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IIpencraBiensl noTyYeHHbIE U3 JUTEPATYPHI COBPEMEHHbIE CBEIeHHSI O HAHOOJee PACIPOCTPAHEHHOM MOHOTEHHOM 3200./1eBAHHH
COeIMHHUTEIbHOM TKaHu — cuHapoMe Djepca—/lanio. /lana undopMaims o AByX NpeaiecTBYIOIMX KAACCH(PHKANMAX CHHIAPOMA:
Bepaunckoii (1988 r.), Boinensiomeii 11 Tunos 3a6oseBanust, u Beiitona (1998 r.), paccmaTpuBaiomeii 6 TUIIOB CHHAPOMA U YYUTBI-
BalowIeii pe3yabTaThl MOJIEKY/ISIPHO-TeHETHYECKHX UCCIIeOBAHMIA.

Oco0oe BHuUMaHue ynejeHo HOBOW Kiaccupukamun 2017 r., npeniokenHoii MexIyHAPOAHbIM KOHCOPIMYMOM. DTa Kiaccupu-
Kanus 0asupyeTcs Ha KIMHAYECKUX M MOJIEKYJISAPHO-TeHEeTHYECKUX JaHHbIX, BKIoYaeT 13 Tunos cunapoma Daepca—/lanio, Bxo-
Jsauux B 7 rpynn (A—G), B 3aBHCHMOCTH OT OCHOBHOTO MOJIEKY/ISIPHOTO Je(eKTa, onpee/sioniero HapyueHus pa3inyHbIX CTPYKTYP
KoJl1areHa (MepBUYHOM, MPOCTPAHCTBEHHOI, 00PA30BaHMS NMONEPEYHBIX CBA3Ei) M APYTUX COCTABJISAIOMIUX COETUHUTEIbHON TKAHH
(MHOMATpPHKCA, NIMKO3AMUHOIIMKAHOB, KOMIIOHEHTA KoMILieMeHTa 1 ip.). [Ipencrasnenb o0mue KIMHMYECKHE CHUMITOMDI 1S BCeX
TUNOB 00J1e3HH M HCYepnbIBaOmAas nHGopManys o cnenudpuyecKux NpU3HAKaxX Kaxaoro u3 13 tunos cunapoma.

O0cyKIa0Tcs MOAX0Abl K MATOTeHeTHYECKOil Tepanui CHHAPOMA, AHAJIU3UPYIOTCS BO3MOKHOCTH CHMITOMATHYECKOTO JIeYEHHs],
BKJIIOYAIOLIEro KaK JeKapCTBeHHbIe NMPenapaThl PA3HOro CHEKTpa JeicTBHA, TaK U ¢u3noTepanesTnyeckue Meponpuarus, JIPK.
Kommiekce nepeynciieHHbIX Jie4eOHbIX Mep HANPABJIeH Ha CTA0MIM3aLHMI0 OCHOBHOTO NATOJOTHYECKOro0 Npouecca, npeaynpexieHne
0CJIOXKHEHHUIi, MOBbIIIEHHE KAYeCTBA JKU3HM 00JbHOTO U yIydlleHHe cOUManbHoil anantanuu. IloryepkuBaeTcs, 4ro i NPaBHIb-
HOTO BeJleHHs MAIMEHTOB, 1eJeHANPABIEHHOr0 MeIUIMHCKOr0 HAOJIOAEHUsI M MeJUKO-TeHEeTHYECKOr0 KOHCY/IBTUPOBAHUS HEO00-
XOIMMA MOJIEKY/ISIPHO-TeHETHYECKAsl Bepu(UKALMS TUATHO3A.

Karoueswie caoea: demu, cunopom Snepca—/lanno, kraccugpukayus, kaunuueckas cumnmomamuxa, /lHK-ouaenocmuka, aeuenue.
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The article presents modern data on the most common monogenic connective tissue disease — Ehlers—Danlos syndrome. The authors
describe two previous classifications of the syndrome: Berlin (1988) classification, which distinguishes 11 types of the disease,
and Beyton (1998) classification, which includes 6 types of the syndrome and takes into account the results of molecular genetic studies.
Particular attention is paid to a new classification, proposed by the International Consortium in 2017. This classification is based on
the clinical and molecular genetic data and unites 13 types of Ehlers—Danlos syndrome, divided in 7 groups (A—G), depending on the
main molecular defect. This defect determines the violation of various collagen structures (primary, spatial, cross-linking) and others
constituents of the connective tissue (myomatrix, glycosaminoglycans, complement component, etc.). The classification provides
general clinical symptoms for all types of the disease and comprehensive information on the specific signs of each of the 13 types
of the syndrome.

The authors discuss approaches to the pathogenetic therapy of the syndrome, the possibilities of symptomatic treatment, including
both medications of different spectrum of action, and physiotherapeutic measures, exercise therapy. The complex of the listed thera-
peutic measures is aimed at stabilizing the main pathological process, preventing complications, improving the patient’s quality of life
and social adaptation. The authors emphasize that correct patient management, targeted medical supervision and medical genetic
counseling requires molecular genetic verification of the diagnosis.
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cunapom Dnepca—Hanno — 1:5000. B cBs13u ¢ Mynbru-
CUCTEMHOCTBIO KJIMHUYECKOW CUMIITOMATUKHU TTal-
EHTBI C 3TUM 3a00JieBaHMEM ITONAJAIOT IO HabJoIe-
HUE Bpauell pas3W4YHBIX CIELMabHOCTEN: TeanuaTpoB,
TeHETUKOB, KapJINOJIOTOB, OPTOTIEIOB, HEBPOJIOTOB U JIp.
Tunbl cunapoMa Daepca—/laHno pasnuyaroTcs Mo KIK-
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HUYECKMM CHUMIITOMOKOMILIEKCAM, OIHAKO MMEIOT
o0IIMe TIPOSBIICHUSI, CBUACTEILCTBYIOIINE O BOBJICYE-
HUU COEIMHUTENIBHOM TKaHU, YTO 3aTPYAHSIET KIMHUYE-
CKYIO JTMarHoCTHKy TuIia 3abosieBaHusi. CoOBpeMEHHBIN
YPOBEHb DPa3BUTUS MEIULMHBI U KJIMHUYECKOW TIeHe-
TUKM OOYCJIOBJIMBAET HACYIIHYIO HEOOXOIMMOCTH TOY-
HOII MIeHTHUUKAUMM TUIla cMHIApoMa Diepca—/laHiio
C MOJIEKYJIIPHO-TEHETUYECKUM TOATBEpPKAEHUEM. DTO
JlaeT BO3MOXKHOCTh IPOTHO3MPOBATh TeUeHME OOJIE3HU,
obecrneunTh liejeHaIpaBIeHHOe BpadyeOHOe HaOJoIe-
HUE, MEOUKO-COLUAIbHYIO peabMIMTalio IpodaHIa
U MPOBECTU MEAMKO-TEHETUYECKOE KOHCYJIBTHPOBaHMUE
YjieHaM €TO CEMbH.

C 11eJ1bI0 OLIEHKM KJIMHWYECKUX MPOSIBJICHUI U BbIIE-
JIeHus KputepueB IuddepeHINaNIbHON AUarHOCTUKMU
TeTEPOreHHBIX TUIOB cUHApoMa Ijiepca—[aHiao mpo-
BEJIEH aHaJIU3 JaHHBIX JINTEPATypbl U PE3YJBTAaTOB COO-
CTBEHHBIX HAOJIIOCHUI MALEHTOB.

UcTopusa nayyexus n knaccudpukauma cuHapoma
Anepca-[aHno

Cuwnraercst, 4TO TepBbie CBEIEHUS O OOJBHBIX, TTO-BU-
IUMOMY, CTpajallInX CHUHIPOMOM Jiepca—/laHiio,
npuHamexar [UImokpary, KOTOPBIii orrcan MauueHTOB
C pa3boJITAHHOCTBIO CYCTABOB M MHOXECTBEHHBIMU Py0O-
amu Ha koxe. B koHie XIX — Hauase XX Beka Ha 00Jib-
HBIX C PAHMUMOCTBIO W THUIIEPITACTUIHOCTHIO KOXMU,
TUTIEPMOOMIBHOCTBIO CYCTaBOB, BBIBUXaMU, TCEBIOOTY-
XOJISIMM Ha TTIOBEPXHOCTHM KOJIEHHBIX M JIOKTEBBIX CyCTa-
BOB oOpaTwim BHMMaHue nepmarojiorn (A.H. Yepno-
ryoos, 1892 r; E. Ehlers, 1901 r.; H.-A. Danlos, 1908 r);
BO3HUKJIO MHEHUE, YTO 3TOT CUMITOMOKOMILIEKC TIPeI-
CTaBJIsIET eAWHYI0 Ho3ojorndyeckyio ¢opmy. C 1936 T
no npemioxenuto F. Parkes-Weber 3a 3aGoneBanuem
3aKpenujioch Ha3BaHUE <«CHUHApOM Oiepca—/laHiio».
K 1966 ., mo manneim V. McKusick, B MeIUIIMHCKOM
JIMTEepaType HacYMThIBaJIoch oOKojo 300 cooOmieHuit
o cuHapome Inepca—[aHio, K 3TOMY MEepUOLy OTHO-
CATCS TIepBbIe TIOTBITKY KJIacCU(UKALIMY 3a00JIeBaHMS.

B 1988 . 6pu1a mpuHATa bepnmHckas knaccuduka-
1M1, COTIACHO KOTOPOM Ha OCHOBAaHMM TWUIIA HACJIEI0-
BaHUSA M KIMHWYECKOM XapaKTePUCTUKU BBIIEISAIOCH
11 moarpynn cuHapoma. B ocHOBY ciemytoleit Kiaccu-
¢uxanum beiitona (i HomeHkatypa Villefranche) [1]
OBbLIM TOJIOKEHBI YTOUHEHHBIE MOJIEKYISIDHbIE TaHHBIC
U BBIIEJICHBI 6 OCHOBHBIX TUTIOB 3a00JICBaHMSI.

B 2017r. MexXnyHapoaHbIM  KOHCOPLIUYMOM
MpenjioXkeHa HoOBas KiaccupUKalus, OCHOBaHHasI
Ha COBPEMEHHBIX KIMHUYECKUX W TeHETUUECKUX JaH-
HbIX [2]. BbiaeneHbsl 13 TumoB cuHApoMa, BXOISIIUX
B 7 TPy B 3aBUCUMOCTH OT OCHOBHOTO MOJIEKYJISIP-
Horo nedekra (B 7-10 Trpymiy OTHECEHbl HEYTOYHEH-
HbIe HApYIIEeHUS):

1. HapyueHust nepBUYHOM CTPYKTYpHI KOJIJIareHa.

2. HapymeHnsi ~ TIpOCTPaHCTBEHHOM  CTPYKTYPBI
1 00pa30BaHUs TOTEPEYHbIX CBSI3EH KoJIIareHa.

3. HapyuieHust cTpyKTypbl M DyHKIIMM MUOMAaTpPUKCa.

4. HapyiieHust OMOCHMHTE3a TJIMKO3aMUHOTJIMKAHOB.

5. HapyiieHust KOMIOHEHTa KOMIUIEMEHTA.

6. HapyieHust BHyTPUKIJIETOUHBIX TTPOIIECCOB.

7. HeyrouHeHHbIE HApYIICHNS.

BoabIIMHCTBO TUTIOB CUHIPOMA B CBOIO OYepelb MO/~
pa3aeIsaioT Ha MOATUIIRI 1, 2, 3, OTJIMYarommecs 1o reHe-
TUYECKOMY Je(PeKTYy U HEKOTOPbIM KIMHUYECKUM IpO-
seieHusiM. Kak mpencraBieHo B Tabiulie, HauboJIblee
YHCJIO TUTIOB CUHApoMa Diepca—laHiio CBSI3aHO ¢ Hapy-
LIEHUSIMU CTPYKTYPbl M (DYHKILIMU KoJjijareHa (TrpyIbl
A u B). O6paiiaeT BHUMaHue, YTO MOATUIIBI KIACCUKO-
MOJ0OHOIO 1 CIIOHAWIOANCIIACTUYECKOTO TUTIOB B CUITY
pa3InuMil KJIFOYEBOTO MOJIEKYJISIPHOTO AedeKTra U maTo-
reHe3a OTHOCST K pa3HbIM rpyrmraM. OCHOBHBIMU KJIM-
HUYECKMMU TIpU3HAKaMM, OOIIMMM [JISI BCEX TUIIOB
3a00JIeBaHMSI, CUMTAIOT TTOBBIIICHHYIO pacTSXKUMOCTh
KOXU, TUTIEPMOOUIBHOCTh CYCTaBOB, XPYIKOCTb KPOBE-
HOCHBIX COCY/IOB U TKaHei. B 00111e#t Koropre nalveHToOB
90% ciydaeB IpecTaBIeHO KIACCUUECKUM, COCYIUCTBIM
¥ TUTIEpMOOMIBHBIM TUIIAMU cMHApoMa [ 3].

XapakTtepuctuka TMNoB cuHapoma Anepca—-Aanno

Knaccuyeckuii Tam, HacJjieqyOIIUiics ayTOCOMHO-
JTOMMHAHTHO, WMEET TOMYJSIMOHHYIO pacipocTpa-
HeHHocTh 1:20 000 [4, 5]. K GoapmmnM KIMHUYESCKUM
KPUTEPUSAM JUATHOCTUKU 3TOTO TUIIA CUHIPOMAa OTHO-
CAT TUNEPPACTSKUMOCTb KOXM ¢ HaIu4dueM aTpodu-
YecKUX pyOIOB M TeHepaJu30BaHHYIO THUIIEPMOOUIIb-
HOCTb cycTaBoB (>5 OautoB mo mkane P. Beighton).
Bonee yem B 90% ciyyaeB y MallMeHTOB OOHAPYXKM-
BaroT mytauuio reHoB COLS5SAI n COL5A2 [5], koTo-
pble KOIUPYIOT COOTBETCTBEHHO ol M a2-1IeTM KOJ-
nareHa tuna V. Komnaren tuna V — GuOpuuisipHbIi
o6enok, rereporpumep [al(V)]2 a2(V), cocrasuser
0oKoJIO 5% Bcero KojulareHa, COAEPXKUTCS MpeuMyIe-
CTBEHHO B KOCTHOU TKaHM, KOXe U CyXoxXunusix. Ero
OCHOBHasl POJIb 3aKJII0YaeTCs B 00pa30BaHWU B TKAHSIX
TeTEPOTPUMEPHBIX COCAMHEHUI, B YACTHOCTHU BMECTE
¢ kojnareHoM | Tuma, HamboJiee pacrpocTpaHeHHbBIM
B opraHusMe. DTu (GpuOpuIIpHbBIE KOJulareHbl o0pa-
3YIOT CTPYKTYPBI, HEOOXOIWMBIE JUISI OOeCIeYeHUs
MMPOYHOCTH U LEJIOCTHOCTA BHEKJIETOUHOTO MaTpuUKca
COeIMHUTENbHOM TKaHu [6, 7]. B peakux ciydasx
y OOJBHBIX C KJIMHUYECKUMU TPOSBICHUSIMHU, COOT-
BETCTBYIOIIMMHU KJIACCUYECKOMY THUITY, OOHAPYKUBAIOT
mucceHe-myranuu reHoB COLIAI n COLIA2, xonn-
pyromux KojaareH I tumna [8, 9].

Ha ocHoBaHuM aHa/M3a pe3ybTaToOB O0CJEIOBAHUS
M. Ritelli u coaBt. (2020) [3] mpulLIK K 3aKJIIOUYEHUIO,
YTO KJIACCUYECKUIA TUIT TI0 CBOE KIIMHUYECKOI XapaKTe-
PUCTHUKE Y TIPOTHO3Y TSI XKU3HU SIBJIIETCS OTHOCUTETBHO
MEHee TSKEJIbIM IO CPaBHEHUWIO C IPYTMMHU TUIIAMU
cuHapoma Dnepca—/Janno. OObIYHO OoJiee Jierkue Mpo-
SIBJICHUs] HAOMIOmaloTcs TPU  KIACCUYECKOM TTONTHUIIE
2 (myramus reHa COL5A2). OtMmedeHo, uyto okoio 20%
MallMEHTOB C TEeHETMYECKW TOATBEPXKICHHBIM JTHMar-
HO30M HE TOJHOCTBIO COOTBETCTBYIOT KIMHWYECKUM
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NMATHOCTUYECKUM KPUTEPUSIM, 3TO CO3/IAeT YCIOBUS
NIl TUMOAMAarHOCTUKY 3a0ojieBaHus [10]. ABTOpsI moj-
YEpPKUBAIOT BHICOKYIO BHYTpUCEMEITHYIO BaprabeTbHOCTh
KJIMHUYECKUX TPOSIBJIEHUI KJIACCUYECKOTO TUIla CUH-
npoma Dnepca—J[anno [3, 11]. DTo MOXeT CBUACTEIb-
CTBOBaTb O BJIMUSIHUM Ha (DEHOTUIT JOTOJTHUTEJbHBIX,
IOKa He YCTAaHOBJICHHBIX (PaKTOPOB.

CocymucTblii  (apTepuaabHbIii, SKXMUMO3HBIN) THI
cuHIpoMa Diepca—/laHiIo — caMBlii TSKEbINA 110 CBOEH
KJIMHUYECKON  CHUMIITOMATUKE, OTJIMYAETCS  IOBBI-

OBb30Pbl JINTEPATYPbI

IIEHHOM JIeTaTbHOCTBhIO U cocTaBisieT 5—8% [12] Bcex
ciyqaeB cuHapoma. Ero wacrora 1:50 000—1:100 000
HOBOpOXIeHHBIX [13, 14|, HaciemyeTcst ayTOCOMHO-I0-
MMHAHTHO, KpaifHe pelKo — ayTOCOMHO-PELEeCCHUBHO.
Bonblive KIMHUYECKUE KPUTEPUU TUATHOCTUKHM 3TOTO
TUIIA CMHIpPOMAa BKJIIOYAIOT CJeAyIoIue Ipu3Haku [2]:
HaJlnure GJIM3KOT0 POJACTBEHHUKA C COCYIUCTHIM TUIIOM
cuHapoma Daepca—/laHiio; pa3pbIBbI COCYIOB B MOJIO-
noMm Bospacte (mo 40 neT); crnoHTaHHas Tepdopaius
CUTMOBUIHON KUIIKU (B OTCYTCTBHE JIWUBEPTUKYJIOB

Tabauya. TeneTndeckas XapaKTepuCTHKA THUIIOB cHApoMa Djepca—Jlanio
Table. Genetic characteristics of the types of Ehlers—Danlos syndrome

no machc)l:ll:lr)l;Kaunu o noI-(I)OI\L;I‘ill)VI* Cl:]::: : Mz e

Knaccuueckuii

A KJIAaCCUYECKUM 1, TSKebIi 130000 COL5AI 9q34.3

A KJIACCUYECKUM 2, JTeTKUI 130010 COL5A2 2q32.2

A CocCyaucThli, MW apTepuaabHbIi, SKXMMO3HbII 130050 COL3A1 2q32.2
Apmpoxanazucholii

A apTpoxaja3ucHbli 1 (0oJiee TsKebIi) 130060 COLIAI 17g21.33

A apTpoxaga3uCcHbIN 2 617821 COL1A42 7q21.3

A CepneuyHo-KJ1anmaHHbIA 225320 COLIA2 7q921.3

A JlepmaTocrapakcuc 225410  ADAMTS?2 5q35.3
Kughockoruomuueckuii

B KUPOCKOIMOTUYECKHUI | 225400 PLODI 1p36.22

B KUDOCKOJIMOTUYECKUIA 2 614557 FKBPI14 Tpl4.3
Knraccurxo-nodobHwLii

A KJIaCCUKO-TTOTO0HBIN 1 606408 TNXB 6p21.33—p21.32

C KJIACCUKO-TOI00HbII2 618000 AEBPI1 Tpl.3
Mbiweuno-konmpaxmypHolii
MBIILIEYHO-KOHTPAKTYPHBIIA 1, WK AUCTATbHBIN apTPOTPUIIO3, 601776 CHST14 15q15.1
CUHIPOM MPUBEAEHHOTO GOJIBILIOTO MaJIblia — KOCOJIAMOCTH

D MBbIILIEYHO-KOHTPAKTYPHBbIIA 2 615539 DSE 6922.1
Cnonduno-ducnaacmuyeckuil

D CIIOHJMJIO-TUCIIJIACTUYECKUIA 1, MIu TTporepouaHbIin 1 130070 B4GALT7 5q35.3

D CIIOHMJIO-TUCIIJIACTUYECKUIA 2, WU TTPOrepOUIHBIN 2 615349 B3GALT6 1p36.33

F CIIOHMJIO-TUCIIJIACTUYECKUIA 3 612350  SLC39A413 11pl1.2

C MuonaTtuyeckuit, win muonatust betiema 2 616471 COLI12A1 6ql3—ql4
[lepuodonmuueckuii

E MEePUOAOHTUYECKUI | 130080 CIR 12p13.31

E MEPUOAOHTUYECKUIA 2 617174 CI1S 12p13.31
Cunopom Xpynkocmu poeosuybl

F CUHAPOM XPYIIKOCTHU POTOBUIIBI | 229200 ZNF469 16q24.2

F CUHIPOM XPYIKOCTH POTOBUIIbLI 2 614170 PRDM5 4q27

G TunepmMoOUIbHBIN 130020 ? ?

* Online Mendelian Inheritance in Man

POCCUVICKWIA BECTHUK NMEPUHATOJIONMW U MNEANATPUM, 2021; 66:(1)

24

ROSSIYSKIY VESTNIK PERINATOLOGII | PEDIATRII, 2021, 66:(1)



Huxonaesa E.A., Cemauxuna A. H. [eHO-(heHOTUTIMYECKAS XapaKTePUCTHKA CMHAPOMa Diiepca—/laHio: TpyIHOCTH UASHTU(DUKALIMI TUTTOB 3a00I€BaHM. .

WX JApyrux OoJie3Hell KMIIeYHWKA); pa3pblB MaTKU
B III TpumecTpe GepeMeHHOCTH (B OTCYTCTBME KecapeBa
ceyeHUsl B aHaMHe3e); oOpa3oBaHue (DUCTYJIbI KApOTUI-
HO-KaBEPHO3HOI'O CUHYCA (B OTCYTCTBUE TPABMBI).

CocynucThlii TUIT OOYCJIOBJIEH MYyTallMsIMM TeHa
COL3A1, xomupyiouero o -uenb KojgareHa Il tuma;
MU3BEeCTHBI penkue ciydyan myraumit reHa COLIAI. Kon-
sareH II1 Tuna nmpenmyiecTBEHHO COAEPXKUTCSI B CTEHKE
KPOBEHOCHBIX COCYIOB (a0pTa, APYrue apTepuu), MOJIbIX
OpraHoB M B KOXe, PEryJUpyeT CUHTE3 U PACITOJIOXEHNE
B TKaHU (GDUOPWILIIPHBIX CTPYKTYp KoJiareHa I tuna.

[loBbIllIeHHAsT JIETAILHOCTh TIPU COCYIMCTOM THIIE
cuHapoMma Onepca—JlaHno oOycoBiaeHa CIIOHTaHHBIM
pPa3pbIBOM CTEHOK COCYIIOB CPEIHEro W KPYIMHOTO KaJlh-
OpoOB, CTEHOK TOJIbIX BHYTPEHHUX OPTaHOB: KUILIEYHUKA,
MaTKH, MOUYEBOTO ITy3bIpsI; pexe HaOI0Aal0TCs ITHEBMO-
U TeMOTOpaKC, BHYTpPWJIETOUHbIe TemaTtoMmbl [15, 16].
MaxkcuMalibHasi 4acToTa CIHOHTAaHHBIX apTepUabHbIX
Pa3pbIBOB IIPUXOAMTCS Ha Bo3pacT 12—15 JieT.

ApTpoxanasucHplii THN CcUHApoMa OJnepca—JlaHio
HacJIelyeTcsl ayTOCOMHO-IOMUHAHTHO. YacToTa He ycTa-
HOBJICHA; B IMTepaType coobiaercs o 6oiiee 30 0OIbHBIX,
JIMarHO3 KOTOPBIX A0Ka3aH MOJIEKYJISIPHO-TEHETUYECKMU.
K ©OonbpmMM AuMarHOCTUYECKUM KPUTEPUSIM OTHOCST
BPOKJICHHBI BBIBUX 1€KMW OEIpEeHHOW KOCTU; TeHe-
pajM30BaHHYIO TMIIEPMOOUIBHOCTb CYCTABOB, BBIBUXM/
MOJBBIBUXU; TUTIEPPACTSIKUMOCTb KOXU [2].

ApTpoxajia3ucHbIii TUM OOYCJIOBJEH TeTepO3UroT-
HbeIMU MyTanusmu reHoB COLIAI wnn COLIA2, myta-
IIMM OTpaHWYEHBI BK30HAMHU/UHTpoHamMu 5 u 6 [17].
Yaiie BcTpeyaeTcsi OTHOCUTENILHO OoJiee JIETKUI apTpo-
xasazucHbli noATui 2 (reH COL 1A2). YKa3zaHHbIE TeHbl
KOJMPYIOT COOTBETCTBEHHO 0~ M 0,,-LIEMM KOJIareHa
I Tuna, xkoTopwiit ipeacranisier coboi GUOPUILISIPHBII
Genok, rereporpumep — ase proo, (I) u oaHa proa,(I)
MEenTUAHbIE LeTU. DTOT TUN KoJUlareéHa HMPOKO pac-
MPOCTPAaHEH B TKaHSIX OpraHM3Ma, MPeuMYyIIEeCTBEHHO
CONEPXKUTCSI B KOXE, CBS3KaX, CYXOXWJIWSIX, KOCTHOM
U XpSI1IEeBOI TKaHSIX.

CepneuHo-KiananHplii THI cUHApoMa Diepca—JlaHiio
HacJieflyeTcsl ayTOCOMHO-peleccuBHO. B siutepatype
MpeACTaBAeHbl TOJIBKO 7 TIAIMEHTOB C TEeHETUYECKU
MOATBEPXKIEHHBbIM auarHo3oM [17]. bosblive Kpute-
pUM IMArHOCTUKHU BKIIOYAIOT [2] mopakeHue KJaraHoB
cepaua (MOXeT OTCYTCTBOBaTh y Aereil muanie 10 jet);
U3MEHEHUsI KOXHU (TOHKasl TUIeppacTsiKumasi ¢ aTpo-
¢uueckumMu pyolIaMM, CKJIOHHAsl K MOSIBJIGHUIO CHUHSI-
KOB); TUIIEPMOOMJIBHOCTh CYCTaBOB (T€Hepain30BaHHasI
WJIM OrpaHWYeHHast MeJIKUMU cyctaBamu). Cpenu mopa-
JKeHU cepania y OOJIbHBIX BCTPEUYalOTCsl HEA0CTaTOY-
HOCTb MWTPAJbHOI0/a0PTAJbHOTO KJIAllaHOB, ITPOJIATIC
MUTPAJIbHOTO/a0PTAJIbHOTO KJIAIMAaHOB C peryprutamnuei,
paciInpeHe KOpHs aOpThI.

CepneyHo-KiIanaHHbI ~ TUIT  CUHIpPOMAa  CBsI3aH
¢ ouamnenbHbIMU MyTaumsimu reHa COL IA2, Benymumu
K HapylIEHUIO CUHTE3a U MOJHOMY OTCYTCTBUIO proa,(I)
MEeNTUIHOM 1enn KoytareHa | Tura.

JlepmaTocnapakcuc TMn cuHapoma 3Ijiepca—JlaHio
HacJieJlyeTcsl ayTOCOMHO-pellecCCUBHO. B jnuTepartype
UMEIOTCS omnmucaHusi 15 OOJbHBIX, NMArHO3 KOTOPBIX
JloKa3aH MoJieKyisipHo-TeHeTuuecku [18, 19]. Bospact
OosibIIMHCTBA AeTel muaaiie 2 yet. [lauueHTs uMeroT
clieaywoie 0COOeHHOCTH, BXOASIIME B TTIepeuyeHb 00JIb-
IUX KPpUTEpUEB AUarHOCTUKMU [2, 20]: MCKIOUYUTENb-
Hasl MOJBEPXEHHOCTh KOXU MOBPEXIEHUSIM (BKJIIOUast
BPOXIEHHbIE WJIM TTOCTHATAJbHbIE PA3PbIBbI); N30BITOY-
Hasl, «JIMIIHSISI», Bsijlasi KOXa Ha 3alsiCThsIX M B 00J1acTh
JIOJBIXKEK; BhIPaXKEHHbIE JaJOHHbIE CKJIaAKu, MaxoBas/
MyroyHasl TPbDXKMW; TOCTHaTaJbHas 3aJepXkKa pocTa;
YKOpPOUE€HME KOHEYHOCTEl, KWUCTeW W CTOIl; CKJIOH-
HOCTb K TMOIKOXHBIM TeMaToMaM U TeMOpparusim;
nepruHaTajJbHbIEe OCIOXHEHUS (MepeioMbl KOCTel cBoIa
yeperia, TeMOpparuu, pbixjasi MYMNOBUHA, pPa3pbIBbI
KOXU, TTHEBMOTOPAKC).

HepMarocnapakcuc TUIT OOYCJIOBJIEH MYTalUsSIMU
reHa ADAMTS2. DToT TeH KOOMPYeT IPOKOJIJIareHIIPO-
TeMHa3y, YYacTBYIOIIYIO B IIPOLIECCUHIE MpoKoJuUiareHa
I'tuna, o, -uenu npokoyuiareHa V Tura u Apyrux hpuopui-
JISIPHBIX TTPOKOJIIareHoB [21].

Kudockommoruuecknii Tun cuHapoma Diepca—laHiio
HacjemnyeTcss ayTOCOMHO-pelieccuBHO. Ero yacrtora
npeamnoaoxurenabHo coctapsgeT 1:100 000 kMBBIX HOBO-
poxaeHHbIX [22]. K OGoybliMM KpUTEpUSIM KIMHUYE-
CKOW JIMarHOCTUKM OTHOCSIT BPOXIECHHYIO MBIIICUHYIO
TUMOTOHUIO (CHUMIITTOMOKOMILIEKC <«BSUIOTO DPEOEHKa»);
paHHIOI0 MaHudecTauuio Kudockosnosa (vamie Mnpo-
rPECCUPYIOIIETO, peXe HENpPOrpecCUupyollero); TeHe-
paJIM30BaHHYIO TMIIEPMOOMIBHOCTh CYCTaBOB, BBIBUXU/
MOJABBIBUXU (OCOOEHHO KOJIEHHBIX CYCTaBoB) [2, 23].

Kudockonuornueckuit Turm 1 u 2 (BcTpeuaercs pexe)
cBs13aH ¢ myrtauusmu reHoB PLODI w FKBPI14 coort-
BeTcTBeHHO. O0a reHa y4JacTBYIOT B 0Opa30BaHUM IIPO-
CTPaHCTBEHHOW CTPYKTYphI KosutareHa. PLOD I konupyeT
JIM3WITUAPOKCUIIA3Y, KOTOpasi KaTaJu3upyeT TUIPOKCH-
JINPOBAHME JTM3WHA B CIUPAJIbHON CTPYKTYpe KoJlJlareHa,
obecrieyrBasi CTaOMIBHOCTh KOJIJIAar€HOBBIX BOJIOKOH
U TPOYHOCTHb TEPEKPECTHBIX CBsI3el Mexmy Guopui-
namu. FKBPI4 xoaupyeT MNENTUAWIPOININ30MEepasy,
KoTopasi obecrieunBaeT (GoyauHT (YKIanKy) MOJEKYIb
KoJulareHa W CJIyXuT 1anepoHoMm kosutareHos II1, VI,
X TUTIOB.

Knunuueckue mposiBiieHUs] TTOATUIIOB 1 1 2 CXOIHBI
MEXJy cO0OM, TpU 3TOM OTMEUYEH PsII PA3IAYMil CUMII-
ToMmokoMmIuiekca. [lpu myranumsx rema PLODI Bbipa-
JKeHa PaHMMOCTb KOXW, OIMCAHBl Pa3pbIBbl CKJIEPHI
U TJIa3HOro $s10JI0Ka, MUKPOKOpHEa, MMEIOTCS aHOMa-
JIMW pa3BUTHUs Jvlia (HU3KO PaCIOJOXEHHBIC YIIHbIE
PaKOBUHBI, 3MUKAHT, aHTUMOHTOJIOUJIHBIN pa3pes3 TJjias,
cuHO(MPU3, BLICOKOE HE00); KU(POCKOINO03 B HEKOTOPHIX
cllydasiX MOXET MOSIBUTBCS He ¢ poxkiaeHus. Myraiuu
reHa FKBPI14 Hepenko BeayT K TYrOyXoCTH (CEHCOHEB-
paibHOM, KOHAYKTUBHON WJIM CMEIIIaHHOM), Y OOJIbHBIX
BCTpeUyaeTcsl TUBEPTUKYJ MOUYEBOTO Iy3bIpsi, (hOJUIMKY-
JIAPHBIM TUTIEpKepaTO3, BHIPAXKeHbI aTPOMUM MBIIIIII.

POCCUVICKWIA BECTHUK NMEPUHATOJION MW U MNEANATPUM, 2021; 66:(1)

ROSSIYSKIY VESTNIK PERINATOLOGII | PEDIATRII, 2021; 66:(1)

25




KnaccukonomoOueiii Tunm cuHapoma Diepca—daHino
XapaKTepu3yeTcsl  ayTOCOMHO-PEIECCUBHBIM — TUIIOM
HacienoBaHus. Ero yacrora He ycTaHOBJIeHA, B JINTE-
patype IpeicTaBjieHbl JaHHBIE 0 MeHee 40 MalMeHTOB
[24, 25]. Bonbliue KpuTepuud KIMHUYECKOW JIUArHO-
CTUKM BKJIIOUAIOT CJIEIYIOIIME TMPU3HAKU: TMIeppacTsi-
SKMMast KoXka ¢ MSITKO# TEKCTYpOii B OTCYTCTBHE aTpOdu-
YeCKUX pyOIIOB; TeHepaln30oBaHHAs TMIIEPMOOUIBLHOCTh
CYCTaBOB C BBIBUXaMW/TIOJABBIBUXaMM (Yallle IJICYeBOTO
U TOJICHOCTOITHOTO) WM 0e3 TaKOBBIX; CKJIOHHOCTB
K BO3HMKHOBEHMIO CUHSIKOB [2].

B OosbimimHCTBE ciydyaeB 3abojieBaHue  (KJac-
CUKOMONOOHBI moatun 1) BbI3BAHO OWaAsUIEIbHBIMU
MytaisiMu reHa TNXB, xomaupymoliero 0ejloK TeHac-
mH-XB — TIMKOmpoTeMH BHEKJIETOYHOTO MaTpUKCa,
CXOJIHBII MO CTPOCHUIO C (PMOPOHEKTUHOM. DTOT OEIOK
ITOBCEMECTHO COAEPKUTCS B OPraHU3Me, B HauOOJIbIIEM
KOJIMYECTBE — B MBIIIIAX M COCAWHUTETBbHONW TKaHM.
Tenacuumu-XB perynupyeT cOOpKy KoJilareHa, ydacT-
BYET B OpraHU3alliy U TTOAACPKAaHUU CTPYKTYPhI TKaHEH,
B YaCTHOCTU OOeCreunBaeT CTPYKTYPY M CTaOMIBHOCTh
3JIACTUYECKMX BOJIOKOH [26].

B 2016 . ObLIO TOKa3aHO, YTO pexe 3abosieBaHUE
(Ky1accUKOIOA00HBIN TOATUIT 2) OOYCJIOBJIEHO Oua-
JIeIbHBIMUA MyTalusmMu reHa AEBPI, Kotopblii Komu-
pyeT KapOOKCHITENITUIA3aIlOg00HbII aOpTaJbHBINA IPO-
TEWH, aCCOUMMPOBAHHBIN ¢ KOJJITATEHOM BHEKJIETOYHOTO
maTtpukca [25, 27]. dns yTouHEeHUS BO3MOXKHBIX pa3-
JINYUI CUMIITOMOKOMITIEKCA IBYX IOATUIIOB KJIaCCUKO-
nmogoOHoOro Tuma cuHapoMa Diepca—JlaHiio TpebyeTcs
HaKOIJICHUE KIIMHUYECKHX JaHHBIX.

MbIeYHo-KOHTPAKTYPHBI THI CUHAPOMa Djiepca—
HaHyio HacienyeTcss 10 ayTOCOMHO-PEleCCHUBHOMY
tury. Yacrora He yctaHoBieHa. B nurtepatype npen-
cTaBjeHa xapaktepuctuka 6ojiee 40 60abHBIX. BoJb-
e KPUTEPUM KIMHUYECKOW JTUArHOCTUKU BKITIO-
YalT BPOXICHHbIE MHOXECTBEHHbBIE KOHTPAKTYPhI
10 TUITy MPUBEICHUS-CTUOAHUsI, SKBUHO-BapyCHYIO
KOCOJIAINOCTh; YePEMHO-JINLIEBbie aHOMaIUK (OOJbIIIME
POTHUYKM, TUIEPTEIOPU3M, KOPOTKHE AaHTHUMOHTO-
JIOUIHBIE TJIa3HbIE IIEeJd, KOPOTKWI HOC, TUIMOILIa-
3Us KOJyMeJlla, JUTMHHBIM (PUIBTP, TOIYOble CKIIEPHI,
HU3KO PACITOJIOKEHHBIe POTHUPOBAaHHBIE YIIHbBIE PaKO-
BUHBI, BBICOKO€ He0O, TOHKasi BEpXHss ryba); rumep-
PaCTSIKUMOCTb KOXMW, CKJIOHHOCTh K BO3HMKHOBE-
HUIO CUHSIKOB, aTpoduueckue pyOIIbl, BbhIpakeHHbIE
CKJIaIKM Ha JlamoHu |2, 28].

DTOT TUN CHUHIpPOMA CBSI3aH C MYTalUUSIMU TE€HOB
CHSTI4  (MbIIIEYHO-KOHTPAKTYpHbIH  moatun 1,
VIV TUCTAJbHBINA apTPOTPUITO3, CUHAPOM MPUBEICHHOTO
OoJsiplIOro majibla — Kocosnanoctu) U DSE (Mmbliiey-
HO-KOHTPAKTYpHBIM TIOATUIT 2, BCTpeYaeTCs pexe U,
MO-BUAMMOMY, OTJIMYACTCS MEHee TSIKEIBIMU TPOSIBIIE-
HUSIMU). YKa3aHHbIe TeHbl KOIUPYIOT, COOTBETCTBEHHO,
nepmataH-4-cynbdoTpaHcdepasy-1 u nepmaraHcynabda-
TarmMepasy-1 — depMeHThI, yJacTBYIOIIMEe B OMOCHH-
Te3e TJMKO3aMMHOIJIMKAHOB, B YaCTHOCTU JepMaTaH-

OBb30Pbl JINTEPATYPbI

cynbdara. [NMKO3aMUHOIJIMKAHBI SIBJISIIOTCSI BaXKHBIM
CTPYKTYPHBIM KOMITOHEHTOM MEKKJIETOYHOTO BEIIeCTBa
COeIMHUTENbHOM TKaHU. JlepMaTaHCyIb(daT COMePKUTCS
B KOXe, CYXOXWIMSIX, CBSI3KaX, KJaraHax cepilia, aopTe,
TKaHM TOJIOBHOTO Mo3ra [28].

CrnoHauI0-IMCIUIACTHYECKHI THII CMHIpOoMa Djrepca—
JlaHno  xapakTepusyeTcsl — ayTOCOMHO-PELEeCCUBHBIM
TUIIOM HacyenoBaHus. Yactora He ycraHoBieHa. Onu-
canbl okosio 100 maiueHToB ¢ Tpemsl MOATUIIaMU CUH-
npoMa. bosblime Kputepuy KIMHUYECKON TMarHOCTUKMU:
HU3KOPOCJOCTh; MbIIlIEUYHAs] TUIOTOHUS (OT TSKEIoMn
BPOKJIEHHOU 10 JIETKOM, MO3MHO MaHU(MECTUPYIOLIEe);
WCKPUBJIEHUE UTMHHBIX TPyOUaThIX KocTel [2, 29].

CrioHauio-nucIiacTuueckuit monrun 1 (wim mpo-
repouIHbI  ToaTUIl 1)  OOYC/IOBJIIEH  MyTalUsMU
reHa B4GALT7; cnoHAWIO-IUCTUIACTUYECKU  TIOM-
™I 2 (MW TIPOTEPOMIHBIA TOATUIT 2) acCOLMUPO-
BaH ¢ MyTtauusiMu reHa B3GALT6. Dty reHbl KOIM-
pYIOT,  COOTBETCTBEHHO,  TajlaKTo3wiTpaHcdepasy- 1
U rajlakTo3wiTpaHcdepasy-2, ydyacTBYIOIIME B CHHTE3€
IMKO3aMWHOIIMKAHOB. BO3HMKHOBEHME CIOHAMIIO-
NUCIIJIACTUYECKOro TOATUIIA 3 CBSI3aHO C MYyTaUUSIMU
reHa SLC39A413, KoTopwlii KOAMpPyeT TpaHCMeMOpaH-
HBII MIEPEHOCUYMK, KOHTPOJIMPYIOLIUI TPAHCIIOPT LIMHKA
B LIMTO30J1b. BbigeaeHbl OTAeIbHbBIE CUMIITOMBI, XapakK-
TepHbIe 1151 Kaxaoro noarumna. Juist moaruna 1: paguo-
yJIbHApHBI CUHOCTO3, KOHTPAKTYPhl JIOKTEBBIX CyCTa-
BOB, MOTepevHas JiafoHHas 00po3aa, TUIEPMETPOTIHS,
MoMyTHeHWe poroBuilbl. st moaruna 2 (Mo-BUAMMOMY,
BCTpeUyaeTcsi HECKOJbKO 4vallle): KU(OCKOJIMNO03, KOH-
TPaKTyphl KUCTEH PYK, BBIBUXU/TIOIBBIBUXU, aHOMAJIUK
naybleB, MepejoMbl, aHeBpu3Ma aopThl. s roarurna 3
(Tmo-BUaMMOMY, BCTpedaeTcsl pexe): 3K30(pTaibMm, MOp-
IIMHUCTBIC JaJloHU, aTpodusl MBIIIL TeHapa, KOHYCO-
BUIHBIEC TTAIbLEI [29, 30].

Muonaruyeckuii (Muonatusi beriema-2) TMO CHUH-
npoMa dnepca—/[aHio HaciemyeTcss ayTOCOMHO-IOMU-
HAHTHO, B TO € BpeMsl ONUCAHbl MALMEHTHI C Ouas-
JISIBHBIMA ~ MYTalUMSIMU (ayTOCOMHO-peLeCCUBHOE
HacnenoBaHue). Yactora He yctaHOB/IeHA. B uteparype
coobmraercss o 15 OOMbHBIX, AMArHO3 KOTOPBIX JTOKa3aH
MoJiekysipHo-reHeTndecku [31]. K OGonbmmm Kpute-
pUSIM KJITMHUYECKON TMAarHOCTUKN OTHOCSIT BPOXKACHHYIO
MBIIIEUYHYIO TUIMOTOHUIO W/WJIKA MBILIEYHYIO aTpodulio
(oTMeYeHa MOJIOXKHUTEbHAs AMHAMUKA C BO3PAaCTOM);
KOHTPAKTYphl TPOKCUMAJIbHBIX CYCTaBOB (KOJIEHHBIE,
Ta300eIpeHHbIE, JIOKTEBbIC) W TUNIEPMOOUIBHOCTD JUC-
TaJIbHBIX CYCTaBOB [2].

Muornatnuyeckuii TUIT CBSI3aH C MyTalUMsIMU TeHa
COLI2A1, xotopblii KomupyeT 3 o-LeNu KoJulareHa
XII Tuma. DTOT THUN KoOJUIareHa KOJKCIIPECCUPYETCS
c xojuareHamu I, 111, V tunos, urpaet poJjib B iepekpecT-
HOM CBSI3bIBAHUM 1 OpraHu3aluy (puOpusl KouiareHoB,
OTpeesieT X MeXaHUYeCKUEe CBOMCTBA B COEAMHUTEb-
HOI TKaHW M KOCTHU, B3aUMOACUCTBYS C APYIrUMU OeI-
KaMu BHEKJIETOYHOIO MaTpukca (B YaCTHOCTH, C TE€HAC-
uuHoMm-XB) [31, 32].
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Huxonaesa E.A., Cemauxuna A. H. [eHO-(heHOTUTIMYECKAS XapaKTePUCTHKA CMHAPOMa Diiepca—/laHio: TpyIHOCTH UASHTU(DUKALIMI TUTTOB 3a00I€BaHM. .

IlepuononTuueckmii TN cuHapoma Iiepca—[anHio
XapaKTepU3yeTcsl ayTOCOMHO-JIOMMHAHTHBIM HacJIe10Ba-
HUeM. B MeaummHcKo# 1urepaTtype coobIiaercst o bojee
cotHu mnauueHtoB [33]. TlpuHSTH ciemyloiue OO0Jb-
e KPUTepUM KIMHUIECKOW TUArHOCTUKM 3TOTO THUIIA
CUHIIpOMA: TSKEJIbI TIEPUOJOHTUT C PAaHHUM HavyaoM;
OTCYTCTBME MPUKPEIJICHHOM JIECHBI; aTpodusT U TUTIep-
MMUTMEHTALIMST KOXW TOJIeHEl; TeHeaJornyeckre TaHHbIe
B I10JIb3Y ayTOCOMHO-IOMUHAHTHOTO HacJieqoBaHus [2].

DTOT TUIT CUHAPOMAa OOYCJIOBJIEH MyTallUsIMA T€HOB
CIR (MepuoIOHTUYECKUIA MMOATHUIT 1, BCTpeUaroTcs yalle)
u CIS (1eprMoJoHTUYECKU MOATUN 2), KOTUPYIOIIUX
COOTBETCTBYIOIINE CYOBEIMHUIIBI KOMITOHEHTa KOMILIE-
meHTa [33].

CHHIPOM XPYNKOCTH POTOBHIBI HACJIEAYETCS ayTo-
coMHoO-perieccuBHO. CoOrjlacHO JaHHBIM JIMTEPaTypbl
n3BecTHO 0 Oosee 60 mamumenTtax [34]. Bombime Kpu-
TepUU KIMHUYECKOW MMAarHOCTMKHU: TOHKAasi pPOTOBMIIA
(TonmuurHa MeHee 400 MKM) ¢ pa3pbiBaMu WK 0€3 TaKo-
BBIX; MPOTrPECCUPYIOIINI KepaTOKOHYC ¢ PaHHWM Hadva-
JIOM; TIPOTPECCUPYIOIINI KepaTorjao0yc ¢ paHHUM Hava-
JIOM; TOJIyOBIe CKIIepHI [2, 35].

Bo3HUKHOBeHME JaHHOTO CUHAPOMA CBSI3aHO C MyTa-
UMM TeHOB ZNF469 (CMHIPOM XpyITKOCTH POTOBUIIHI 1)
u PRDMS5 (cuiHIpOM XpyNKOCTH poroBulibl 2). [1poayKThbl
STHUX T€HOB OKa3bIBAIOT PETYIUPYIOLIee BIUSHUE HA IKC-
MPECCUIO Psiia TCHOB, KOAMPYIOIIUX CTPYKTYPhI BHEKJIE-
TOYHOTO MaTpUKca, BKIIIOYasi KOJIareHOBbIe (PUOPUILITHI,
KOMITOHEHTHI COeIMHUTENIbHOM TKaHU, (PaKTOPbI MUTpa-
MM W anre3suu KiaeTok. KIIMHWYeCKHWe TpOsSBICHUS
CUHIIPOMOB XPYIKOCTH POTOBULBI | 1 2 CXOIHBI MEXIY
coboii [34, 35].

TunepMoOUABHBIE THN cHHApoMa Diepca—daHio
OTJIMYACTCSl ayTOCOMHO-IOMWHAHTHBIM HacJieAOBaHUEM
C HEIOJHOM TIEHEeTPaHTHOCThIO M BapHabeTbHOM 3KC-
MPeCCUBHOCTBIO.  PacmpocTpaHeHHOCTh  3a00JieBaHUS
B MOIYJISIIIUN YTOUHSIETCST; TO-BUAUMOMY, STOT TUIT CUH-
npoMa caMmblii yacTeiii (okojo 50% Bcex ciiyyaeB CHH-
npoma Dnepca—Jlanno), npudyem vamie (70% ciydaes)
cTpamaloT keHIUHbI [36—38]. K GonbinnM KpuTepusM
JIUarHOCTUKU OTHOCST TUIEPMOOMIBLHOCTh CYCTABOB,
MPU3HAKN JIUCIUTa3UM COSAMHUTEIBHON TKAaHW (TUIIEp-
pPaCTSKUMOCTb KOXM, CTPUHU, aTpoduieckue pyolbl,
IPBDKY, BBIMIAJEHUE Ta30BOrO JHA/TIPIMON KUK/
MaTKU U Jp.); CKEJETHO-MBIIICUHbIe HapylIeHust (60Ju
B KOHEYHOCTSIX, B MIO3BOHOYHUKE, TTOBTOPHBIC BBIBUXU/
MOABBIBUXY W JIp.); HaJW4Ue POICTBEHHWKA C THUIIEP-
MOOMJIBHBIM TUIIOM cuHApoMa Oiepca—/lanmo. Kpome
TOTO, JJISI YCTAaHOBJICHUS JAMAarHo3a TpeOyeTcs MCKITIO-
YUTh APYTUe TUIBI CUHIPOMA, a TakxKe APYrue Hacjel-
CTBEHHbIEC U MPUOOpPETEHHbIE 00JIE3HN COCAMHUTEIHHOM
TKaHMW, BKJIIOYas BOCIAJIUTENIbHbIE, ayTOMMMYHHEIE.
Takum 06pa3om, IMarHO3 TMUIEPMOOUIBLHOTO THUIIA CUH-
npoma Diepca—/laHiIO B 3HAYNTEILHON CTCIIEHU SIBJISI-
€TCsl TMarHO30M UCKITIoYeHus [2].

Bricka3biBaeTcsl MHEHME, YTO TUTIEPMOOVUIBHBIN TUIT
cuHapoma Dnepca—/laHio U CUHAPOM TMITIEpMOOUIBHO-

CTHU CYCTaBOB MPEACTABIISIOT €AWHBIN KOHTUHYYM KJIUHU -
YecKuX (DEHOTUTIOB, XapaKTePU3YIOIIMXCS BOBJICUECHUEM
B TIATOJIOTUYECKUI TPOLECC CTPYKTYP COCAMHUTETbHOM
TKaHW OpraHMW3Ma, Pa3IMYalolIMXCs MO CTeTIeHU BbIpa-
JKEHHOCTH W MYJIBTUCUCTEMHOCTH MopaxeHus. Cymmap-
Hasl pacpOCTPAaHEHHOCTb 3TUX COCTOSTHUI 1O JaHHBIM,
nojyyeHHbIM B BenukoOpuranuu (Yanbc), COCTaBiIsIET
1:500 [39]. O6 nx reHeTU4YECKO OOITHOCTH CBUIIETEIIb-
CTBYIOT CJIy4aW ITMAarHOCTUKU YKa3aHHBIX 3a00JIeBaHUIA
Y 4JIeHOB omHOM ceMbu [40].

B TO e BpeMsi MHOTOJIETHHE MOMCKH OOIIETO TeHe-
TUYECKOTO AeheKTa IoKa He YBeHUaIuCh ycrexoM. Mme-
eTCsT TIPEIIOIOKEHNE, YTO TUIIEPMOOVUIBHBIN TUIT CHH-
npoma Diepca—JlaHI0/CUHIPOM TUNEPMOOUIBHOCTU
CYCTaBOB MOXET OBITh CBSI3aH C TaIlJIOHEIOCTATOYHO-
cTbio TeHa TNXB unyu u3aMeHeHUeM 3KCIIPEeCCUU JIPYTUX
Te€HOB, KOHTPOJUPYIOIINX KOMITOHEHTHI COCIUHUTEIb-
HOI TKaHW, apXWUTEKTOHUKY OKCTPALE/UTIOJISIPHOTO
MaTpuKca, MeIuaTopbl BOCIajeHUs U 1Ip. Bo3mMoxHO,
OTCYTCTBHME €IWHOTIO T€HETUYeCKOro aedekTa OOyCIOB-
JICHO MHOTO(aKTOPHOCTbIO 3a00JieBaHUII U TeHEeTHYe-
CKOIi Te€TepOreHHOCThIO KOTOPT 00C/IeTI0BaHHbBIX Mal[MeH-
TOB, UMEIOIIMX PAa3HOPOIHbIE KIMHUYECKHUE (DEHOTHUITHI,
COCTaBJISIIOIINE «PacCTPONCTBA TUTIEPMOOUIBLHOTO CITEK-
Tpa» (IO aHAJOTUU C PACCTPOMCTBAMM ayTHUCTHUUECKOTO
cnekTpa) [38, 40].

MonucucteMHOCTb NOpPaXxeHus, TPYAHOCTU
nnddepeHumnanbHON ANarHoCTUKA TUNOB
cuHppoma Anepca—LaHno

OCHOBHBIE KJIWHUYECKUE TPU3HAKU CUHIpOMa
Dnepca—/laHio — cIeICTBHE BOBJICUYEHUS B IATOJIOT M-
YeCKUIi TIpoliecc KOXMU, CYyCTaBOB, KPOBEHOCHBIX COCY-
noB. OmHAKO M3ydyeHUE MCTOPUIT OOJE3HU IOKa3bl-
BAeT, YTO JOCTATOYHO YacTO CTPAgalOT APYrve OpraHbI
W CUCTeMBI OpTaHU3Ma: XeJIYIOUYHO-KUIIEYHBIN TPaKT
(racTpoazodareanbHas pedaoKcHass 60JIe3Hb, TaCTPO-
IYOJEHUT, CUHIPOM pa3IpakeHHOTO KHIIeYHUKA),
cepaiie (apUTMUM, CUHKOMAJIbHBIE COCTOSIHUS, TIPO-
JlaTiC MUTPaJbHOTO M aOPTaJIbHOTO KJIalaHa), HepBHast
(rojoBHBIE 60JTM, OOJIM B MBIIIIIAX, MBIIIEYHAs Clia-
00CTb, TapecTe3uu), MoueBbIAeIUTENbHas (Hedpor-
TO3, pedmokc-Hedponatuss, WHGEKIUST MOYEBBIX
MyTel, TpoJIaliCc MOYEBOTO ITy3bIpsi) CHUCTEMBI, JieT-
Kue (MMHeBMOTOpAaKcC), opraH 3peHus (MHUOIUs, KOCO-
ryasue), CUCTeMa CBEpPTHIBAaHMWSI KPOBU (YyBeJIUUYEHUE
BpPEMEHU KpOBOTEUEHMsI). Y KEHIIMH HaOII0IarTCs
IUCMEHOpesI, OIyllleHWe,/BhIMafeHne MATKH, HEBBI-
HalluBaHUE OepeMeHHOCTH. Y TIallMeHTOB OTMe-
YeHBbl TICUXMYECKWE M TICUXOJOTMYECKHE pacCTpoii-
CTBa: TTOBBINIEHHAS PaCIPOCTPAHEHHOCTh STMMJIECTICHU,
ayTUCTUYECKUX TIPOSBJICHUIA, NENpPecCuu, CUHIpOMa
neduUTa BHUMaAHUS C TUIEPAKTUBHOCTBIO. [eHe-
paIM30BaHHOCTD KJIMHUYECKOM CUMIITOMATUKH
npu cuHapome Onepca—/laHiao oOyciaoBieHa TeM,
YTO KOJIJIAT€HOBBIE CTPYKTYPHI M IIpyTrHUe 3JIeMEHTBI
COCIMHUTEILHOM TKAHU coaepKaTcs TPaKTUYeCKU
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BO BCEX CUCTeMaxX OpraHu3Ma, B TOM YMCJIe Y4aCTBYIOT
B Tpolieccax MUTpallud HEeWpoHOB U AuddepeHIn-
POBKMY HEpBHOI TKaHU [41, 42].

IMpu KaxkmoM TUIe CUHApPOMA BBIIEISIOT XapaKTep-
Hble TIpU3HaKU (WM rpymiy npusHakoB). [1pu cocynu-
CTOM THUIIe TaKUM TPU3HAKOM CJIYXaT pa3pbIBBI COCY-
JIOB, TIpU apTPOXaja3uCHOM — BPOXKIEHHBIM BBIBUX
TOJOBKU OEIpeHHON KOCTH, TMpU CepAeYHO-KJIamnaH-
HOM — IMOpaXeHWEe KJIANaHOB Cepllia, MPU MbIILIEYHO-
KOHTPAKTYPHOM — apTPOrpUIIO30MOA00HbBIC HAPYILIEHUSI,
Mpy  CHOHAWJIO-AUCIUIACTUYECKOM — HU3KOPOCIOCTb,
MpY TIEPUOTOHTUIECKOM — TSDKEIbI paHO MaHU(DECTH-
pylonmii  mepuogoHTUT. OTHAKO CIIOXHOCTb YETKOTO
pasrpaHMYeHMs] TUIIOB CHHApPOMa Ha OCHOBAaHWU KJIU-
HUYECKON CUMIITOMATUKK OOYCIIOBJIeHa TeM, 4TO TpH-
3HAKW, XapaKTepHbIe IS OTHOTO THIIA, MOTYT BCTpe-
yaThCsl M TIPU ApYyrux. Tak, COCYIWCTbIe HapyIIeHUSI,
CBOWMCTBEHHBIE COCYIUCTOMY THUITy CHUHApOMA, BCTpe-
YaloTcs TIPU APYIMX TUIAX: TeMaToOMbl — IIPU MBIIIeY-
HO-KOHTPAKTYpHOM U  KJIaCCMKO-TIOJOOHOM  THIIaX,
BHYTpUYEpEITHbIE KPOBOMIIUSHUS — TPU JepMaTocria-
pakcuC-TUIIe, JUCCEKILIUS apTepUil — MPU KJIAaCCUUECKOM
1 KU(POCKOIMOTUIECKOM THUIIaX, MEHee I'pO3HbIe Hapy-
LIEHUsT — TIPY CEPIAEeYHO-KIIallaHHOM, apTpaxajla3uCHOM,
CITOHAWIOAMCIUIACTUYECKOM, TTIEPUOJOHTUIECKOM THUTIAX.
IMpuyeM cocymucTbie OCIOXHEHUS PErMCTPUPOBAIUCH
JIOCTATOYHO YacTo: B 2/3 ciiyyaeB y MallMEHTOB C MbIIIey-
HO-KOHTPAaKTYPHBIM TUTIOM, B 1/2 clTy4aeB Mpu KIacCUKO-
nogo6Hom Turie [43]. B ¢BsI3u ¢ 3TUM MeXIyHapOAHBIMU
9KCMepTaMu CeJIaH HeNpeJOXHBINA BbIBOJ O HEOOXOIU-
MOCTH TeHETUYECKOM BeprUDUKAIIMU TUAarHO3a y O0JIBHBIX
¢ cuHApoMoM 3Brepca—/laHno sl LeaeHanpaBIeHHOTO
JaJTbHEHIIIETO MEIUIIMHCKOTO HaOMIONCHUS W MEIUKO-
TeHEeTUYECKOTO KOHCYIBTUPOBAHUS.

JleueHue naumMeHToB ¢ CMHOpPoMOoM Anepca—HaHno

[MTaToreHeTnyeckoe JiedeHHe He pa3paboTaHO.
B cooTBeTCTBMU ¢ UMEIOIIEHCS CUMITTOMATUKOMN 00JTb-
HbIE TTOJYy4YaloT KOMIUIEKCHOE JIeueHMe, HarpaBlieH-
HOE Ha CTaOWIM3ALMI0 COCTOSTHUS, TIpeayIpexXacHue
OCJIOXKHEHWI, TIOBBIIICHUE KadyecTBa >KWU3HU, YIyd-
IIeHWe COUMaNIbHOM aganTanuu. YacTele MPOSBICHMUS
BCeX TUIIOB cuUHIpoMa Oiepca—/laHmo — OoJieBoit
cuHapoM (001 B MbIIIILIAX, CycTaBax, roJ0BHas 00Jib),
MOBBIIIIEHHAs!  YTOMJIIEMOCTb, JACIpeccus, Cyle-
CTBEHHO Hapyllalollue XKU3HeAesTeIbHOCTh MalueH-
TOB. B ¢BsI31 ¢ 9TUM OOJIbHBIE HYXKIAIOTCS B KYPCOBOM
Ha3HAYeHUW HECTEPOUIHBIX ITPOTUBOBOCITAIUTEIb-
HBIX CPEACTB, BUTAMMHOB TPYMIBl B, 9HEProTpOMHBIX
npernapatoB (youaeKapeHOH, JIEBOKAPDHUTUH), aHTH-
JernpeccaHToB. s yIydIIeHUs] COCTOSIHUSI KOCTHO-
MBIIIEYHON CHUCTEMBI IMUPOKO MPUMEHSIOTCS METOJIbI
(usnotepanuu, KuUHE3MOTepanuu, JedeOHOM dus-
KYJBTYPHl € JO3WPOBAHHOW Harpy3koil 0e3 MCIOJb-
30BaHUS CTAaTMYECKUX yrpaxHeHuil. [lpum Heo6-
XOAUMOCTH MCIIONB3YIOTCS KOpceThl U ap. [44, 45].
He nomyckamoTcsi HeEoOOCHOBaHHBIE XMPYpPruuyecKue

OBb30Pbl JINTEPATYPbI

BMEIIATENIbCTBA, KOTOpPbIE YpeBaTbl OCIOXHEHUAMU
B CBSI3M C HECOCTOSITEIbHOCTHIO TKaHEW M TUIOXUM
3aXKUBJICHUEM PaHbI.

Ocobas ripobsiema — jieueHre 00JIbHBIX C COCYIUCTHIM
TUTIOM CUHIPOMA, JJIT KOTOPOTO XapaKTepHbI pa3phIBbI
COCY/IOB ¥ opraHoB. HapyliieHust BO3HMKAIOT CITOHTAHHO,
JIVCCEKIIMU COCYIMCTOM CTEHKM OOBIYHO He TMpejle-
CTBYeT (hOpMUPOBAHKUE aHEBPU3MBI B OTJIMYNE OT CUTYya-
Uy npu cuHapomax Mapdana u Jlosua—/durtua [46].
IMpu pa3BUTHM yKa3aHHBIX HApYIIEHW B SKCTPEHHOM
MOPSIIKE BBHITIOJHAIOTCS SHIOBACKYJIIPHBbIE BMEIIaTe b~
cTBa: HamboJiee YacTO OCYIIECTBISIIOT 3MOOIU3AINIo
cocyla WIM CTeHTUpoBaHue. I TpemynpekaeHus
COCYAMCTON KaTacTpodbl OOJIbHBIM Ha3HAYalOT B-aji-
peHoOokaTop uenunposion (celiprolol). Pekomenmye-
Mast o3a it B3pocibix — 400 mr/cyt (B PO nipemapar
He paspellleH Uil TpUMeHeHus y neTeit). MccnenoBaHus
Ha XXUBOTHOW MOJEIW U UIMTENIbHbIE (MeauaHa S JieT)
HaOMONEeHUsT 3a TalMeHTaMU YOeIWUTEeIbHO ITOKa3alu
3(PHEKTUBHOCT, LIENUIIPOJIONA UIST  MPOPUIAKTUKI
COCYIMCTBIX OCJIOXHEHUI M YBEJIUYECHUS TPOIOJIKMI-
TeabHOCTM ku3HM [47]. IlatoreHe3 OGiaronpusiTHOro
NEeWCTBHS TIPOAOIIKACT M3ydaThes. [IpeanonoXuTeTbHO
€ro CBSI3BIBAIOT C Ba3oAWIATALIME TIyTeM CTUMYJIsI-
MU 00pa30BaHMsST OKCHIA a30Ta, CHUKEHUEM JaBJICHUS
Ha COCYIMCTYIO CTEHKY M YIydllleHHeM ee OMOMeXaHU-
yeckux cBoicTB. [TomoxuTenbHbli 3¢ (eKT Apyrux mnpe-
MapaToB U3 TPYMIIbI B-aapeH00J0KATOPOB (0MCOIPOJIOI)
U 6;10KaTOpoB pelenTopoB aHrnoteH3uHa Il (Jiozapran)
He MoJIydyuJ1 moaTBepxKaeHus (47, 48].

3aknovyeHue

IIpencraBieHHbIe CBEACHUS O Pa3IMUHBIX TUIIAX CUH-
npoma Diepca—/laHao CylecTBEHHO ITOBBICIT U CUCTE-
MaTU3UPYIOT 3HAHUS MpakTudyeckux Bpaudeil. Crayo
OYEBUJIHBIM, YTO C 3TUM YaCThIM MOHOI€HHBIM 3a00-
JIEBAaHWEM COEIMHUTEbHON TKAaHM B MPOLIECCE CBOEH
MpoeCCUOHANBHON NEeATeIbHOCTU MOTYT BCTPEUYAThCS
MEIMKU CaMbIX pa3IW4HbBIX CIIELMAIbHOCTEN. YCTaHOB-
JIEHUE TPaBWIBHOTO AMArHO3a JACT OCHOBAaHUE BHECTHU
W3MEHEHUs] B TAKTUKY JIEUEHUs] OOJIbHOIO U TTOMOXET
n36ekaTh HEMONpPaBUMBIX OLIMOOK. JMarHOCTMKa CUH-
npoma Diepca—/laHIO CITYKUT CTUMYIUPYIOIINM MOTH-
BOM JIJIsI pa3pabOTKU HOBBIX ITATONEHETUYECKUX METOIOB
JIedeHUsl 3a001eBaHUs TSI YIYYIIEeHUsT KadyecTBa U TPO-
JIOJDKATETbHOCTH JKU3HU MallMeHTOB, 0ojiee aaeKBaTHOM
WHTErpaluu ux B 0OIIECTBO.

BuyrpucemeiiHasg BapuabelbHOCTh KIMHUYECKUX
NposBIIEHU cuHApoMa Oiepca—[daHio y 4WIEHOB
OJHOM CeMbHU, IIO-BUAMMOMY, YyKa3bIBaeT Ha CYIle-
CTBOBaHME JOIOJHUTEIbHBIX (PAKTOPOB, BIUSIOLINX
Ha TsoKecTh Oosie3Hu. [lanbHelle HaydyHble M3bICKa-
HUS C aHaJIM30M B3aUMOJECICTBUSI T'€HOB, Y4YaCTBYIO-
LIMX B OOMEHHBIX MPOLIeCCax B COCAUHUTEIbHOMN TKAHMU,
IIOMOIYT BBISIBUTH MOJIEKYJISIPHO-T€HETUYECKUE Map-
Kepbl TSKECTU KJIMHUYECKON CUMIITOMATUKU U IPOTr-
HO3a TeUueHUs 3a00JIeBaHMSI.
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