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B Bospacre 51,5 (MIKP: 43,3; 60,0) mec., y Bcex aereit
OBIA OOHAPY/KEHBI TOMO3UTOTHBIE HAM KOMITAYHA-TE-
teposurortasie BapuanTe B reue SMARCALT. B 89%
CAyYaeB HACHTU(HUIIMPOBAH TATOTCHHBIN BAPHAHT
c.2542G>T (p.Glu848Ter) B roMo- MAM KOMIIAYHA-
rereposurorHoM cocrosauu B reae SMARCALT. [pu
HIEPBUYHOM H IIOCACAHEM ODCACAOBAHNH Ha TEPAITIU
uAIT® /BPA He OTMEIAAOCH CTATUCTHYECKH 3HATIMBIX
pasamunit yposua nporeunypum: 3,0 (MKP: 1,5; 10,7)
up. 5,0 (MKP: 3,0; 6,5) r/a (p=0,461). Ycranosaeno
nporpeccupyromee camxerrne pCK® mpn repprraaom
1 ITIOCAGAHEM ODCAEAOBAHHH ITAIIMEHTOB HA TEPAITNU
uAIl®/BPA: 58,6 (IKP: 48,3; 68,1) up. 25,9 (MKP:
14,2; 50,8) ma/mun/1,73 M2 (p=0,055). ITporpeccupo-
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BAHUE B XPOHHYIECKYIO OoAe3Hb Houek (XBIT) 5 craaun
ompeacAeHo B 17% caydaeB. AeTaAbHBII HCXOA OTME-
gancst y 33% aereii.

3axarouenue. UKALLL sBasieTcss MyAbTHCHCTEM-
HBIM 3200AEBAHUEM, XaPAKTEPHU3YIOIIUMCA IIPOTpec-
CHPYIOINUM CHmKeHneM (pyHKuun modex A0 XbIT
5 1 HEOAATOIPHATHBIM IIPOTHO30M B BHAE ACTAABHOTO
ncxopa. B 89% cayuaes nprraunoi MKAILL y poccumii-
CKUX AETEH ABASETCA TATOTeHHBIN BapuaHT ¢.2542G>T
(p.Glu848Ter) B rene SMARCALT.V aereit c MKAL
YCTAaHOBACHO OTCYTCTBHE AHTHIIPOTEHHYPUIECKOTO
u "HedponporekTuBHOrO apdekra repanun nAl1D/
BPA, uro moaTBepKA2eT HEOOXOAUMOCTD PaspadoTKu
3D EeKTUBHOI TepaIuH.
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AxtyaspHOCTE TIpOGAeMBI. ['AoMepyAromaTHm
ABASIIOTCS PETEPOrEHHON IPYIIION 3a00A€BaHUIL, 00-
YCAOBACHHBIX ITOPAKEHHEM KAYOOYKOBOTO aIlmapaTa
IIOYEK U XapaKTepPHU3yIomuxcs nporeunypueii. Cpean
KAMHHYECKHIX IIPOABACHHUI TAOMEPYAOIATHI BRIACAAIOT
CTEPOMA-PE3UCTEHTHBIH HEPPOTHUECKUI CHHAPOM
(CPHC) 1 H30AHpOBAHHYIO TAOMEPYAAPHYIO IIPOTEHHY-
pHro. V pAAa AeTell TAOMEPYAOIIATHS MOKET OTMEYATHCH
B PAMKAX HACACACTBEHHBIX CHHAPOMOB. OAHOI U3 IIpu-
YIH PA3BUTUA TAOMEPYAOIATHH ABAAIOTCA ACYHKIIHS,
HOBPEKACHIE HAU IIOTEPA ITOAOIITOB. B Hacrosree
BpeMA JCTAHOBACHO, 4TO OoAee 00 TeHOB ABAAIOTCS IIPU-
YHMHOW ITOAOIUTOIIATHIH.

IHean paboTel. [IpeACTABITE KAMHIYECKYIO H MOAC-
KYAAPHO-TEHETHYECKYIO XAPAKTEPUCTHKY MOHOICHHBIX
TAOMEPYAOIIATHH Y POCCHUICKOH KOTOPTEI ACTEH.
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Marepnasbl 1 METOABI CCA€AOBaHMA. B perpo-
IIPOCIIEKTHBHOE OAHOLICHTPOBOE UCCACAOBAHUE OBIAL
BrAtouensr 120 aereit (57M/63A) co CPHC u m3oan-
POBAHHOMN 'AOMEPYAAPHOMN IpoTenHypueil. Beem aeram
IIPOBOAHMAOCH MOAEKYASPHO-TEHETHYECKOE HCCACAOBA-
HHE: TOAHOTEHOMHOE CEKBEHHpOBaHue (7=406), TOAHO-
sKk30MHOE cexkBeHupopanue (7=20), ceKBeHUPOBAHHE
naneAu renos (#7=44), cexsenuposanue 1o Canrepy
(»=10).

IToayuenHsie pe3yabTaTbl. MoHOreHHbIN renes
I‘/\OMepyAOHaTI/II/I, aCCOL[I/II/IpOBaHHI)H/I C ITATOITCHHBIMI
U BEPOATHO IATOICHHBIMU BAPUAHTAMU JCTAHOBACH
y 38,4% aereit (#7=46). Meanana Bo3pacTa KAHHHYECKOH
AVIATHOCTHKI MOHOICHHBIX TAOMEPYAOIIATHH Y HAIIIIX
mareHToB cocrasnaa 49,0 (MKP: 29.8; 69,8) mec., Bos-
PAacTa MOAEKyASpHO-reHeTuIecKoit anaraocruxn — 70,0



(MKP: 49,8; 121,3) mec. Cpearr MOHOI€HHEIX TAOMEPY-
aomatuit CPHC mvea mecto y 87% aeteit, m30ATpOBaH-
Hasl TAOMEPYAfIpHAs IPOTCHHYPHA OT™Medasach B 13%
cay4aes. Bospacr marndecrarun mororeanoro CPHC
M TEHETUIECKH OIIOCPEAOBAHHON N30AHPOBAHHOM I'AO-
MEPYASPHOH IPOTEUHYPHUU CTATUCTUICCKHE 3HAYNMO
ne pasamdancs: 50,5 (MKP: 32,3; 71,3) op. 30,0 (MIKP:
15,3;75,5) mec. (p=0,175). V 70% aeTeit ¢ MOHOreHHOM
TAOMEPYAOIIATHEIH OBIAU BBIABACHBI 9KCTPAPEHAABHBIC
HPOABAEHHSA, IIPEACTABACHHBIE (DEHOTHITHYECKIMHI
OCOOEHHOCTAME MMMYHO-KOCTHOM Ancriaasun [Hmvke
(MKALLL), Ancrenesueii roHaA, HapymeHueMm (opMu-
poBanus moAa, HehpoOAACTOMOH, CruOATEABHBIMU
KOHTPAKTYPAMH AOKTEBEIX CYCTAaBOB, (DOKAABHOM SIIH-
aercueit. Hedppobuornicna 6e1aa mposesena y 41,3%
acereil: B 78,9% caydaeB OBIA BBIABACH (DOKAABHO-CEI-
MEHTAPHBII TAOMEPYAOCKAEPO3, B 15,8%0 — GoresHb M-
HUMAABHBIX H3MEHEHUH, B 5,3% — anddy3HBIH Me3aH-
THAABHBEIH cKAEpO3. B crpykrype Mmororemnoro CPHC
y 42,5% aeteit mACHTIUIIMPOBAHEI BAPUAHTEL B I'€HE
SMARCALT, accounnuposarnom ¢ MKAILL Bropoit
1o vacrore npuauHoi (25%) monorennoro CPHC
ABUAHCEH BapuaHTHL B rere W17, obycaoBuBmine pas-
BuTHE cCuHAPpOoMOB Ppaiisepa u Aernc-Apartr, a Takixe
CPHC 6es3 akcrpapenaspsbix npossacanit. ¥V 20% aereit
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co CPHC 6p1an ycranosaensl BapuanTsr B rere NPHS2.
V 7,5% aereit CPHC 6p1a 00ycAOBA€H BapHaHTAMI
B rere LMXT7B u B 66,7% cAydacs He COLIPOBOKAAACH
KAMHIYECKIMHI ITPOABACHUAMI CHHApOoMa nail-patella.

[Tpr MOAEKYAAPHO-TEHETUIECKOM HCCAEAOBAHUI
y A€Tell ¢ N30AMPOBAHHON TAOMEPYAAPHOI IIPOTCHHY-
pueii B 83% cAayuaes ObIAN BEIABACHBI BADHAHTEI B I€HAX
Wwrit, SMARCALT, LMX1B, acconuupoBaHHBIX
¢ passuruem cuHApOoMOB Aexuc-Apam u Ppaiisepa,
NKAIL u cuaapoma nail-patella, coorBercrenso.
B 17% cay4aes remerudeckoi IPHYIUHON H30AHPO-
BAHHOII TAOMEPYASPHOH IPOTEHHYpUn O€3 dKCTpape-
HAABHEIX IIPOSBACHUI ABAAACS BapuauT B ree CUBN.

3axaroueHne. MOHOICHHBIH TeHE3 TAOMEPYAOIIA-
TuH ycraHoBAcH v 38,4% acrtett. Hanboaee gacTeiMn
reaerugeckumu nprauaamua CPHC u nzoauposannoi
TAOMEPYAAPHOM IPOTEHHYPUN § POCCHICKAX ACTEH
ABAArOTCS BapumauTel B remax SMARCALT, WT'1
n NPHS2. Tlaroremrble 1 BEpOATHO ITATOTECHHBIE Ba-
puanter B renax W7, LMXT1B, CUBN moryr ObITh
ACCOLIMUPOBAHBI C H30AHPOBAHHON IAOMEPYAOIIATHEH
6e3 9KCTPAPEHAABHBIX IPOABACHUI. AETAM C TAOMEPY-
AOIIATHAME PEKOMCHAYETCA MOACKYASPHO-TCHETHICCKOE
HCCACAOBAHEE AAS BePH(DUKAIINY MOHOICHHOIO ICHE32
3200ACBAHIS.
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AxrtyaspHOCTB. CyIIECTBYET MHOKECTBO CBHAE-
TEABCTB HEOAATOIIPHUATHBIX KAMHIYIECKIX M 9KOHOMH-
YECKHX IOCACACTBHH HHU3KOH IPHUBEPKCHHOCTH Ac-
YEHHIO. BBIACAAIOT TPH OCHOBHBIE IIPHYMHBI HU3KOI
IIPUBEPKEHHOCTH K ACUEHHIO XPOHIIECKUX 3200A€BA-
HHIT: IPOOAEMA PEAKO BKAFOYAETCA B HAIIMOHAABHYIO
IIOAUTHKY 3APABOOXPAHEHNA; IIPUHUMAEMbBIE MEPBI
HAITPABACHBI HCKAIOUNTECABHO HA ITAITHEHTOB, TOTAQ
Kak OoAee BaKHOE 3HAYEHHE MMEIOT ITOKA3ATEAH Ka-
YECTBA B3AMMOACHCTBHIA MEKAY ITAITIEHTOM M MEAH-
IIIHCKIMH PaOOTHUKAMM; ITAITIEHTHl 9yBCTBYIOT CeOA

OTCTPAaHEHHBIMH OT IPUHATHA PEIICHNA O ACYCHNUN
¥ CKAOHHBI OTKA3BIBATHCA OT Hero. HamboaAee ToUHbIMUI
KOAMYECTBEHHBIMI METOAAMH OIIEHKH ITPHBEPKEHHO-
CTH SIBAAIOTCS HEITOCPEACTBEHHOE HADATOACHIE 32 Te-
parmeil ¥ H3MEPEHHE COACPKAHHA ACKAPCTBEHHOTO
CPEeACTBA B KPOBH MAH MOYE, HO OHH AOPOTH U MAAO
AOCTYIIHBI B OOBIYHOII IpaxTuke. Poccuiickuil ompoc-
ok «KoMmIraekcHas oIleHKa IPUBEPKEHHOCTH-25»
(KOII-25) mpeanroxer B 2008 TOAY B aKTYaAUZHPOBAH
B 2021 roay, HO ITOYTH HE HCIIOAB30BAACH § AHAAUSHBIX
[TAIIIEHTOB.
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