
KpHUTEpHUEB, Pa3pabOTaHHBIX MeX/TyHapOJHBIM KOHCOD-
OHUYyMOM B 2017 T., TPYZI0OEMKA, TaK KaK BKJIIOYAeT MHOIO-
4qucaeHHbIe crenuduyeckue NpU3HAKY 13 TUIIOB, Bepudu-
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Kal[isi KOTOPBIX 3aHUMAaeT MHOTO BPEMEHU, 3HAUUTETHHO
MPEBBIIAIOIIEr0 BPEMS CTAH/IAPTHOTO MIPHEMa JIaske Bpada
reHeTHKa MEJUKO-TeHEeTHYECKOW KOHCyabTamuu [2, 3].
Bo-BTOpBIX, MOJIEKYJISIPHO-TEHETHUYECKUE HCCIIE/[OBAHUS,
0e3yCJIOBHO, TTOKA3aHHBIE B 3TOHM CUTYaIlH, B PyTHHHON Me-
JIMIIMHCKOM MPAKTUKE /IJisl OOJIBIIIMHCTBA MAIUEHTOB HeJ0-
CTYITHBI M3-32 BBICOKOH CTOMMOCTH (HE BXO/SIT B OILIATY CH-
cTeMbl 00s13aTEJIBHOTO MEJUIIMHCKOTO CTPAaXOBAaHUS).
B-TpeTbux, mupokas HeHOTUITHUECKAsT TPOTSXKEHHOCTh ITPHU-
3HAKOB JIMCIIa3un coequuuTeabaon Tkanu (JICT) ot maso-
BBIPAYKEHHBIX /10 TAMKEIIBIX (HOPM TpeOyeT 3HAHUI 1 HABBIKOB
nuddepeHIANY TUATHOCTUKHA MOHOT€HHBIX CHH/IPOMOB,
KOTOPBIMU HeE B IIOJIHOM Mepe PACIIOIaraoT /IaykKe TeHETHKU.
[To3TOMY M3 KJIMHUYECKOU MPAKTUKU [TPAKTHYECKH HCUE3IH
MAIUEHTHI C IUAaTHO3aMU «CHH/IpoM Mapdana», «CHHIPOM
Anepca—/laniio», HO TOSBUIIOCH OOJIBIIIOE KOJIMYECTBO MAIU-
eHTOB ¢ Hennddepennuposarsoii JICT. Jto 3aTpyanser Ha-
KOIUIEHUE, aHAJIU3 U OCMbICieHre (DAKTOB JJIsl TIPO/IYKTHB-
HOTO Pa3BUTHA 3TOU 006JIaCTH HAYYHBIX 3HAHUM.

OCHOBHbBIE TPAIUIIUOHHO BBI/IeJIsIEMbIE JIUCILJIACTUYE-
ckue GheHoTUIbl — MaphaHOno06HbIH (¢ 10JIUXOCTEHOME -
Jivel, apaxHOIAKTUIINEN) U BJIePCOTIOI00HbIN (C TUIIEPMO-
OUJIBHOCTBIO CYCTAaBOB, I'MIIEPAIACTHYHON KOXKeH) — He-
PeKO TEPEKPEIINBAIOTCA MeXAY 000l ¢ HEeBO3MOXK-
HOCTBIO BbIJleieHusi Bezyinero. O6a cuUHJpOMa accolu-
HUPYIOTCSI C MHOTOUHCIEHHBIMU OTKJIOHEHUSIMU B OIIOPHO-
JIBUTATEJILHOM allapare, BKJII0Uasi CKOJIN03, AedbopMaliuu
TPY/IHOH KJIETKU U CTOIBI. ITH HAPYIIIEHUs BKJIIOUEHBI KaK
B 'eHTCKHe KpUTEPHUH, TaK U KpUTepuu MexKayHapOoJHOTO
KOHCOpIIyMa 2017 T., U UTPAIOT 3HAYUTEJIbHYIO POJIb B JIU-
arHoctuke 3abosieBaHuii. OTJIMUUTEIbHbIE XapaKTepHU-
CTUKHU CKeJIeTa MalueHToB ¢ cuHipomoM Mapdana u ¢ He-
KOTOPBIMHU MOATUIIAMHU CHHJAPOMA djepca—/laHno BKIIIO-
YAI0T ACTEHUYECKOE TEJIOCI0KEHUE, BBICOKUH POCT, TPEBBI-
MIAIONIUN BepXHHE T'PAHUIIBI BO3PACTHBIX HOPM, BBHICOKOE
JiyroobpasHoe HEGO, CKy4YeHHOCTh 3y00B — IPU3HAKY KJIac-
cuyeckoro mapdanouHoTo (peHorumna [2, 3]. OgHaKo MO-
MHMO CKEJIETOIATHUH CYIIECTBYeT MHOKECTBO BHCIIEPAJIb-
HBIX NPOSIBJIEHWH JaHHBIX 3a0osneBaHuil. B Poccum oHmM
U3y4YeHbl NPUMEHHUTEJIbHO K HeauddepeHnnpoBaHHON
JCT. Tak, xenynouHo-kuineunbiii TpaktT (JKKT) yacro Bo-
BJIEKAETCs B MMATOJIOTMYECKHUH Iporiecc 6osiee uem B 70%
ciayuaeB [4]. OnucaHbl OTKJIOHEHUSI OT HOPMBI BCEX OT/ie-
JIOB TIHIIEBAPUTEILHON CHCTEMBI, YaCTO COUYETAOIIUXCS
mexay cobort. ITpu JICT dacTo BBIABIAIOTCA U3MEHEHUA
JUIMHBI ¥ Pa3MEPOB OPTaHOB IMUIIEBAPEHUS: METAKOJIOH U
JIOJIMXOCUTMA, Y/JIMHEHHBIN JKETUHBIN Iy3bIphb. V3MeHe-
HVS [T0JI0?KEHUSI OPTAaHOB IUII[EBAPEHUS TAKIKE MOTYT ObITh
00yCJIOBJIEHBI HAPYIIEHUSIMU CTPYKTYPbl U (DYHKIIMH CO-
enuauTenbHON TKauu npu JICT [5]. Ilpu uppurockonuu
W3MEHEHUSs TI0JIOKEHUS TOJICTOTO KUMIEYHUKA 00HAPYKHU-
BaroTcs y 90% mnaruentos ¢ JICT, kosmononTo3 — y 26% [4].
JlucriacTiko3aBUCUMble N3MEHEHUST CTEHKU TIOJIBIX Opra-
HOB Be/[yT K Pa3BUTHUIO [UBEPTUKYJIOB, KOTOPbIE MOTYT BO3-
HUKaTh IpakTuuecku B 106om otzese YKKT, yatie Tosctoi
KHUIIIKYA, HECKOJIbKO PeKe — JABEHAAIATHIIEPCTHOM, BO3-
MOKHO UX couyeTaHue [4, 5]. Bpicokas gactoTa racTposHTe-
posnoruyeckorr natosioruu y mamueHToB ¢ JICT, cornacHo

POCCHUCKUM IIyOJIMKALIUAM, CBUJIETEJILCTBYET O YaCTOM BO-
BJIEYEHNN B JUCIUIACTUYECKUH IIPOIeCC IIOJIBIX OPTaHOB
MIUIIeBAPEHNUsI.

B xavecTBe IIpuMepa, MOATBEPIK/AAOIIETO BhIIIEN3I0KEH-
Hble GaKThI, IPUBOAUTCA KINHIUUECKOe HabmoieHue. [aru-
enTka b., 58 siet, ob6paruiacs ¢ xkamobamu: Ha 6OJTH B JKUBOTE
TIocIe e/1bl, HapyllleHHe CTyJa CO CKJIOHHOCTBIO K 3aropawm,
TiepIeHne B ropsie, Fopedb BO PTY, HAJIET Ha SA3bIKE.

AHaMmHe3 )XU3HH: TyOepKysie3, BUY, renaTuTh! OTPHUIIAET.
Anseprosiornueckuii aHamMHe3 He oTAromeH. Hacien-
CTBEHHOCTb: MaTh CTPAJlae€T TMIIEPTOHNYECKOH 00JIe3HBIO,
caxapHBIM uaberoMm 2-ro tumna. Oten ymep ot paxa JKKT.

V3 anamHue3a 3ab6oseBanus. Cuntaer cebs GOJIBHON ¢ MO-
JIOZBIX JIET, KOI7Ia Hayayld OEeCIIOKOUTH OOJIH B KHILIEYHUKE,
B3/1yTHe xuBoTa. Habiozjanack 1o mOBOAY CHHAPOMA pas-
JIDQKEHHOTO KUIIIeYHUKA, IPUHUMAaIa II0 3TOMY IIOBOJY
MHOKECTBO IIPeNapaToB, BKJIIOYAs aHTHU/IEIIPECCAHTHI C IIe-
pemeHHBIM 3ddexrToM. [lo HAaCTOSAIIEro BpeMeH! I10 II0BOJLY
WHTEHCHUBHBIX 00JIel B JKHBOTE IIEpEHeCJIa TPHU IIOJIOCTHBIE
orepanuy (anmneHI9KTOMUSA, XOJIEIUCTIKTOMUSA, PAcCeUueHUe
CIIa€K) C pa3BUTHEM CIAeYHOU (0JIE3HU OPraHOB GPIOIIHOM
nosiocty. B 2020 r. narnuenTka neperecia COVID-19, nociie
4yero 6OJIH B JKUBOTE YCHJIMJIUCH, H3MEHIUICA BKYC IPUBBIY-
HBIX NPOJyKTOB IIUTaHUsA, IOABIJIOCH HapylIeHHe CTyJIa.
B cBA3M ¢ 9THM IAIIeHTKA HEOJHOKPATHO 00CIIeI0BAJIACK:
¢dubporacrpoayosernockomnus (OTJIC), GubporosoHOCKO-
nus (PKC), kait Ha 1uc6ro3. CTPYyKTYPHBIX HATOJIOTHYECKUX
HM3MeHEHUH BBISBIEHO He OBLIO.

IIpn ocmorpe o0Iliee COCTOSIHUE Y/IOBIETBOPUTEIHHOE.
ITonoxenue axtuBHOe. Co3HaHHe fAcHoe. Temmeparypa
Tesa 36,6° C. TenocioxkeHne NpaBuIbHOE. THUIT KOHCTUTY-
nuu acreHudeckui. Jlocrarounoro nutanus. O6paiiaer Ha
cebs BHUMaHUE THIOTOHMA, runorpodusa mermn. Macca
Tena 67 Kr, poct 174 cm. UMT 22,1 kr/m2 Pazmax pyk
183 cm. JJosuxocreHOMeHA (pa3Max pyK IIPEBBIIAET POCT
Ha 9 cM) (puc. 1). ApaxXHOJAKTUIINS BBISIBJIEHA C TIOMOII[BIO
TecTOB OOJIBIIOrO Iasblia M 3amsAcTbsi. PocT cumst 85 cw,
HIWKHUHN cerMeHT = 87 cM (174 ¢cm — pocrt crosi) (puc. 2).

Puc. 1. JonnxocteHomenus (yBennueHHbI pa3max pyK), CnloxHas
nedopmauna rpyfHol KNeTKK, rmnoToHNs, rmnotTpodus mbiwi,.
Fig. 1. Dolichostenomelia (increased arm span), complex chest deformity,
hypotonia, hypotrophy of muscles.

\
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Puc. 2. smepeHne pocta cnps.
Fig. 2. Measuring seated height.

N

-

Puc. 3. PasHoHanpaBneHHas gedopmMaumsa rpyaHoil KneTkuy (B BepxHen
4acTn KunesupHaa popma KoprnopoKoCTaibHOro TUMa, a B HUXKHeN
yacTu (B 061aCTV NPUKpPEnneHnsa Me4YeBAHOrO OTPOCTKA K rpyAnHe) —
KpaTepoo6pa3Hoe BOPOHKOOGpa3Hoe BAaBNeHue).

Fig. 3. Divergent chest deformity (keel-shaped chest deformity of
corporocostal type in the upper part, crater-shaped funnel-shaped depression
in the lower part (where the xiphoid process is connected to the sternum).

Koska 671e1HO-p0O30Basi, YMEPEHHOU BJIAKHOCTH. PacTsiKu-
MOCTb KOXKH Ha ThUIE KUCTH U Ha NIpeAIIeYbe (BHYTPEHHAA
CTOpOHA HEIOMUHUPYIOLIEH pyKu) — 4 ¢cM. Bugumele ciu-
3ucTble po3oBble. Ckiiepsl O1enHO-rosy6bIe. [Tpu ocmoTpe

Puc. 4. CKonvos HMXHerpyaHoro otaena no3BoHOYHMKa 1-i1 cteneHmn
(acummeTpuA rpyAHON KNETKN: pa3Hblii yPOBEHb 1 HaK/OH nnevy,
pa3Hoe paccTOAHME YI/I0B JIONATOK A0 MO3BOHOYHMKA).

Fig. 4. Grade 1 lower thoracic scoliosis (chest asymmetry: uneven shoulders,
different shoulder tilt, different distances between the scapular angles and the
spine).

Puc. 5. lMonepeyHoe 1 NPOAOJIbHOE MIOCKOCTONME C HaTONThILAMM
nog Il nanbuyamu cton, hallux valgus.
Fig. 5. Transverse and longitudinal flat feet with calluses under the second

toes, hallux valgus.

MoJIOCTH pTa obOpaiaer Ha ce0si BHUMaHUE TOTHYECKOE
HEOO, IPOTeHUsI, MUKPOTHATHs (TUIOIIA3Us BEPXHEH ue-
JIIOCTH), CKYYEeHHOCTH 3y00B. fI3BIK 00J103K€H KOPHUYHEBBIM
HasieToM. CO CTOPOHBI 3PUTEJIBHON CHCTEMBI: HAPYIIEHUs
pedpakuuu +3 auonTpusd. lIluToBuHAS XKee3a: BUIUMOe
yBeJIMUeHHUe Ilepelelika, MajJblIaTOPHO YBEJIMYEH Iiepe-
meek. Ilepudepuyeckue aumMdaTndeckre y3iabl He yBe-
JudeHsl. I'pyaHad KyeTKa CJI0KHOM pa3HOHAIPABIEHHOU
nedopManuu: B BepxHeH dYacTu KuieBujaHas Qopma

14 | KTUHWYECKNIA PA3BOP B OBLUEA MEAULMHE | TOM 5| No10 | 2024 | Clinical review for general practice | VOL. 5 | No. 10| 2024 |



Knunnueckuii cnyyvaid / Clinical Case

Puc. 6. Y3U-npusHakn anddysHbIX U3MEHEHNI B NeYEHU, MOXKENYA0UHON »Kene3se. 3acToi B XKeN4YHOM ny3bipe. YNNOTHEHNE NOMIOCTHON CUCTEMDI
1 anddysHble N3MeHeHMA B NapeHXMe noyek. Meteopunsm. ATepocKnepos aopTbl.
Fig. 6. Sonographic signs of diffuse changes in the liver and pancreas. Gallbladder congestion. Compaction of the renal cavity system and renal parenchymal

changes. Flatulence. Atherosclerosis of the aorta.

Tabnuua 1. OueHKa NpU3HAKOB CUCTEMHOIO BOBJIEYEHUA COEAMHUTENbBHON TKaHu (B 6annax). MepecmoTpeHHble MeHTcKue Kputepun 2010 r. [2].
Table 1. Systemic connective tissue involvement score (points). Revised Ghent criteria, 2010 [2].

N2 n/n | HanmeHoBaHMe npu3Haka bannbi
CMMNTOM 3anACTbA 1 6OMbLWIOro nanbLa 3
! CMNTOM 3ansACTbs UK 60NbLIOro Nanbua 1
KnnesnpgHana nedopmaLya rpyaHoN KNeTku 2
2 BopoHkoobpasHasa gedopmauna rpygHoON KNeTK UM aCMMMETPUA FPYAHOW KNeTKu 1
BanbrycHas gedopmauus ctonbl 2
3 Mnockocronue 1
4 MHeBMOTOpPaKC 2
DKTa3mA TBepLON MO3roBol 060N0UKM 2
6 MpoTpy3ua TasobeapeHHOro cycTasa 2
7 YMeHbLUEHHOE OTHOLLEHNE BEPXHErO CErMeHTa K HUXHEMY 1 YBEIMYEHHOEe OTHOLLEHME pa3Maxa PyK K poCTy, HeTsKenas cTeneHb 1
cKonnosa
CKonmos nnu TopakontoMo6anbHbIn Knpos 1
Hepnopa3rnbaHve nokTeBoro cyctasa 1
10 JluueBble NprsHaky (0T 3 n3 5): gponuxouedanus, sHodTanbMa. CKOLIEHHbIe BHI3 ra3Hble Wenu, M’Mnoniasnsa cKynoBbiX KOCTel, 1
peTporHaTus
11 KoHble cTpun 1
12 Mwionusa 6onee 3 gronTpun 1
13 Mponanc muTpanbHoOro KnanaHa (noboi BrA) 1

MpumevaHne. MakcumanbHoe KonnyecTso — 20 6anno.. Konnyectso 6annos 7 n 6onee CBMNAETEeNbCTBYET O CUCTEMHOW BOBJIEYEHHOCTUN

COE,EIVIHI/ITEJ'IbHOI;I TKaHW.

KOPITOPOKOCTAJILHOTO THUIIA, a B HIKHEH yactu (B obsactu
MPUKPEIUIEHNs] MEYEBHU/THOTO OTPOCTKA K IPYy/IUHE) — KpaTe-
poobpasHoe BOPOHKOOOpa3Hoe BasieHue (puc. 3). Otmeya-
€TCsI CKOJIMO03 TPY/THOTO OT/eJIa TIO3BOHOYHUKA 1-H CTelleHH
(puc. 4). I'pyaHast KyIeTka sjaacTudHasi, 00e IOJIOBUHBI OIH-
HAKOBO yYaCTBYIOT B aKTe JibIXaHUs. /IpIXxaHUWe Be3UKYJISP-
HOe, JIOIIOJIHUTEJIbHBIE JIbIXaTeJIbHbIe MIYyMbl He BBICJTYIIHU-
Batores, Y/1/1 16 B munyTy. [Ipu aycKyipTaniiy cepAiia puTm
MPaBUJIBHBIN, TOHBI CEP/IIIA SICHbIE, pUTMUYHEIE, PS 71 B Mu-
HyTy, A/l 110/63 MM PT. CcT. Ha (DOHE ITOCTOSHHOTO IMPHEMA
KOHKOpa 1,25 Mr/aeHb. JKUBOT MPU OCMOTpPe MPaBUIBHOU
OBaJIbHOU (hOpPMBI, B pa3Mepax He yBesiuueH. [Ipu maspma-

Uu KuBoTa oTMeuaercs aquckomdopt B 30He [lloddapa,
6ose3HeHHOCTh B TOouke Meiio—Po6cona 1 u 2. Ileuenn
[MaJIbIIUPYeTCs y Kpas pedepHOU ayru, Kpal ee POBHBIMH,
MATKHH, 6e300s1e3ueHHbIN. Cele3eHKa He MaJIbIINPYeTCs.
ITouky He HAIBMHPYIOTCS. MoueHcIyCKaHKe CBOOOIHOE.
[Ipu masipnanuy napaBepTedpaybHbIX TOYEK 00JIE3HEHHO-
cti HeT. CUMIITOMBI HATSKEHUsI OTpunaresibublie. OTEKOB
Het. [TomnepeyHoe U TPO/I0JIBHOE TIJIOCKOCTOIIHE C HATOITHI-
[IaMH TI0J] BTOPBIMH ITajIbIlaMu cToll (puc. 5 u 6). Mobuib-
HOocTh cyctaBoB 1o Beihton&Horan: Hakyion Bmepej
(1 6aswn), nepepasrubanue V maibpies (2 6auia), crubanue
0OJIBIIKX MAJIBIEB K IPeAIUIedblo (2 6auia), mepepasrubda-
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Ta6bnuua 2. &O6WKi aHanu3 KPoBu

Table 2. Complete blood count

[emaTokput 41,9 % 35-47

FemornobuH 13,7 r/on 11,7-16

SpUTPOLUTbI 4,63 MITH/MKN 3,8-53

TpombounTbl 325 TbIC/MKN 150-400

JlerkounTbl 6,21 TbIC/MKN 4,5-11

Hentpodunsl (06w, uncno), % | 51,0 % 48-78

Numdouutsl, % 39,8 % 19-37

MoHouunTbl, % 58 % 3-11

So3uHodunbl, % 2,8 % 1-5

Bazodunbl, % 0,6 % <1,0

cO3 7 Mm/y <30

Tabnuua 3. Buoxummyecknii aHanms Kposu

Table 3. Blood biochemistry panel

AJTAT 18 En/n <31

ACAT 18 Ep/n <31

Brnupy6rH obwuin 9,9 MKMOJb/1 3,4-20,5

[nioko3a 6,3 MMOnb/n 4,1-6,0

KpeaTuHuH 107 MKMOSIb/N 49-90

MoueBas kucnota 321 MKMONb/N 150-350

06w 6enok 73 r/n 64,83

XonecrepuH 7,50 MMOnb/N <5,0

Tabnuua 4. 06w aHanNn3 Moun

Table 4. Urinalysis

LiBeT CONTOMEHHO-KeNTbIl

Mpo3payHocTb MonHasnA

OTHoCUTENbHRA | 4416 /n 1003-1035

NIOTHOCTb

pH 55 MMOSb/N 5-8

[noko3sa OTpuuar. MMOSb/N <0,140

3nMTeme He obHapy»xeH B Nn/3p. <5

NAOCKNIA

SnuTennii . He obHapy»xeH B M/3p. <1

nepexopaHbIn

nuTenui

HOYEUHbITA He obHapyxeH B M/3p. OrcyTcTBYyeT

JlenkounTbl

(MWKpOCKONWA) He obHapy»eH B M/3p. <5

SpuTpOUNTL! He obHapy»xeH B N/3p. <2

(Mupockonusa)

Unnnnppsl He obHapyxeH B n/3p. OrcyTcTByIOT

Conun He obHapy»xeH OTcyTCTBYIOT
B He3HaunTenbHOM

Cnusb OtcyT./He3H.Kon.
KonmyecTtee

Hue koseHedl (0 06asioB), mepepasrubaHue JOKTeH
(2 6ayuta). Cymma cocraBiisieT 7 GaJLJIOB, YTO CBU/IETENb-
CTBYET O TUIIEPMOOUIBHOCTH CyCTaBOB.

ITo nepecMoTpeHHBIM ['eHTCKUM KpPUTEpUAM 2010 T. [2]
JUISI OIEHKHU BOBJIEUEHHOCTU COEUHUTEILHOM TKAHU Y Ta-
[IMEHTKHU BBISIBJIEHBI CIIEYIOIINE TIPU3HAKU: TTOJIOKUTEIb-

HBII CHMIITOM 3aIsCThsA 1 60JIBIIOro nasbia (3 6amia), Ku-
sieBujHAs JieopMarnivst TPY/IHOM KiieTku (2 Gaia), yMeHb-
IIIeHHOE OTHOIIIEHNE BEPXHETO CerMeHTa K HIDKHEMY, YBeJIu-
YeHHOe OTHOIIIEHHe pa3Maxa PyK K POCTY U HeTspKeslas CTe-
Ie”s ckoamosa (1 6a), mwiockocromnue (1 6awr) (tabi. 1).
CymMma 6ajutoB cocTaBuia 7 10 [eHTCKUM KPUTEPHAM, YTO
CBUJIETEJIBCTBYET O CUCTEMHOM BOBJIEUEHUN COEJUHUTEIIb-
HOU TKaHU [2] — Hannuue mapdanonanoro penoruna. Of-
HaKO /PYTUX IATOTHOMOHHWYHBIX KDHUTEPHEB CHUHIpOMa
Mapdana (mopaskeHHe Cep/eYHO-COCYAUCTONH CHCTEMBI U
IJ1a3) y MalUeHTKHU B 58 JIeT He BBIABJIEHO, YTO HUCKJIIOYAET
€ro HaJIu4ue.

ITpu obcIte0BaHNY aHATM3BI KPOBU M MOUH Oe3 0cobeH-
Hocreli (Tabut. 2 u 4). Ha KT BbIsiBJIEHO 3aMe/IJIEHHE BHYT-
pHUIpesicepAHON ITPOBOAUMOCTH.

IIpn OT'/IC BBIABIEHB IPOKCUMAJIBHBIA UG (y3HBIH
JIyOJIeHUT, KOCBEeHHbIe IIPU3HAKU JUCKUHE3UN. YPea3HbIN
tect Ha H. pylori oTpunjaTeIbHbIH.

Ha Y31 npusnaku nud@y3HBIX U3MEHEHNN B II€YeHH,
MIO/KEeIyJOYHOH Kejie3e, 3aCTOS B JKEJYHOM IIy3bIpe.
YIloTHEHHE MOJIOCTHOU cucTeMbl U fuddy3HbIe H3MeHe-
HUA B IIapeHXHMe Io4Yek. MeTeopusM. ATepockiepos
aoptsl (puc. 7 u 8).

ITannentka HeomHOKpaTHO npoxoguiaa ®KC, npu koro-
pO¥ OpraHNYecKOU aTOJI0ruK 06HApY»keHO He 6bL10. ITpn
npoBezernr MCKT BHpTyasibHOH KOJIOHOCKOIHMH ObUIH
IIOJIy4YeHBI CJIelyIolye JaHHble: BblABieHbl KT-npru3Haku
JINBEPTUKYJIOB TOJICTOH KUIIIKY C IPOABIEHUAMU IUBEPTHU-
kynura, KT-nmpusHaku xpoHnueckoro kosmura, KT-mpu-
3HAKU JIOJIUXOCUT MBI, TPAHCBep301TO3a (PUC. 9 U 10).

Knuanueckuii auarsos3. OcHOBHOU: /luBepTHKYy/sApHAs
60J1e3HDb KUIIIEYHUKA. [[MBEPTHKYJIBI TOJICTON KUILIKHU C JH-
BepTukyauTtoM. Jduchynknua counkrepa Onau mo cme-
maHHOMy Tuly. I'actpossodareanpHas peduirokcHas 6o-
JIe3Hb, Hespo3uBHasA ¢opma. Xponndecknii HP — HeraTus-
HBIN racTpuT. [IpoKcHMaIbHBIH /Iy0/I€HUT.

®onoBoe 3abosieBaHue: MapdaHougHBIA (eHOTHII.
TpaHncBep3onTos. JJonuxocurma.

ComnyrerByromuii: ['unepronnyeckas 6ose3up 11 cramum,
KOHTPOJIUpYeMasi, PUCK BBICOKUN. ATEPOCKJIEPO3 AOPTHI.
l'unepxosiecrepuHemusi. I'mnepreHsuBHas HedpomIaTUA.
XBII 3 A. lleneBoe AJl <130/80 MM PT. CT.

O6cyxpeHue

Juseprukyssipaas 6ose3ub (JIB) TOJICTON KUMIKU — J10-
CTATOYHO PACIPOCTPAHEHHOE U CJIOXKHOEe 3aboJieBaHHE,
BO3HHUKAIOIIlEE B PE3YyJIbTaTe B3AMMOEUCTBUA MHOMKECTBA
BHEIIHHUX U BHYTPEHHUX (DAKTOPOB, B TOM YHCJIE U T€HETH-
yeckux [6]. JlaHHBbIE, MMOATBEPIKAAIOIINE POJIb TeHETHYe-
ckux (akTopoB B pa3suTHH /I, OBLIN IIOJIyYeHbI U3 KaTa-
JIora HacJeACTBEeHHBIX 3abosieBaHuil uesoBeka Online
Mendelian Inheritance in Man® (OMIM) kak mposiBJIeHHE
cugpoMmubix ¢opm HHCT, koTopble BKJIIOYAIOT CHH-
npomsl Mapdana, Inepca—[anno, Kodduna-Jloypu,
Bunpamca—bepeHa, ayTocOMHO-/IOMUHAHTHBIA ITOJIMKH-
cro3 [7—9]. TlocieHue UcCaeIOBaHUS CBHU/IETETHCTBYIOT,
YTO UMEHHO TeHETHYECKUH JeeKT B reHax, KOJAUPYIOIINX
xosutaress! I vim IIT Tunos, nim teHacuuH X HOpeapacmo-
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Puc. 7. MCKT BupTyanbHas KOJIOHOCKONMA € NpuU3HakaMy AUBEPTUKYOB TONCTON KULLKN C NPOABNEHNAMMN ANBEPTUKYINTA, XPOHNYECKOrO KONNTa,

ymepeHHoﬁl AONINXOCUTrMbl, TPAHCBEP30MNTO3a.

Fig. 7. Virtual MSCT colonoscopy showing signs of diverticula in the colon with manifestations of diverticulitis, chronic colitis, moderate dolichosigmoid,

transverse colon ptosis.

saraet K pas3sutuio I [10—14]. /lnaruo3 «CHHAPOM pas-
JIpQ’KEHHOU KHUIIKKU», C KOTOPBIM MAlMeHTKa Ha0JII0/1a1ach
JUINTEJILHOE BPEMsI, NCKJIIOUEH, TaK KaK BBISIBJIEHHbIE H3-
menenus (JIB, TpaHCBep30MTO3 U OJIUXOCUTMA) CJIEIyeT
pacIieHuBaTh KaK IPOrPECCUPYIOIUe TPOSsIBJIEHUs Jierpa-
JIAllNU COEMHUTEJIbHOW TKAHW IPU TeHETHYECKOM Jie-
(exTe cuHTE3a BOJIOKHUCTHIX KOMIIOHEHTOB (KOJIJIareHa
win TeHacyHa X) y MalueHTKU ¢ YCTaHOBJIEHHBIM Mapda-
HOUZIHBIM (heHOTHIIOM. DTO HAOJIIOfIeHHe MOUepPKUBAET
HaJIM4Yre TeHeTUYecKou cocrasiamomed /B, HecmoTpsa Ha
BO3HUKHOBEHUeE 3TOM 00JIE3HU B CPETHEM BO3PACTe, U yCU-
JINBAET W/IEI0 O TOM, YTO UMEHHO U3MEHEHUs MPOYHOCTU
BOJIOKHUCTBIX O€JIKOB COe/IUHUTEJIbHON TKaHU C BO3PACTOM
(kosmareHa WJIM TEHACHHHA) Y4YaCTBYIOT B IIATOTeHE3e
3TOro 3ab0J1eBaHMsA.

Kosunaren III Thma IpeUMyIIECTBEHHO COJEPXKUTCA B
CTEHKEe KPOBEHOCHBIX COCYyZIOB (a0pTa, /pyrue apTepuu),
MOJIBIX OPTAHOB (KHIIIKa, MaTKa) 1 B Koxke [15]. Takum 06-
pasom, HapyllleHue Ipollecca ero oOpa30BaHUS MOXKET
MPOSIBJISATHCSA PA3BUTHEM HE TOJIBKO COCY/IMCTBIX KaTa-
crpod, HO ¥ KUIIIEUHbIX, BKJIIOYasl Pa3PbIB KUIIKHU C PA3BU-
THEM MEPUTOHUTA U Pa3PhIB MATKHU.

OtcyTcTBHE y Hallled MalMeHTKN MOPaXKeHUsl CepeaHO-
COCY/IMCTOU CHCTEMBI U IJIa3, XapaKTEPHBIX JJIS CUHIPOMA
Mapdana, a Takke OTCyTCTBHE MATOTHOMOHUYHBIX JIUIE-
BBIX AaHOMAJIMHM U PAaHHUX KOTHUTHBHBIX HApYIIEHHH, Xa-
pPaKTepHBIX /I cuHApPOMOB Buibamca—bepena u Kod-
duna—Jloypu, HCKIOYaeT Hajau4yue 3TUX 3a00JIeBaHUI.
[ToNMKKUCTO3 MTOYEK I10 JAHHBIM YJIBTPa3BYKOBOTO HCCIIEI0-

BaHUA Takke UcKI0vYeH. Hannune mapdarongHoro dheHo-
tumna (7 6ayJI0B IO IPU3HAKAM CHCTEMHOIO BOBJIEUEHUS
COeZIMHUTEIPHON TKaHU B COOTBETCTBHE ¢ '€ HTCKUMU KpU-
TEPUAMHU) U B TO K€ BPEMA HAJIWYUE THIIEPPACTIKUMON
KOKH U TUIIEPMOOMIJIBHOCTH CYCTABOB B COUETAHUH C JIUIE-
BeIMHU fusMopdusmu u /Ib nenaer Hanbosiee BepOATHBIM
JINaTHO3 «CHUHApPOM IJjepca—/laHI0» € BO3MOXXHOCTHIO
KJIACCHYECKU-TI0J00HOT0, TUIIEPMOOUIIBHOTO UJIU COCYZH-
cToro TUNOB. JlaHHOe 3aKJII0YeHHe OCHOBAHO HAa YKa3aHUH
eIUHOTO TeHeTH4YecKoro zedexra cuHApoMa Iiaepca-—
Hanno u Ib 8 OMIM: HapylleHHe CHHTe3a KojilareHa I
win 111 Tunos unu teHacuuHa X. Hecmorpsa Ha Bee mpuBe-
JIeHHBbIe (DAKTBhI, AUATHO3 «CHHAPOM Jdiepca—/lanio» ocTta-
€TCs IIPEAITIOJIOKUTEIIbHBIM B OTCYTCTBUE MOJIEKYJIAPHO-Te-
HETHUYECKOTO HCCJIeZIOBAHUA.

YcraHOBJIEHHE TOYHOTO T'e€HETHUYecKoro naedexra Io-
MOIJIO OBbI IpefyrasiaTh BO3MOXKHBIM I1aTOreHEeTHYEeCKUH
XOJ1 COOBITHH U OCJIOKHEHUU IIPU CHUCTEMHOM BOBJIEYEHUH
COEITMHUTEJIbHON TKAaHU, BeAb TaKHWe IAI[UeHThl HNMEIOT
PHUCK Pa3BUTHA EPUTOHUTA Ha (OHE TUBEPTUKYIUTA UIU
paspbiBa KUAMIKY. /laHHBIE 00 MHBIMJU3UPYOINX U da-
TQJIBHBIX OCJIOKHeHUAX [Ib npu cunzgpome dnepca—/laHino
OBLIH [TOJIYYEHBI 10 3AIIPOCY «THBEPTUKYIIAPHAA O0JIE3Hb»
B katasore OMIM. HaiineHo ommcaHue ABYX HEPO/ICTBEH-
HBIX TIAI[UEHTOB C J1ePUITUTOM TeHacnuHa X U yCTAaHOBJIEH-
HBIM JTMAaTHO30M «CHHApPOM Jiepca—/lanio» 6e3 ero kiac-
CHYECKUX IIPOsABJIEHNH (aTpoduyeckue pyOIibl, IJIOXO0E 3a-
JKUBJIEHHE paH), HO ¢ /IB KHIleYHUKA, OCJIOXKHHUBIIYIOCS
paspbIBOM AUBEPTUKYJIA [14].
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3aknioyeHue

Hacrosamuii K IWHIYECKUH TPUMED AEMOHCTPUPYET IIPHU-
CyIIyIO TarueHTaM ¢ Map¢aHONo00HBIM (PEHOTUIIOM II0-
JIMMOPOU/THOCTD, HU3KUU HOPOT' G0JIEBOM YyBCTBUTEIHHO-
CTH C MHOXKECTBEHHBIMHU OOJIEBBIMY CHH/IPOMAaMHU U HEIIOB-
TOpsAIoIIeecs COYeTaHWE KJIMHUYECKUX JIMCIUIACTHYECKUX
NIPU3HAKOB, KOTOPOe Ha3bIlBaeTcs «(eHOTHITNYECKON IIPO-
TSAKEHHOCTHIO». HeoOX0AMMOCTh TIATEIBHOTO KJIMHUYE-
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