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CuHapom dnepca-[Lanno (C3[1) — reTeporeHHas rpynna MOHOreHHbIX 3a60Nn1eBaHWii, 0BYCNOBNEHHbIX HapyLleHUeM MeTa-
6on13Ma KonnareHa, CTpyKTypbl U QYHKLMU MUMOMATPMKCA, CMHTE3a MPOTEOrNMKAHOB. [1aTonorMs xapakrepusyeTcs runep-
371aCTUYHOCTBIO KOXM, MOAKOXHbIMU Cchepynamu, nepepasrubaHueM CyCcTaBOB, PAaHMMOCTbI TKaHel M remMopparnyeckum
cuHapomoM. C3[] — ofHO M3 CeMM HACNeACTBEHHbIX HapYLIeHUI COeAUHWUTENbHOM TKaHW, AN KOTOPbIX CO34aHbl MeXAy-
HapogHble auarHoctTuyeckme kputepuun. bonee 30 net Hasap Obina cocTaBneHa Tak HasbiBaemas bepnuHckas Hosonorus
HacNeACTBEHHbIX HapylWeHW coeanHUTENbHOM TKaHKu (1986). [lnuTenbHoe Bpems Bpayn MCnonb3oBann BunnbbpaHuwckyio
knaccudumkaumio C31, npuHaTyro B 1998 . u paspensswyto 3aboneBaHue Ha WeCTb TUNOB. HoBble Kputepuu Gbiin onyb-
JIMKOBaHbl MexayHapogHbiM komuTeToM 3kcneptoB B 2017 r. B knuHuuyeckon knaccudumkauum COL onucano 13 Ttunos
C pa3HbIMK TUMAMW Hac/ieA0BaHUS, KTMHUYECKMMU O0COBEHHOCTAMU U BUOXUMUMYECKMMU fedekTaMu. McTUHHAg pacnpocTpa-
HEHHOCTb HEW3BECTHA BCNELACTBME CNOXHOCTM Bepudukaumm 60nbworo ymcna nerkux Gopm, Yyactota AMArHOCTUPOBAHHbIX
cnyyaeB y HoBopoxaeHHbIX cocTaBngeT 1 : 5000, Tsxkensie dopmbl BCTpeyatoTcs B nonynsaumum peako (1 : 100000). Heckonbko
yawe (7 TMNOB) HacnepyeTcs NO ayTOCOMHO-PELLECCUBHOMY, pexe (6) — Mo ayTOCOMHO-AOMMHAHTHOMY Tuny. Bepudukaums
[varHosa 6asupyeTcs Ha pe3ynbTaTaxX MONEKYNSIPHO-TeHeTUYEeCKOro MCCe0BaHMs, YTO CBA3aHO C NepeKpbiBAEMOCTbI0 eHOo-
TUMUYECKUX U TMCTOMOPGhONOrMYeCcKMX NMPU3HAKoB. B cTaTbe NnpeacTaBieHbl HOBbIE AaHHbIE O FTEHETUYECKOW reTeporeHHoCTH,
KNaccuUKaALMOHHBIX AMarHocTuyecknx kputepusx C3[, nonvMopdusMe KIMHUYECKOM KAapTWHbI M OCHOBHbIX MPUHLMMNAX
neyeHuns 3aboneBaHus. HoBble KPUTEPUM YUMTBLIBAOT B OCHOBHOM OCOBEHHOCTU KAMHUYECKOM KAapTWHbI, OHU HE YNpOCTUIU
[MArHOCTUKY, HO YBENUYMAWN CNeLUUPUUHOCTb U MOBLICUAN 3HAYMMOCTb KIMHMKO-aHAMHeCTU4Yecknx npusHako. O6bvem 06-
CN1ef0BaHUA ONpeaenseTcs HalMuMeM BefyLIMX KJIMHMYECKMX MPU3HAKoB. Pellatoliee 3HAYeHWe MMEKT reHeanormyeckoe
obcnefoBaHMe M MONEKYNSIPHO-TEHETUYECKME METOAbl AUArHOCTUKMU.

KnioueBbie cnosa: CMHAPOM 3nepca - [laHno; HacnencTBeHHblE HapylweHnd COeAMHUTENIbHOM TKAHW; AMArHOCTUYECKne Kpu-
TEePpUU; HOBAA KﬂaCCMq)MKaLI,VIﬂ.
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Ehlers-Danlos syndrome (EDS) is a heterogeneous group of monogenic diseases caused by a violation of collagen
metabolism, the structure and function of myomatrix and the synthesis of proteoglycans. This pathology is characteri-
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zed by hyperelasticity of the skin, subcutaneous globules, overextension of the joints, tissue vulnerability and hemor-
rhagic syndrome. EDS is one of the seven hereditary connective tissue disorders for which international diagnostic
criteria are met. More than 30 years ago, the so-called Berlin nosology of hereditary connective tissue disorders was
first compiled and approved (1986). For a long time, doctors used the “Villefranche Nosology” classification of EDS,
adopted in 1998 and divided the disease into 6 types. The new criteria were published by the International Commit-
tee of Experts in 2017. In the clinical classification of EDS, 13 types with different inheritance, clinical features and
biochemical defects are described. In most cases, it is inherited by an autosomal dominant type. True prevalence is
unknown due to the complexity of verification and a large number of light forms, the frequency of diagnosed cases
is 1:5000 births, severe forms are rare (1:100000). Diagnosis of this syndromeis also based on the diagnostic
criteria of the international classification. The lecture presents new data on classification diagnostic criteria of EDS,
polymorphism of the clinical picture, genetic heterogeneity, the main principles of treatment of the disease. The new
classification criteria take into account, in the main, the features of the clinical picture, they did not simplify the
diagnosis, but they increased the specificity and increased the significance of the clinical and anamnestic features.
The scope of the examination is determined by the presence of leading clinical signs. The genealogical examination

and molecular genetic methods of diagnostics are of great importance.

Keywords: Ehlers-Danlos syndrome; hereditary connective tissue disorders; diagnostic criteria; new classification.

Cunnpom Dnepca—/lanno (Ehlers-Danlos, C3]I,
Q79.6) — rereporeHHas rpyImmna MOHOTEHHBIX 3a00-
JIeBaHUM, OOYCIIOBJIEHHBIX HapyLIEHHEM METa0oNIn3-
Ma KolUIareHa, CTPYKTYpbl B (DYHKIIMH MHUOMATpPHUKCA,
CHHTE3a NPOTEONNIMKAHOB. JlaHHAs MaTONOTHS Xapax-
TEPU3YETCS TUTIEPAIIACTUIHOCTBIO KOXKH, TIOJKOKHBIMH
chepynamu, nepepasruOaHueM CyCTaBOB, PAHUMOCTHIO
TKaHEel M TeMOpparu4ecKuM CHHIPOMOM. McrtuHHas
pacnpoctpaHeHHocTh C3J] Heu3BecTHa BCJIEJICTBUE
CIOXHOCTH BepUPUKAUHA M OOJBIIOTO YHCIa JIETKUX
(dbopM, "acToTa AUATHOCTHPOBAaHHBIX CIIy4aeB y HO-
BOpPOXIEHHBIX cocTaBisieT 1 : 5000, Tsxensie Hopmbl
BCTpevaroTcst B momymsnuu peako (1: 100000) [1, 2].
B OonpmmHCTBE ciydaeB 3a00IeBaHHE HACIECTyETCS
M0 ayTOCOMHO-IOMHUHAHTHOMY THIY [5, 6].

COJl — onHO M3 ceMH HACIEJCTBEHHBIX Hapylle-
HUN COCIMHUTENLHOW TKAaHU, JUISI KOTOPBIX CO3/IaHBI
MeXTyHapOJHbIE JTUArHOCTHYECKHe KpuTepuu. boiee
30 ;mer Hasam BIEpBBIE OBbLIa COCTaBICHA M YTBEPXK-
JIeHa TakK Ha3bIBaemas bepiauHckas HO30JI0THS Hace-
CTBEHHBIX HapyIICHUH COeANHUTENbHOM TKaHu (1986).
JlnnTenbHOE BpeMsi Bpadyd MCIIONB30BAIH yKE BTOPYIO
Mo CcYeTy MeXIyHapoaHyio Buinbdpanmckyro HoO30-
JIOTHYECKYI0 Kiaccu(uKanuio, MpUHATYI0O B 1998 T
u pazpenssimyio COJl mHa mects TumoB [5]. HoBwie
KJIaCCH(HMKAIIMOHHBIE KPUTEPUHU OBUIH OIMyOIMKOBaHBI
0OHOBIIEHHBIM MEKyHApOJIHBIM KOMHTETOM JKCIIep-
ToB B 2017 1. [6]. B mHTEepHAIIMOHAILHON KIMHHUYE-
CKOW KiacCU()MKAIMU OMUCAHO 13 THIOB C pa3HbIM
HaclleJOBaHUEM,  KIMHUYECKUMH  OCOOCHHOCTSIMH
U OMOXUMHUYECKHMH JePeKTaMH, JUIS KaXJIO0ro W3
KOTOPBIX pa3pa00TaHbl OONBIIHE M Majlble KPUTEPHH,
JIMArHOCTHYCCKH 3HAYUMBbIC KITMHUYICCKHE, MOJICKYIISIP-
HO-TEHETUYECKHE U OMOXMMHUYECKHE MapKepbl, KOTO-
pbie 00001IeHbl HaMu B Tabn. 1 [6].

HoBrle kimaccupuKkaiioHHbIe KPUTEPHUH, YUUTHIBA-
IOII[ie B OCHOBHOM OCOOEHHOCTH KJIMHHYECKOW Kap-

THUHBI, HE YIPOCTHIM JTHATHOCTHKY, HO YBEIUYMIH
cneurn(UIHOCTh ¥ MOBBICHIM 3HAYUMOCTH KIMHHUKO-
aHAMHECTUYECKUX NpHU3HAKOB. O0BeM 00CIenoBaHUS
oTIpesieTIsieTCsl HATMIHEM BEeTyIUX KIMHAYECKUX TPH-
3HaKoB. CyIIecTBEHHOE 3HAYEHHE MMEIOT T'eHEaJloTH-
geckoe 00cIeoBaHUue M MOJIEKYJISIPHO-TEHETHIECKUe
METO/Ibl TUarHOCTHKH.

JlanpHeiiiee pa3BUTHE IONYyYAIOT TaKKe TEHOM-
Hele uccaemoBanus CDOJ u amepcomomoOHBIX  (de-
HotumnoB [4, 7]. B 2016 r. Ha Oonblioi rpymrme
OompHBIX CDJl, a Takke 51epcononoOHBIM M Map-
(anoOIOOHBIM (heHOTHUTIAaMHU OBLIO TMPOBEACHO Tap-
TeTHOE (PK30MHOE) CEKBEHHPOBAHHUE 5 KOJUIATCHOBBIX
TeHOB, reHa (pUOPWILIHHA, 5 TEHOB, ACCOIMUPOBAHHBIX
C AOpTOMATHSIMU, & TAKXKE 8§ TEHOB BHEKJIETOYHOTO Ma-
TpHUKca. BbIsSBIIEH psii HOBBIX MATOJOTHMYECKUX BapH-
aHToB [8].

Jleuenue. boraras OenmkoM nueTa, KOCTHBIE OyIb-
OHBI, CTYAHM, 3ajuBHBIE Omtona. Kypcel maccaxa,
¢uznorepanuu, sedeOHas Qu3kyiasTypa. CHHIpPOM-
Hasi Tepamusi, 3aBHCALIAs OT BBIPAKEHHOCTH Op-
TaHHBIX W3MEHEHHHA. MeanKaMeHTO3HOE JICUCHHE
C HWCITOJIb30BAHHEM aMHUHOKHCIOTHBIX (L-kapHUTHH),
BuTramuHHbIX (Buramunbl D, C, E, B, B,, B,), mu-
HEPATLHBIX KOMIUIEKCOB (BUTaMUHBI B, ¢ Marnuem,
D, ¢ kanbumem), XOHIPOMPOTEKTOPOB MEPOPAIBLHO
U MECTHO, OCCEHMHTHJPOANAaTUTHBIX KOMILJIEKCOB,
Tpoduueckux mpenaparoB (ATD, WHO3WH, JICIUTHH,
xkoepmenT Q). VKa3aHHbIE Npenaparbl MPHHUMAKOT
COUeTaHHBIMH Kypcamu 2-3 pa3a B TOJ NMPOIOJIKH-
TeJIpHOCTRIO 1-1,5 Mec.

[Iporuo3 3aBUCHT OT THITa U TSKECTH 3a00JIeBaHMUS,
cepbe3Hee TPH KIACCHYECKOM (BCJIEACTBHE apTpora-
THH) U COCYTUCTOM (BCIIEZICTBHE KPOBOTEUEHUH U pa3-
PBIBOB cOCYyNOB) THMNax. JleTel cieayeT OopueHTUPOBaTh
Ha BBIOOp mpodeccuu, He CBSI3aHHOHN ¢ (PU3NIECKUMHU
Harpys3kamu, paboroii ctos [2, 3].
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KnuHuyeckas knaccudumkaums cuHapoma dnepca - [lanno
Clinical classification of Ehlers-Danlos syndrome

Tabnuya 1 (Table 1)

Bonbmme xpurepun |

Maisie kpuTepun

I'en, Gemok

1. Knaccuyeckuii Tun, ayTocOMHO-TOMHHAHTHOe HacjaenoBanue, OMIM 130000

1. I'mneppacTsHDKUMOCTD KOXKH, aTpodu-
4YecKHe pyOIb.

2.T'enepann3oBaHHasi THIIEPMOOHIIB-
HOCTb CyCTaBOB

1.
2.
3.
4.
5.
6.
7.
8. OCIO)XKHEHHSI CYCTAaBHOW T'HNEPMOOMIBHOCTU (pacTsDKECHHS,

9. AHanoru4yHasi KJIWHUYECKAas CHUMIITOMAaTHKa Y POACTBECHHHKA

JlerkocTh 00pa30BaHUs SKXHNMO30B.

Msrkas peixjasi Koxa.

XpynKOCTb MJIM TPaBMAaTHYECKOE paccilanBaHHe KOXKH.
Motrockonono0HbIE TICEBIOOIY XOIIH.

[onkoxxusle chepyb.

rpr)KI/I B HAJIMYHHU UJIM B aHAMHE3C.
DNHUKaHTONOMO0OHBIE CKIATKN KOKH.

BBIBUX/TIOJIBBIBUX, TIJIOCKOCTOIHE, OOJIB).

MepBON CTENEHU POJACTBA

COL5A1 (90 %)
KoJutareH V Twura,
So,-uernb;

pexe | Tuna
(COLIAI), 1a,-uens

JI7s MOCTAHOBKHM JHMAarHo3a HeOOXOIMMO
KaK MUHUMYM TPEX MallbIX KPUTEPUEB

HaJIU4ue nepBoro mus 0OJIBIINX KpUTEPUCB 0o BTOpPOIo 0O0JIBIIIOTO KpUuTepus u/uiau

2. Kiaccnyecku-noao0Hbli THII, ayTOCOMHO-peLeccHBHOe Hacaeqosanue, OMIM 600985

1. T'uneppacTaKUMOCTh, OapxaTu-
CTOCTh M arpoduyeckue pyOIs!
KOXKH.

2.T'enepanu3oBaHHas TUNEPMOOUIb-
HOCTb CYCTaBOB C BBIBUXaMH HIIU
0e3 HUX.

3. Jlerko TpaBMHpyeMasi KOKa/CIOH-
TaHHBIE YKXUMO3BI

1.

AN AW

7.

JleopMupOBaHHbIE CTOIBL: IIUPOKAS/TyXJIas NEPEAHSA YacTh
CTOTBI, OPaXHAAKTUIUS C U3OBITKOM KOXKU; pes planus, hallux
valgus, TTbe30T€HHBIE TTAMYJTBI.

. OTekH cTomn/rojeHeil B OTCyTCTBHE CEPACUHON HEIOCTATOYHOCTH.
. YMepeHHaﬂ IIpOKCUMaJIbHas U AUCTaJIbHAasE MbIILICYHAA CHaGOCTb.
. AKcoHaJlbHasl MOJUHEHponaTus.

. Mrmeunsie arpodun Ha pykax ¥ HOTax.

. Axporepus (aTpodus KOXKHU Ha Maablax CTON M KUCTEH), KIu-

HOJIAKTHJIMS, OpaxuIaKTHIIHS.
[Iponancel Braranumia/MaTKH/IPSIMON KUIITKH

TNXB,
TeHacluH XB

HJ’IH IMOCTAHOBKH JHArHo3a H606X0,I(I/IMO HaJIU4ue Tpex 0OIBIINX KPUTEPUEB U Ay TOCOMHO-PEUECCUBHOI'O TUIIA HACIICAOBAaHU .
Maikie KpUTEpUU NJEMOHCTPUPYIOT 0COOEHHOCTH KJIMHUYECKON KapTHUHBI, OTJINYAIOUIUE I[aHHLIﬁ THIT OT KJIACCHYECKOT'O

3. KnananHo-cepae4Hblii THII, ayTOCOMHO-penieccuBHoe HacJjenoBanue, OMIM 225320

1. TIporpeccupyoliye HapyLUIEHHUS aop-
TaJILHOT'0, MUTPAJIEHOT'O KJIANIaHOB.
2.BoBje4yeHHE KOXHU: MOBBIIICHHAS
3JaCTUYHOCTh, aTpopuyeckue pyo-
I[bl, UCTOHYEHHE, JIEIKOCTh 00pa3o-
BaHUS CHHSKOB.

3. 'unepMoOMIBHOCTE  (FeHEPan30-
BaHHAs WM Or'paHWYCHHAs HEOOJb-

1.
2.
3.
4. ledpopmaniuu CTOI: MJIOCKOCTOIHNE, IJIOCKOBAJIBI'YCHBIE CTOIBL,

IIUMHU CYCTaBaMH)

[TaxoBast rpsixa.
Jedopmanus rpyaHO# KieTKHU (Yalie BOPOHKOOOpa3Has).
BbiBHXU cycTaBOB.

hallux valgus

COL1A2 — xomnna-
red [ tuna, o,-uenb

JL1st HOCTAaHOBKH JIHAarHo3a HeoOXOAMMO HaIMUMe EePBOro OOJIBIIOTO KPUTEPUS U CEMEHHOro aHaMHe3a, JIN00 ABYX OOIbIINX
KpUTEpHeB, THOO0 OJHOTO OONBIIOTO M ABYX MalbIX KPUTEPHEB

4. CocyaucTblii THI, AyTOCOMHO-10MHU

HaHTHOe HacjaegoBanue, OMIM 130050

1. HacimencTBeHHBIN aHaMHE3, OTATO-
IIEHHBIH 110 COCYIUCTOMY THILY C 3a-
PeTHCTPUPOBAHHBIMU H3MEHCHHUSIMU
rena COL3A1.

2.Pa3pbIB a0pThl B MOJIOJIOM BO3pacTe.

3. CrionTaHHas neppopanusi CHTMOBHI-

HOW KHIIKM B OTCYTCTBHE IUBEPTH-

KYJOB UM APYTOH MaTOIOTHH.

.CrioHTaHHBIN pa3pblB  MaTKH/TPO-

MEXKHOCTH.

5. ®opMupOBaHUE KaPOTUAHO-Ka-
BEPHO3HOTO COYCThSI B OTCYTCTBHE

1.

TpPaBMBbI

CuHSKH, HE CBS3aHHBIC C TPABMOW M/MJIM B HEOOBIYHBIX
MeCTax, TaKMX KaK IIEeKU U CIUHA.

2. Tonkas, noxynpo3pavHast KoXa ¢ BUAUMBIM BEHO3HBIM PUCYHKOM.
3. XapaxTepHBIi BHCIIHUN BUJ JIUIIA.

4. CHnoHTaHHBII MHEBMOTOpPAKC.

5. Axporepus (aTpodusi KOKH Ha Haiblax CTON U KHUCTEil).
6. DxBHHOBapycHas aedopMaIus CTOI.

7. BpoxaeHHBIN BBIBHX Oepa.

8. I'mnepMoOMJIBHOCTH MEIKHX CYCTaBOB.

9. Pa3pbIB CyXO0XKHIIMI U MBIIILI.

10. KepaTokoHyc.

11. Peneccust, XpynKkocThb JI€CEH.

12. PanHee BOBHMKHOBEHUE BAPUKO3HOM 00IE3HU

COL3A1, xonnarex
[T Tuna, o,-uemnb;
pexe COLIAL
kojuareH | Tumna,
o,-1enb

HETHUYCCKOI'O UCCICAOBaHUA

Hanmane cemelHON ncTOpHH 3a00JI€BaHNUs, Pa3pbIBOB MIIM PACCIOCHUN apTepuil, CIOHTaHHOW nepdopanny CUrMOBHAHON KHUIII-
KM MJIM CHOHTAaHHOTO MHEBMOTOPAKCa B MPUCYTCTBUH APYTUX MaJIbIX MPU3HAKOB JOJKHBI CTaTh MOBOJOM JJIS MOJIEKYJISIPHO-TE-
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lpodomxerHue mabn. 1 (Table 1 (continued))

bonsiue kpurepuu Mausle KpuTepuu | I'en, Gexok

5. I'unepMoOMJIbHBINA THI, AyTOCOMHO-IOMUHAHTHOE HacjegoBanue, OMIM 130020

1. l'enepanu3oBaHHasl THIEPMOOHIIE- - I'en, Genox Hews-
HOCTb CyCTaBOB. BECTHBI

2.119Th NpU3HAKOB CUCTEMHOI'O BOBIIE-
YCHUsI COCAMHUTENBHOM TKaHu' 1160
oauH miH 6oJiee IMPU3HAKOB B CO-
YETAaHUU C OTSTOLICHHBIM CEMEHHBIM
QHAMHE30M.

3. MBILICYHO-CKEIETHBIC OCIOKHCHHS'!

Kpurepunn uckmtodenus". {1 mocTaHOBKM AMarHo3a HEOOXOIMMO COUeTaHUE TPeX OOJIBIIMNX KPUTEPHUEB

6. ApTpoxaJia3suiiHbIi THI, AyTOCOMHO-IOMHHAHTHOE HacJjienoBanue, OMIM 130060

1. BposxieHHbIl 1BYCTOpOHHHMI BBIBUX | 1. MBllIIeUHAst THIIOTOHUS. COLIAI, xonnarexn
Genpa. 2. Kudockonnos. I tuna, o, -nemns;

2. Tskenass TunepMoOMIBHOCTD cycTa- | 3. HesHaunTenabHass OCTEONEHHs] IO MJaHHBIM peHTreHoBckoil | COLIA2, konnarexn
BOB C MHOJKECTBEHHBIMH BBIBUXaMH/| OCTEOJCHCHUTOMETPHUH. I tnma, a,-nens
MOABBIBUXAMH. 4. XpynkocTh TKaHeH, BKIo4as aTpoduyeckue pyOusl.

3. ['uneppacTaKUMOCTb KOXKH 5. Jlerko TpaBmMupyemas Koxa

JIst TIOCTaHOBKM TMarHo3a HEOOXOAMMO COYETaHHE MEPBOTO U TPEThero OOIBIINX KPUTEPUEB OO0 coueTaHHe BTOPOTO U Tpe-
THEro OONBIINX TUTIOC HE MEHEE BYX MallbIX KPUTEPHUEB

7. lepmaTocnapakCHCHBIN THII, ayTOCOMHO-peLiecCHBHOe HacaeqoBanne, OMIM 225410

1. UpesBbluaiiHasi XpyHIKOCTh KOXKHU 1. Msrkas u pbIXJiasi TEKCTypa KOXKH. ADAMTS2 —
C BPOXACHHBIMH HIU mpuobOpeTeH- |2. IloBeImIeHHAs 3TaCTHYHOCTH KOXKH. npokosnareH-I1-N-
HBIMH pa3pBIBAMH. 3. Arpoduueckue pyOIsl. NpoTenHa3a

2. XapaKkTepHbIE YePEITHO-TUIEBBIC 4. T'mnepMOOHIBHOCTBH CyCTaBOB.
0COOCHHOCTH, KOTOPBIC MPOSBIAIOT- |5. BucuepanbHbie ocnoxHEHUS (Pa3pblB MOUEBOTO ITy3bIPs, JHa-

csl IPH POXKACHUHU, B pAaHHEM MIa- (parMabHBII Pa3phIB, MPOJIATC MPSIMON KUIIKH).

JICHYECTBE MJIM Pa3BUBAIOTCS MO3Ke. | 6. HapylieHus MOTOPHOrO pa3BUTHS.
3. 36sITOuHas cnabas Koxa co 7. OcreomneHus.
CKJIaJIKaM¥ Ha 3aIsCThsAX M muKo- |8. Tupcyrusm.
JOTKAaX. 9. Anomanuu 3y00B.
4. MopmimHUCTBIC TAJJOHHU. 10. AHomanuu pedpakuuu (MHOMUS, ACTUTMATU3M).

5. BelpaskeHHast CHHSYKOBOCTH ¢ moa- | 11. Ctpaduszm
KOJKHBIMH TéMaTOMaMH B KPOBOM3-
TUSHUASIMH.

. Ilymounas rperka.

. 3ajiepkKa pocTa.

. KopoTkue pyku u HOrm.

. [lepuHaTanbHbIe OCIOXKHEHUS H3-3a
XPYTIKOCTH COCTUHUTEIBHON TKaHH

Neliio o BEN Bo)

J171s1 MOCTAaHOBKHU UarHo3a HEOOXOJAMMO COUYETAHHE TIEPBOTO M BTOPOTO OOJBIINX KPUTEPHUEB JIMOO COUCTAHHUE OJHOTO OOJIBIIOrO
KPUTEPHUS U TPEX MaJbIX

8. Kudockoanornyeckuii THII, ayTOCOMHO-peniecciBHOe HacJenoBanue, OMIM 225400

1. BpoxxieHHas MblleyHast rTUnOoToHus. | 1. I'mnepanacTUYHOCTD KOXKH. PLODI — nu3un-ru-
2. BpoxkieHHBIN niu paHHU Kuho- 2. JlerkocTh 00pa3oBaHUS SKXHUMO30B. Jnpokcuiasza 1;
CKOJINO3 (IIPOTPECCUPYIOINN HUITH 3. PaspeiB/aHeBpH3Ma apTEpHil CpEIHETO KaTuopa. FKBPI4 — FKBP22,
HENPOrpecCUupyIoIHi). 4. OcTeoneHuns1/0cTeonopos. 4JieH cemeiicTBa
3. 'unepMoOUIBHOCTH CYCTaBOB 5. TonyOble CKIEPBI. F-506-cBsi3pIBatonux
C HECTAOMJILHOCTBIO/TIO/IBBIBUXA- 6. Tpbika (MymoOYHAas MM MAXOBas). HeNTHAUI-POIHI-
MU (B IJICYCBBIX, TA300CPCHHBIX, 7. Hedopmanus rpyaHoil KIeTKH. LHHUCTpaH-u30Mepas
KOJICHHBIX CyCTaBax) 8. MapdanonogobHas BHEIIHOCTb.
9. DKBHHOBApyCHBIE CTOIIBL.
10. Hapymenus pedpaxuun (6I1u30pyKOCTh, THIIEPMETPOIIHS)

J:[IISI INOCTAaHOBKHU JIMarHosa HeO6XO,HI/IMO COY€TaHUC NEePBOTO U BTOPOIro 0O0JIBIINX KpUTEpUECB 0o TPETHLETO 00JIBILIOTO KpuTe-
pus U TpEX MaJIblX
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lMpodonrerue mabn. 1 (Table 1 (continued))

Bonpmme xputepun

Maisie kpuTepun

| I'en, 6emox

9. CHHApPOM XPYINKOil POroBHIIbI, Ay TOCOMHO-peLiecCHBHOE HacaegqoBanne, OMIM 229200

1. Tonkast porosuna ¢ wim 6e3 pa3psIBa
(TONMmMHA HEHTPAJBHONW YaCTH POro-

2.PanHee Hayallo MPOrpecCUPYIOLIEro
3. PannHmit n1e60T mporpeccupyromero

4.

Builbl < 400 MKM).
KEepaToKOHYCa.

Kepartorioodyca.
CuHue cKIepbl

1. Duyxkieanus win pyOlleBaHHE POTOBHUIIB KaK pPe3yibTaT
MPeIbIAYIIEr0 pa3phiBa.

2. Ilporpeccupyromast OTeps TIyOHHBI CTPOMBI POTOBHIIHI,
0COOCHHO B IIEHTpE.

3. Beicokas cTeneHb OIM30pYyKOCTH ¢ HOPMaJIbHOHM MJIN yMe-
PEHHO YBEINUEHHON O0CEBOM AITMHON

4. Ortcnolika ceTuaTKu.

5. T'myxoTa, 4acTo CO CMEIMIAHHBIMU POBOJSAIIMMHU U CEHCO-
HEBPaJbHBIMU KOMIIOHEHTAMU, IIPOTPECCUPYIOIasi, HEPEAKO
¢ BbINIaJieHHeM 0oJsiee BBICOKMX YaCTOT («HAKJIOHHAS» 3BYKO-
Basi TOHAJILHOCTh CUTHAJA).

6. H30bITOuHO MonmaTiMBas OapabaHHas IEeperoHKa.

7. JHucnnasus Ta300€1pEeHHOr0 CyCTaBa.

8. MBplmevHast THIIOTOHHS B MJIa/ICHUSCTBE, OOBIYHO YMEPEHHASI.

9. Ckonuos.

10. ApaxHOmakTHIUS.

11. T'unepMoOUIABHOCTD TIEPUDEPUICCKUX CYCTABOB.

12. IInockocronue, hallux valgus.

13. Msirkue KOHTPaKTypHl MaJIbLeB (0COOCHHO 5-T0).

14. Msrkas, OGapxaTucTas, MOJyIpo3padHas Koxa

ZNF469 — uuHK-
MPOBOASIIIUINA TTPO-
TEUH C HEM3BECTHOM
¢byHKIHEH;

PRDMS5 — JITHK-
TPaHCKPHITLUOHHBII
(dakTop cemeiicTBa
PR/SET

Z[JISI IMOCTAaHOBKH JHArHo3a HCO6XOI[I/IMO

HaJIM4ue MepBoro uin JIF000T0 0OJIBIIOTO U TPEX MaJbIX KPUTCPUECB

10. CnionaunaoauCIIACTHYECKHIT THII, Ay TOCOMHO-penieccCHBHOe HacJexoBanue, OMIM 612350

1

YECKOIr'o pa3BUTHA.

. IIporpeccupytomas 3anepxka (pusn-

1. [ToBeIIICHHAS 3JaCTUYHOCTb, MATKOCTb, HCTOHYCHHUEC, IOJIY-
IIpO3pavHOCTDh KOXKHU.

B4GALT7 — ramak-
tosuntpancdepasa I;

2. Taxenas BpoxxJaeHHas MblmieuHas | 2. [Inockocronue. B3GALT6 — ranak-

TUIIOTOHHS. 3. 3agepxKKa MOTOPHOTO pa3BUTUSA. TO3UNTpaHchepa-
3. [lepepasrubanue KOHCUHOCTEH 4. OcreoneHus. 3a II; SLC39413 —

5. 3anepxKKa KOTHUTHBHOTO Pa3BUTHS TOMOJIUMEPHBIH
TpaHCMeMOpaHHBII
nporenn 13 (ZIP13)
T'en-cneyuguueckue manvie Kpumepuu
B4GALT7 B3GALT6 SLC39413

1. PannynbHApHBIN CHHOCTO3. 1. Kudockonnos (BpoxaeHHBI HIM mporpeccupyomuii | 1. Ox3opranem, romybosa-
2. I[ByCTOpOHHI/Ie KOHTPAKTYPbI C paHHUM pa3BI/ITI/I€M). TBIC CKJICPBI.

JIOKTEBOTO CyCTaBa C OrpaHu4e-|2. THnepMOGHIBHOCTH CYCTaBOB, TeHepaIM30BaHHAs, wiH |2. MOPUIMHUCTBIE JIa10HH.

HHEM JIBHIKCHH L. OrpaHHYHBAIOIIAACS THCTANBHBIME CYCTABAMH, C BBIBH- | 3- ATPOQUS MBI  TeHapa
3. 'unepMoOUNBEHOCTH CYCTaBOB. XaAMIL U KOHYCOOOpa3HbIE MaJIbIIbL.
4. OTHOCTOPOHHSA TOMEPEYHAs | 3 CycrapHble KOHTPAKTYPBI (BPOAKICHHBIE HIH MPOTPECCH- 4. 'unepMoOHIIBHOCT TIEPH-
5 ;:(Kna;u(a JIaJIOHU. pyIoIIIHe), 0COGEHHO HA PYKAX. S ;};epnqecxnx CYCTaBOB.

: apaKTepr:fe HCPCIHOIMUCBEIC | 4 - ¥ apakTepHBIe Mamblbl (TOHKHE, CyKEHHBIE, apaxHOmaK- |~ < APaKTCPHBIC peHTrtel?I'

n3menenus'. JOTHYECKNUEe U3MEHECHUS

TUJIHS, ¢ MIHPOKUMH, JIONATKOOOPA3HBIMHU JUCTATbHBIMU
6. XapaKkTepHble PEHTICHOJIOTHYe-
v (amanramm).
CKHE M3MCHEHHS".
N 5. DxBuHOBapycHas AedopManus CTOM.

7. 'unepMeTponus TsKeIon cre- vi

- 6. XapakTepHbIC YCPCIHO-THIICBbIC H3MCHECHUS" .

i 7. W3MeHeHue nBeTa, JUCTUIACTUIECKHI poCT 3y0OB.
8. [loMmyTHEHHE POTOBUIIBI g I > A p y
9.

XapakTepHbIe PEHTTEHOJIIOrHYeCKHe n3MeHeHus " .

OcTeonopo3 ¢ MHOKECTBEHHBIMU CIIOHTAHHBIMHU IEPENIO-
MaMHU.

10. AHeBpu3Ma BOCXOJAILECH aOPTHI.

11. Tunonnasus JIErKUX, peCTPUKTUBHBIE U3MEHEHHUS

JU1s MOCTaHOBKH JIMAarHo3a HE0OXOIMMO COYeTaHHEe EPBOr0 M BTOPOro OONBLIMX KPUTEPUEB JIHOO
[EHOJIOTHYECKUX M3MEHEHH M JI0OBIX TPeX MalibIX KpuTepueB (00LIMX U TeH-CIeln(pUIeCKHX)

HaJIM4ne XapaKTePHbIX PEHT-

@ Tlegmarp. T. 9. Buin. 1 / Pediatrician (St. Petersburg). 2018;9(1)

ISSN 2079-7850



JIEKUMA /LECTURE 123

lpodomweHue mabn. 1 (Table 1 (continued))

Bonbimue xpurepuu | Mausle KpuTepuu | I'en, Genox

11. MblIe4HO-KOHTPAKTYPHBII THII, ayTOCOMHO-penieccCuBHOe HacJeaoBanue, OMIM 615539

1. BpoxxieHHBIE MHOXECTBEHHbIe KOH-| 1. Ilepuonnyeckue/XpoHHYECKHUE BHIBUXH. CHST14 — xapOoru-
TPaKTypbl, npuBoxsue-crudarens- [2. Jledopmarnuu rpyjHON KieTKH (ILIOCKasi, BODOHKOOOpa3Hast). | ApaTcyibhoTpaHc-
Hasi W/Minu SKBHHOBapycHas aedop-|3. Jledopmannu no3BoHOYHHKA (CKOINO3, KHPOCKOINO3). bepasa;

MalMs CTOII. 4. XapakTepHble NaJblibl (KOHYCOBUIHBIC, TOHKHME, HUIUHIPU- | DSE — nepmaran-

2. XapaKTepHbIe YePEIHO-JINLEBbIC YyecKue). cynbaTinuMepasa
0COOCHHOCTH, MPOSBISIOUINECS S. Tporpeccupytomue aedhopmanuu CTON (IJIOCKHE, BaJbryC-

IpU POXKJACHUU UIIU B PAHHEM HbIE, [10JIbIE).

Bonapmue IMMOAKOXHBIC T€MAaTOMBI.
XpOHUUYECKHH 3amop.

JIMBEpTHKYIIbI TOJICTOW KUIIKH.

9. IlHeBMOTOpaKC/TeMOITHEBMOTOPAKC.

10. Hedponurnasz/uucronuruas.

11. Tunponedpos.

12. Kpunropxusm.

13. Kocornasue.

14. Hapyuienus (61130pyKOCTh, aCTUTMATH3M).
15. I'maykoMa/NOBBILIEHHOE BHYTPUTIIA3HOE J1aBICHHUE

Bospacte X,

3. XapakTepHble KOXKHbIE H3MCHCHHUS:
CMIIEPJACTHYHOCTh KOXH, JIErKas
TPaBMUPYEMOCTh, XPYIKOCTh, aTpPO-
(uueckue pyOIbl, MOPIIHHKICTHIC JIa-
JIOHU

© = o

JInst MOCTaHOBKM JUArHO3a HEOOXOAMMO: NPH POKACHUH U B IIEPHO/IE PAHHETO JETCTBA COYETAHNE MEPBOTO M BTOPOTO OOIBIINX
KPUTEPHEB; B MOJPOCTKOBOM MEPUOAE — COUYCTAHHE NMEPBOTO U TPETHETO OONBIINX KPUTEPHUEB

12. MuonaTu4ecKkuii TUI, AyTOCOMHO-A0MHHAaHTHOe HacJienopanne, OMIM 616471

1. BpoxkieHHass ~ MblmeyHass —TUOOTO- | 1. Msrkas peIxias Koxa. COLI2A1 —konna-
HUs W/unu atpodus, ymydmaromascs | 2. Atpodudeckue pyOIs. red XII tuma
C BO3PacTOM. 3.3axepKKa MOTOPHOTO Pa3BUTHUA.

2. TIpokcHMalIbHBIE CYCTaBHBIC KOHTPAK- |4. MuonaTus no JaHHbBIM OMONCHH MBILIIL
TYpBI (KOJIEHO, OepO, TOKOTH).

3. ['unepMoOUIBHOCTH TepUPEPUICCKIX
CYCTaBOB

I[J'ISI IIOCTAaHOBKHU JIHAarHo3a HCO6XOHI/IMO HaJIM4YUE MepBoro 0OJIBIIIOTO KpUTEpHUsA B COYETAHUU C APYTUM 60J'ILI_HI/IM; HaJIn4ue
nepBoro 0OJIBIIIOTO KpUTEpHUA B COYETAaHUU C TPEMS MaJIbIMU

13. IlepuonoHTAAbHBII (3y0OHOH) THII, ayTOCOMHO-TOMHHAHTHOe HacjaenoBanue, OMIM 130080

1. Tsxenbll nepuoJOHTUT ¢ paHHUM | 1. CHHSYKOBOCTD. CIR unu CIS —
Hay4aJIoM. 2.I'nnepMoOMIIBHOCTE CYCTaBOB, B OCHOBHOM Iepudepnueckas. |cyobeauHunsl Clr
2.Cnaboctb 3akperuieHns 3y0oB B fec- | 3. ['umeppacTsHKUMOCTh, XPYyIKOCTh KOXH, aHOMajibHbIe pyOusl |u Cls mepBoro KoM-
Hax. (mmpoxue win aTpophuIecKue). [IOHEHTa KJlaccude-
3.basmky Ha mepenHeil MOBEpXHOCTH |4. YBeIndeHne 4acToThl MHPEKIUH. CKOT'0 ITyTH KOMILIE-

rOJICHEH. 5. I'pbixu. MEHTa
4. AnajoruyHasi KJIMHUYECKast cMMNTO- | 6. MapdaHonono0HbIe 4epTHl JIHIA.

MaTHKa y POACTBEHHUKA MEPBOii cTe- | 7. Akporepus (aTpodust KOKM Ha Haiblax CTON U KHUCTEi).

IIEHU POACTBA 8. Penpednas cocyaucras ceTh

ﬂJ’IS{ IIOCTAHOBKH JHarHosa HeOGXO,IlI/IMO HaJIM4YUE MEPBOTro UJIU BTOPOTO 0OJIBIIOrO WIIH ABYX OOJIBIINX U OHOI'0 MaJIOTO KPUTEPHUEB

'TIpu3HaKu CHCTEMHOI'O BOBJICUCHUS COCIMHUTEIIBHON TKAHU JUIsl AMArHOCTHKH M'MHepMoOHIbHOrO THIa [6]: 1) Msrkas uiu 6apxaru-
CTas KOXa; 2) JIerKas THIeppacTsHKIMOCTh KOXKH; 3) CTPUH B Naxy, Ha Oeapax, Ipy/ U W/WIIN KUBOTE Y TOAPOCTKOB 0€3 IMpeabIayIIero
3HAQYUTEIBHOTO YBEIMUCHUS MU TIOTEPU MACCHI Tela; 4) IByCTOPOHHME ITbe30TeHHBIC MAITyJIBl; 5) IOBTOPHBIC MM MHOKECTBCHHBIC
a0IOMHUHAJIBHBIC TPBDKA/TPBDKU (IIyTIOYHAs, TaxoBas, OeapeHHas); 6) arpoduyeckue pyOIpl KAK MUHUMYM B JIByX PErHOHax 0e3
(opMupoBaHUs pyOIOB 10 THUITY HATUPOCHOH OyMary; 7) Ta30BbIH, PeKTaIbHbIM U/HIN MATOUHBIH MpoJIAIC y AeTel; 8) CKydeHHOCTh
pocta 3y00B M BBICOKOE HIIH Y3K0oe HEOO; 9) apaXHONAKTHIINA, IOJOKUTEIBHBIN pu3HaK 3amsicThs (LLrelinOepra) ¢ obeux cro-

POH; TIOJNIOKUTENBHBIN IMpU3HAK Oonbioro naisla (Yonkepa) ¢ ooenx cropoH; 10) cooTHOmeHne pa3mMaxa pyK K aiauHe tena > 1,05;
11) mposarc METPAIBHOTO KJIAaaHa, OCHOBAHHBINA HAa CTPOTHX YXOKapAUOTpahUUeCKUX KPUTEPUAX; 12) quuiaTarust KOpHs aOPThI
6omee 2STD no Z-kputepuro.

" MbI1IeYHO-CKeJIeTHBIE OCTI0KHEHHs: 1) 60Jib B IBYX M 60Jice KOHEYHOCTSIX, IIOBTOPSIOIIASICS €KESIHEBHO B TCYCHHE KaK MUHUMYM
3 MecsineB; 2) XpOHUYECKask pacHpocTpaHeHHast 00Ib B TeUEHUE 3 MECSAIEB; 3) OBTOPHBIC CYCTaBHBIC BBIBUXH U HECTAOUIBHOCTS,
HE CBS3aHHBIC C TPABMOIl: a) TpH U Oosiee aTpaBMAaTHYECKUX BBIBHXA B OJHOM CYCTaBe WM JBa U 0oJee BBIBUXA B JIBYX Pa3HBIX
CyCTaBax B pPa3HOE BpeMs; 0) MEANIIMHCKOE MOATBEPKICHNE HECTAOMIBHOCTH CyCTABOB B JIBYX Pa3JIMYHBIX 00TACTSIX, HE CBA3AH-
HBIX C TPAaBMOI.
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OkonyaHue mabn. 1 (Table 1 (continued))

' Kputepun UCKiIrOoueHUS: 1) OTCYTCTBHE HEOOBIYHON XPYIKOCTH KOXH; 2) HCKIFOUYCHUE APYTUX HACICAYEMbIX M IPHOOPETEHHBIX
3a00sIeBaHUIl COEANHUTENBHOM TKAHH, B TOM YHCIIC PEBMATOIOTHUECKHX; 3) HCKIIIOUEHHE aJIbTePHAaTUBHBIX ANArHO30B (THIIEPMO-
OMIBHOTO cHHApPOMA, Apyrux TunoB CO/I, cunapomo Mapdana, Jloeca—/IuTma, ckeneTHbIX AUCIa3uii). lnarHo3sl MOTyT ObITh
HCKJIIOUCHBI 110 JJaHHBIM aHAMHE3a, OCMOTPa WIJIM MOJICKYJISIPHO-T€HETHYECKOr0 TECTHPOBAHMSL.

IV XapakTepHbIe YepeHO-THIEBbIC H3MCHEHH S, ACCOLIMHPOBAHHbIC ¢ MyTauusIMu B4GALT7: TpeyroyibHOE JIHIIO, TEICKAHT, 3K30(-
TaJbM, MalI€HbKUIN POT, HU3KO PACIONOKEHHbIE YIITH, PEIKUE BOJIOCHI, aHOMAIUU 3yOHOTO psifia, MIOCKOE MO, HIMPOKHUil 100,
royry0Oble CKJIepbl, paclieIHnHbl HEOA, Pa3BOCHHBIH HEOHBIN SI3BIYOK.

V XapakTepHble pEHTTCHOJIIOTHYECKUE H3MEHEHH S, aCCOLIMMPOBAaHHbIE ¢ MyTauusIMu B4GALT7: CHHOCTO3 JTy4eJIOKTEBOTO CyCTaBa,
pacumupenue Metadu3oB (OpacieTsl), OCTEONEH s, BBIBUX HJIH MOJBBIBUX T'OJOBKHU JIy4eBOil KOCTH, KOPOTKHE KIIIOYHIIBI C IIUPOKUMHU
MEIMaIbHBIMU KOHIIAMH.

VI XapakTepHble YeperHO-THIEBbIe H3MEHCHNUS, ACCOLIMUPOBAHHbBIC ¢ MyTalusiMu B3GALTG: runoniasus cpeaHe 30HbI JINIA,
HIMIIKOBATHIH 7100, 5K30()TanbM MIIH BEIITyUEHHBIE I71a3a, TOTyOble CKIEPHI, KOCBIE MOPIIMHBI BEK, BABICHHAs NEPEHOCHIIA, ITMHHAS
BEPXHsIs I'y0a, HU3KO PACIIOJIOKEHHBIE VI, MUKPOTHATHSI, aHOMaJIMK 3y0OB, paciue nHbl HEOa, peaKye BOJIOCH.

VIl XapakTepHble PeHTICHOJIOIMYECKHEe N3MEHEHNU S, ACCOLIMUPOBaHHBIC ¢ MyTanusiMu 3GALTG: yBenryeHre MONepeyHbIX pa3MepoB
TeJl O3BOHKOB, MEPEHNI KITIOB Tella MO3BOHKA, KOPOTKAs TOB3/O0IHAS KOCTh, BHICTYNAIONINH Mablii BepTen Oeapa, JUCIIa3us
Ta300eJpEHHOT0 CyCTaBa, BHICTyNAlOUe MeTadu3bl, MeTapu3apHast JUCIIa3us FOJIOBKH O€APEHHOM KOCTH, CMEILEHUE JIOKTS, BBIBHX
TOJIOBKH JIy4€BOIl KOCTH, EPEKPYT MIIN UCKPUBJICHHUE ATHHHBIX KOCTEH, TeéHepaIM30BaHHBINH OCTEONIOPO3, N3JICUCHHBIE TIEPEIIOMBI.
VIl XapakTepHble peHTI€HOIOrNYeCKHe U3MEHEHHsI, aCCOLMHPOBaHHbIe ¢ MyTausimu SLC39413: yBennueHue MonepeyHbIX pa3MepoB
TeJI IO3BOHKOB OT JIETKOH JI0 YMEPEHHOMH, OCTEONEHHUsI TeJl I03BOHKOB OT JIETKOW /10 yMEPEHHO!, MaJIeHbKask OB3/ONIHAs, KOPOTKasl
MOJIB3/IONITHAS KOCTB, IUIOCKUE MTPOKCUMAIIbHEIE SMH(U3BI Oepa, KOPOTKHe/MHPOKHe MeiKu Oenpa.

1X XapakTepHble YepEeIHO-THLEBbIE 0COOEHHOCTH BKIIFOYAIOT: OOJIBIION POJHUYOK, THIICPTEIOPU3M, KOPOTKHE U KOCBIE MOPIMHBI BEK,
roiy0Oble CKJIepbl, KOPOTKHI HOC C TUIIOILIA3HUEl CTONIONKA, HU3KO PACIIOI0OKEHHBIE U NIePeKPYYCHHBIE YIIIH, BEICOKOE HEOO, YITHHEH-
HBII QUIBTP HOCA, TOHKAS BEPXHsS Ty0a, MANeHbKUH POT, HE3HAUNTENbHBINA CABUT BEPXHEH YeNIOCTH K331 (MUKPOPETPOTHATHSA)

Asmopuvl cmamsu NOOMEEPHCOAom OMCymcmeue KOHMOAUKMA UHMEPECOs.
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