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MpoBeaeHo KOMMNEKCHoe KMUHMYeckoe 1 BUoMeTpuyeckoe nccnefoBaHe aHaToMUYecknx Aedopmanmin BepXHen YentocTu ¢ y4eTOM BPOX-
AeHHbIX AedopmMauuii TBepaoro Heba y AeTen v NOAPOCTKOB MPW PasnMYHbIX CTENEHSX TSHKECTU AMCMNA3MU COeaMHUTENBbHOW TKaHWU C Lenblo
onpeneneHus cTeneHun cyxeHus 3y6Horo psiaa.

MonyyeHHble peaynbTaTel CNOCOBCTBYIOT NOBLILLIEHNIO 3MEKTUBHOCTM NeyYeHnst 3y6o4entocTHbIX AedopMaLnii, B YaCTHOCTM NpU aHaToMuye-
ckvx AedopmMauusx BbICOTbI CcBoAa TBepAoro Heba, 3a cyeT onepaTUBHOM peanuaaumny KOMNIEKCHOW Tepanuu ¢ NpoBeAeHeM ANHAMUYECKOro
MOHUTOPUHra Ha dTanax Koppekuum 3y6o4entocTHbIX aHoManuil. PaspaboTaHHblii cnocob No3BONSIET NOBbILLEHWUIO 3PHEKTUBHOCTY NEYeHNs ae-

opmauuii 3ybHoro psiaa U aHoMarnuin OKKI31UW BEPXHEN YerocTy.
KntoueBble crnoBa: Aucnnasusi COeAUHUTENbHON TKaHW, heHOTUNMYEecKke NPU3Hakun, BEPXHSAS YenoCTb, roTudeckoe Hebo, Aedopmauust 3y6-

HOrO psifa, neveHve, npeaynpexaeHue.

A comprehensive clinical and biometric study of anatomical deformities of the upper jaw, taking into account congenital deformities of the hard
palate in children and adolescents with various degrees of severity of connective tissue dysplasia, was carried out in order to determine the degree

of narrowing of the dentition.

The results obtained contribute to an increase in the efficiency of treatment of dentoalveolar deformities, in particular with anatomical deformities
of the height of the fornix of the hard palate, due to the prompt implementation of complex therapy with dynamic monitoring at the stages of correc-
tion of dentoalveolar anomalies. The developed method makes it possible to increase the efficiency of treatment of deformities of the dentition and

anomalies of the occlusion of the upper jaw.

Keywords: connective tissue dysplasia , phenotypic signs, upper jaw, gothic palate, deformation of the dentition, treatment, prevention.

BBeneHne. Ha cerogHawWHWA OeHb
YacToTa BbISBNSEMOCTU 3yHO0OYENOCTHbIX
aHoManu cpeam LUKOMbHMKOB onpeae-
NSeTcs Kak BbICOKUIA YpOBeHb [4, 23, 26].
Mpn 3TOM LWMPOKMI CNEKTP UX nartore-
Hesa U 3TMONOrMYecknx akTopoB 0Oy-
CnaBnuvBaeT onpegeneHHble TPYAHOCTY B
peLueHun npobriem nx neveHns n npodu-
naktukm [8, 30]. Tem BpeMeHeM aHOMa-
num 3y604enioCTHOW CUCTEMbI NPOSBNSA-
10TCA B BUAE M30NUMPOBaHHON naTonorum,
a TaKke MynbTUdaKTOPHBIX, BHELLHecpe-
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[OOBbIX W FeHeTUYEeCKMX BonesHel n CcuH-
apomos [11, 20, 24]. 3T1o obycnaBnmBaeT
ocoboe BHUMaHMe Ha gucnnasuio coean-
HuTenbHon TkaHu (OCT), oTHocswyroCcs
K reTeporeHHon rpynne naToriorun, cBs-
3aHHbIX C HacneacTBeHHbIMU hakTopa-
MU, TOe WX (PeHOTUMUYECKMEe NPU3HaKN
OTHOCATCA K AaHHow natonoruun [1, 2, 10,
21, 25]. Mpu atom o6LIMe NposiBNeHUs
deHoTmnnyecknx npusHakos ACT ceasa-
Hbl C M3MEHEHNAMU OOMEHHBIX MpoLiec-
COB COeAMHUTENbHOM TKaHW, KOTOpble
CnocobCTBYOT pa3BUTUIO  MaTonoruye-
CKUX MPOLLECCOB OMOPHO-ABUraTernbHoro
annaparta, OpraHoB KpoBoOOpalleHust u
OptoliHon nonoctn un T.4. [3, 9, 19, 22,
31].

CnepnyeT OTMETUTb, YTO OCHOBY Opra-
HOB M TKaHeln 3yOOoYentoCTHOW CUCTEMbI
COCTaBNsAeT coeauHuUTEeNbHas  TKaHb,
re ee COCTaBnsLiMe KOMMNOHEHTbI 06-
YCNaBfMBaKT KX MOSIHOLEHHOE (OYHK-
umoHupoBaHue [6, 7, 12, 27]. Mpwn aTom
MecTHble nposieneHus OCT cnocobeTsy-
10T CHWXEHUIO KapuecpesnCTEHTHOCTU
3y60B M MOBbLILLEHUIO YPOBHSA MaTOMNoru-
YECKMX MPOLIECCOB TKaHeW napodoHTa,
aHaToMuyeckon gedopmanmn TBepOOro
Heba, 3yOOoYemnCTHbIX aHoOManunm, BU-

COYHO-HXHEYENCTHOro cycTtasa u T.4.
[5, 13, 14, 28]. Mexay Tem, cTomaToro-
rMyeckue acnekTbl OaHHOW npobrembl
Ha CEerogHsilHUA OeHb WU3ydYeHbl Hepo-
CTaToO4HO, A€ YCTaHOBMEHO, YTO OA4HUM
n3 mapkepos [ICT aBnsercs rotmyeckoe
Hebo, kKoTopoe obycraBnuBaeT xapakTep
MOPOPYHKLMOHANBHBIX U3MEHEHUN B
3ybouentocTHon cucteme [15-18, 29].
BbllensnoxeHHoe nokasbiBaeT, YTO UC-
CcnefoBaHUsl, HarnpaBfieHHble Ha ynyd-
WeHe TedveHus, npeaynpexneHve u
peabvnuTaumio  MEeCTHbIX MPOSIBMEHUN
OCT y petert 1 NoApoCTKOB, MMEIT Te-
OPETMYECKYI0, HAYYHYHO U NMPaKTUYECKYH
3Ha4YMMOCTb B CTOMATONOMMK.

Llenb uccrnenoBaHWsi: Ha OCHOBaHUM
KpaHUOMETPUYECKUX U KITMHUYECKMX UC-
crnefoBaHUn onpefennTb CTeneHb Bbl-
PaXXEHHOCTU CY>XEHUI BEPXHEN YENoCTn
C y4yeToMm AedopMauunii Teepaoro Heba y
OeTel M NOAPOCTKOB MPW Pas3nnyHbIX CTe-
nensx OCT.

Martepuansbi 1 MeToAbl uccnepoBa-
HUA. [ns BbINONMHEHUS MNOCTaBMEHHOMN
Lenu nccnepoBartenbckon paboTbl HaMu
NPOBOAMMOCE  KIMHUKO-NabopaTopHoe
nccnegosaHue 956 geten n NOAPOCTKOB
B Bo3pacTte 12-15 neT ¢ BpPOXOAEHHbLIMMU



HapyLleHnaMn anddepeHUnpoBKA Co-
eanHuTenbHon TkaHu. ObcnepoBaHue
npoBOAMIOCL B FOPOACKOM okpyre «lo-
poa Akytck» (MOBY COLU Ne5 nm. H.O.
KpuBowankmHa, MOBY HICOLL Ne2,
MOBY COLW Ne35, MOBY «AkyTckuii
ropogckon nuueny, MOBY «AkyTckas
ropoackas rumHasus umenn Al n H.K.
Yupsesbix», MOBY COLU Ne26, um-
Ha3usa Ne8 'O Akytck, MOBY COLU Ne9
um. M.N. KepweHronbua), B . [NokpoBck
(MOBY COLU Ne1 n Ne2) n cenax Mox-
coronnox, TexTiop, OkTemubl, Yanaeso,
HemtortoHubl, Kbin-bactax, On n Ynaxan-
AH XaHranacckoro ynyca (panoHa) Pe-
cnybnvkm Caxa (Akytusa).
BoipaxeHHocTe  Tskectn OCT  uwH-
TeprnpeTnpoBanu C  MCMNOMb30BaHVEM
crnocoba T. Munkoscka-OmutpoBson n A.
KapkaweBa (1985). BuisiBneHune ctenexu
Tsbkectn OCT y o6cnenoBaHHbIX AeTeN 1
NnoApOCTKOB BbIYMCAANN NO cymme ban-
10B: B NErkow cTeneHn cymma 6annos He
npesblaeT 12, cpegHen — 23 n Taxenown
— 24 v 6onee 6anna. Mpu aTom rny6uHy
cBofa TBepaoro Heba npu ero gedopma-
LUsIX onpeaensnu nocpeacTBoM U3BeCT-
HOro yCTpOWCTBa ANS U3MepPeHUs BbICO-
Tbl cBOAA TBepaoro Heba [15].
MpoBogunock GromeTpuyeckoe Wuc-
cnefoBaHMEe BbICOTHI CBOAa TBEpAOro
Heba C pasHbIMW CTEMEHSIMU BbIpaXKEH-
Hoctn OCT: y 629 peten B ycrnoBusix
CTOMaTOnorM4yeckoro npuema 'y 327 —
Ha mogensax yentocten no metogy W.A.
YwHuukoro, E.FO. Hukudoposon, A.M.
AmmocoBon [16]. [uncoBble OTTUCKN Ye-
NOCTEN Mnofy4vanu Ha cTomarosnornye-
CKOM npuemMe, Aarnee npoeoaunu uome-
Tpuyeckme namepeHus Ha 6ase kadepsl
TepaneBTUYECKOMN, XUPYPrMyecKom, OpTo-
neguyeckon CTomMaTonorMm u cromarto-
Norum geTckoro Bo3pacta MeamumHckoro
nHctutyta PrAOY BO «CeBepo-Boctou-
HbI (begepanbHbI YHUBEPCUTET UMEHUN
M.K. AmmocoBa» u FAY PC (A) «AkyT-
CKUA Crneunanu3npoBaHHbI CTOMaTomNo-
rmyeckun LeHTp». MopdomeTpunyeckue
nccrnefoBaHUst aHaToMU4Yecknx aedop-

mMauun TBepgoro Heba npu OCT nposo-
AWM C NCMonb30BaHNEM CrieumanbHOro
YCTPOMCTBA QAN WU3MEPEHUs] BbICOTbI
cBofa TBepaoro Heba [15], 3ybHoro psiga
BEPXHEN YenoCTU - Ha ANArHOCTUYECKUX
MOZEensiX C UCMOoNb30BaHWEM creLlunanb-
HOTO LUT@HIEHLUMPKYIs, MMEIOLEro He-
NMOABWXKHYIO U MOABWXHYIO TyOku ans
N3MEPEHUS BHELLUHUX pa3MepoB B BuAe
YyCEYEHHOW MNacTuHbl, KOTOpble NpeaHa-
3Ha4eHbl AN UKCaLUM CbEMHbIX BHY-
TPUPOTOBLIX HAKIAA0K 41151 HEMOABUXKHO-
ro 1 NOABWKHOIO U3MeEPUTENbHbIX ryGoK
(nateHT Ne205333 ot 09.07.2021). Ons
nonyyYeHuss oObEKTUBHBLIX [OaHHbIX UC-
nonb3oBanu cTaHgapTHBIN cnocob MNMoHa-
Jlnnpepa-XapTa ¢ onpegeneHnem Lwvpwm-
Hbl 3yOHbIX PSIAOB Yy AETEN U MOOPOCTKOB,
rae onpefensany Hanmuuvue B3avMOCBS3N
Mexay nony4YeHHbIMY CyMMapHbIMU 3Ha-
YEeHUSMU Me3noauCTarnbHbIX pasMepoB
pesLoB U LWMpuHOW 3y6HOro psga B 00-
nacTn NepBbIX NPEMONSPOB 1 MOMSPOB.
[anee ocywecTBnanu vHTepnpeTaumio
NOMyYEHHbIX OAHHbIX CYXXEHWUSI BEPXHEW
YerCcTy B 3aBUCMMOCTM OT nokasaTtenen
BbICOTbI CBOAA TBepaoro Heba npu pas-
NUYHbIX cTeneHsax Tsbkectn ACT.
lMpoBeneHne wnccnegoBaHWi  OCy-
LLLEeCTBNSANOCH pPernameHTUPYHLWLMMU 4O-
KyMEHTaMu, OCHOBaHHbIMK Ha 6a30BbIX
nokymeHTax Poccmm no opraHusaumm
NPOBEAEHMNIO HAYYHbIX UCCNEA0BaHNUN.
Cratuctnyecknii aHanma nosy4eHHbIX
pesynsTaTtoB MNpPOBOAWMAM C  MOMOLLbIO
naketa nporpamm «SPSS» Bepcus 22,
nuueHsusa «IBM SPSS 22», koppenauum-
OHHOro aHanuaa no lupcoHy (r) n dak-
TOpHOro aHanusa no metoay Varimax.
Pesynbratbl U ob6cyxaeHue. lMony-
YeHHble [daHHble OnpeaensitoT Hanuume
HEeKoTopbIX 0cobeHHocTen. Tak, npose-
OEHHbIMU  BUOMETPUYECKMMM  Mccneno-
BaHMSAIMU yCTaHOBMeHa BapnabenbHOCTb
Mopdonornyecknx gedopmaumi Bepx-
HEeWn YenicTu B BUAE €€ CYXeHUs B 3a-
BMCMMOCTW OT BbICOTbI CBOAA TBEPAOrO
Heba npu pasnu4YHbIX CTEMEHAX TsXe-
ctn OCT y obcnenoBaHHbIX BO3PACTHbIX
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rpynn geten. o yacTtoTe ee pasnUuHbIX
cTeneHen TspkecTu npeobnagana cpeg-
Has cTeneHb (55,12+1,05%), 3atem nget
nerkas creneHb — 32,05+1,59% u camble
MUHUMarbHble Nokasatenu Obinv BbIsB-
NEHbl NPU TSBKEMOW CTENEHU TSHXKECTU —
12,83+2,04%.

M3amepeHne BbICOTbI CBOAa TBEPOO-
ro Heba NpPoBOAMIOCH C MOMOLLbIO pas-
paboTaHHOro Hamu yctpowncTea [15] no
nocrnefoBaTernbHbIM  TEXHONOrMYECKUM
atanam. B cnyyae ucnonb3oBaHus run-
COBbIX OMArHOCTMYECKMX Moaernen npo-
W3BOOUNN M3MEpEHMEe BbICOTbI CBoAa
TBepOooro Heba npu nomowm paspabo-
TaAHHOro YCTPOMCTBa. [Ana 3TOro Mexay
BTOPbIMW MPeMonspamMmn 1 NepBbIMA MO-
nsipamMu BepxHel YentocTn HaknaabliBanu
OMOPHYI0 KOHTPOSBbHY MMaHKy Ans co3-
[aHNs ropU30OHTANbHON UCXOOHOW TOYKM
1 NpoABUrany U3MepuUTENbHYH NIMHENKY
[0 ynopa (8o camou riy6oKon (BbICOKOW)
TOYKM cBOAA TBEPAOro Heba).

AHanM3 nory4YeHHbIX pe3ynbTaTtoB
yKa3bIBaeT Ha HanMyme HEeKOTOPbIX OCO-
BGEHHOCTEN Cy>XEHUS BEPXHEW YENOCTH B
3aBMCMMOCTU OT cTenenn Tshkectn ACT ¢
y4eTOM rnyOuHbI UBMEHEHMS CBOAA TBEP-
poro Heba (Tabnuua). Tak, Npu BblpaXeH-
HOCTU rMyBuHbI roTu4eckoro Heba y 06-
cnenoBaHHbIX WKonbHUKoB ¢ OCT nerkon
CcTeneHu nokasaTenu BapuabenbHOCTU
CyXeHusi 3yOHOro psiga BEpXHEN 4ento-
CTU MO U3MEPUTENbHBIM TOYKaM MEXAY
npemonspamun coctasnsoT 15,38+ 0,08
MM 1 monsipamu — 17,69+ 0,07 mm, Torga
Kak cpefHue 3Ha4yeHWUsi COOTBETCTBEHHO
XapakTepu3oBanu Cy>XeHne BepxHeWn 4ye-
noctn B npegenax -2,57+ 0,13 n -2,16+
0,13 mm. Tem BpemeHem npu OCT cpea-
Hel CTeneHun TAXKECTU AMHaMUYeckune
N3MEHEHUS  MU3y4YaeMblX MNapamMeTpoB
CTaHOBATCS1 Gonee BbIpaXXeHHbIMU, rae
nokasartenu pacCTosiHUA Mexay npe-
MonsipaMM M MonsipamMyv  HaxoAWIUCh
Ha ypoBHE UMPOBLIX 3Ha4YeHun 15,73
n 20,13 mm. lpu aTom cpegHecTatu-
CTnyeckme 3HadeHus coctasnanu -2,90
n -2,57 MM, KOTOpble MPWU CpaBHEHUN C

3aBucuMocTh CYy/KEeHUH BerHeﬁ YeJIKCTH OT CTeNeHH THAKeCTH TUCIJIA3MHU COeIMHUTEIbHON TKaHU (MM)

TTokazarenu CYKEHUs

Jlerkas crerneHn
(TIyOuHa BBICOTHI CBOJIA TBEP/IOTO
Heba o 18,0+0,02 mm)

CpenHsist CTeNeHb

Heba ot 19,0+0,04
1o 27,0+0,3 mm)

(rTyOMHA BEICOTHI CBOZIA TBEP/IOTO

Tsxenas creneHb
(rTyOMHA BBICOTHI CBOZIA TBEPIOTO
Heba ot 28,0 +0,03
1o 32,0+ 0,02 mm)

BEPXHEN UeNoCcTu
paccrosiHue paccrosiHre paccrosiHue paccrostHue paccrosiHue paccrosiHue
MEXKIY MEXIY MEXIY MEXIY MEXITY MEXIY
MIPEMOJISIpaMHU MOJISIpaMH MIPEMOJISIpaMHU MOJISIpaMH MIPEMOJISIpaMHU MOJISIpaMH
MuHUMaTbHBIC 3HAYCHIS -9,87+0,46 -10+0,47 -12,2+0,36 -14+0,18 -9,54+0,59 -17,1240,74
MaxkcHuMabHEIC 3HAYCHHS +5,51+0,38 +7,69+0,40 +3,53+0,11 +6,1340,15 -5,24+0,53 -3,37+0,82
CpenHue 3HaYeHUs -2,57+0,13 -2,16+0,15 -2,90+0,17* -2,57+0,24%* -6,69+0,47** -6,58+0,43%*

[Mpumeuanne. CraTucTHUECKasi 3HAYMMOCTh Pa3Ninunil cyxeHus BepxHeit uemoctu nipu JJCT: * - jerkoil u cpeqHel CTeneH! U TshKeCTh; **

- Cpe/iHEH U TSKEION CTETIEHU TSKECTH.
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NEerkon CTeneHblo UMEIOT CTaTUCTUYECKN
3HaumMmble pasnununs (p<0,05). Mpn ACT
TSKEMOW CTeneHW y OeTen onpegens-
I0TCS BbIPAXEHHbIE U3MEHEHNS BbICOTbI
cBofa TBepaoro Heba, KoTopble conpo-
BOXAATCA 3Ha4MTENbHbIMU Aedopma-
umMsiMmn 3yOHOro psiga BepXHen YerntocTy.
Tak, nokasartenu 3yOHON Ayrn BepXHEN
YercTh Mexagy M3MepuTernbHbIMU TOY-
Kamu no npemornsipam 1 Monsipam UMeroT
MWUHMManbHoe 3HayeHne 14,74 + 0,07 n
makcumaneHoe - 20,49+ 0,11, cpenHee
MX 3HayeHune cocTasnseTt -6,69+ 0,47 n
-6,58+ 0,43 MM COOTBETCTBEHHO, KOTO-
pble Takke UMELOT CTaTUCTUYECKUN 3HaUU-
Mble PasfnnMyns No CPaBHEHUIO C OaHHbI-
MW cpefHen cteneHn Tsaxectn (p<0,05).

[MonyyeHHble [AaHHble pe3ynbLTaToB
BuomMeTpuYecKnx n3mepeHnin onpeaens-
I0T CY>KEHNe BEepXHeW YenoCTu C y4eToM
BbICOTbI CBOAA TBepAoro Heba npu pas-
nnYHbIX cTeneHax Tskectn OCT y geten
1 NOAPOCTKOB. Kpome Toro, npumMeHeHne
paspaboTaHHoro crnocoba npu BbisiBre-
HWN MECTHbIX (OpraHoB M TKaHemn noro-
ctu pta) nposienexHun OCT cnocobeTByeT
bornee onepaTMBHOMY MPUHSATUIO KOM-
MAEKCHbIX ne4YebHO-NpodUNaKkTNYECcKNX
OEeNCTBMIN MO BOCCTAHOBMEHNIO CYXXEHUN
1 3yboyentocTHbIX aHomanui n gedop-
Mauuin BepxHen yenoctyn 6e3 nposene-
HUS CMIOXHbBIX KMUHWUKO-ANArHOCTUYECKMNX
MEPONPUATUIA.

KoppensauunoHHbii aHanuad no [up-
COHY BbISIBUNT Hanuune B3aMMOCBS3U
MexXay rotTm4yeckum Hebom u HapyLleHu-
em npukyca (r=0,81), nameHeHusaMnU no-
noxeHus 3y6oB 1 gecopmanment 3ybHbIx
pspos (r=0,59). Kpome Toro, Hanuyne
B3aMMOCBA3M roTu4eckoro Heba c cy-
XeHnem BepxHen 4ventoctu npu ACT y
AeTeil 1 MOAPOCTKOB MNOATBEpXAaeTcs
pe3ynsrataMmy (OakTOpHOro aHanusa no
metogy «Varimax».

3akntoyeHne. Bnepsble nonyyeH-
Hble pe3ynbTaTbl U3MEPEHUs CyXeHus
BEPXHEN YencTu B 3aBUCMMOCTU OT
rny6uHbl (BbICOTBI) CBOAA TBEPAOro Heba
Y LUKOMBbHMKOB C PasfMyYHOM CTEMNeHbHo
BblpakeHHocTn [OCT cocTaBnsawT oc-
HOBY CBOEBPEMEHHOrO MNNaHMPOBaHUS
N opraHusauuy KOMMIEKCHON CToMaTo-
NOrMYecKOn MOMOLUM,  HanpaBneHHON
Ha COBEepLUEHCTBOBaHWE [MarHOCTUKW,
nevyeHns n NPodUNaKTUKN Mopdonoru-
yeckunx gedopmauuii BEpXHEn YencTu
npy AaHHOW NaTofnorMm ¢ NpuBeYeHneM
CneumanncToB pasnnyHbIX Npodunen.
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®.M. TeptotuH, H.A. bapawkos, H.A. Jlebenesa

CNYYAN CUHOPOMA BAAPOEHBYPTA

Il TUMNA, OBYCJIOBJIEHHOIO HOHCEHC-
BAPUAHTOM r'EHA MITF B KOHTEKCTE I -
NOTE3bl ANMUTEHETUYECKOIO

MO3AULIN3MA

KnrouyeBble cnoBa: cvHapom BaapaeHbypra, retepoxpomus pagyxku, MITF, anureHeTrka, mosavmumam.
Keywords: Waardenburg syndrome, iris heterochromia, MITF, epigenetic, mosaicism.

Cuvnppom BaappeH6bypra (CB) npegn-
cTaBnger cobon peakoe ayTOCOMHO-AO-
MUHaHTHOe 3aboneBaHue. PacnpocTtpa-
HeHHocTb CB oueHuBaeTca Kak 1 Ha
42000 cpean eBpONencKoro HaceneHus,
a cpeav nogen ¢ BpoXAEHHbIM HapyLue-
Huem cnyxa — 2-5% [5-8, 11]. N3BecTHO,
4YTO Hambornee YacTbiMU NPUYNHaAMN BO3-
HukHOBeHust CB saBnswTcs MyTauum B
reHax PAX3, MITF, SOX10 n SNAI2 [2,
4]. CB pgensT Ha YeTbipe Tuna B 3aBUCU-
MOCTM OT (PEHOTUNUYECKNX NPOSIBNEHWNIA:
CB I tTuna (OMIM 193500); CB Il Tuna
(OMIM 193510); CB Ill Tna — cuHgpom
BaappeH6ypra-KnenHa (OMIM 148820);
CB IV tuna — cungpom BaappeHOypra-
LWaxa (OMIM 277580). O6wmmn ceHo-
TUMWYECKMMU MPOSIBNEHUAMU OIS BCEX
TunoB CB sBNAKTCA NoTepsi criyxa, Ha-
pyLlEHME MUIMEHTALUN KOXMW, BOMOC U
pagy>XHoW 00OMoYKkM rnas, CHWKeHue
OCTPOThbl 3pEHUSA, U3MEHEHUS B KOCTHAX
N CHWXEHVWe WMMyHuTEeTa. W3BeCTHO,
4yTo (peHoTUnuuyeckme nposereHns CB
KpaliHe BapuabenbHbl. Tak, npu CB B
nuTepaType 4acTo OMMCbIBAKOTCS Criydau
3HaUUTENbHbLIX (HEHOTUMNYECKUX pasnu-
YA gaxke mMexay nopakeHHbIMU urneHa-
MU OOHOW CEMbM, HECYLLMX OOHY U Ty Xe
myTauuto [10]. PaHee Habrntogaemyto npu

AHL, KMMN: TEPKOTUH ®epop MuxannoBuy
— K.M.H., C.H.C., rest26@mail.ru, https://orcid.
org/0000-0002-8659-0886, BAPALLKOB
Hukonan AnekceeBu4 — K.6.H., PyKOBOA.
nab., barashkov2004@mail.ru, https://orcid.
org/0000-0002-6984-7934; MeauunHckuin
nHctUTYyT CB®Y um. M.K. Ammocosa: JE-
BEOEBA Hatanbs AdaHacbeBHa — K.M.H.,
lebedeva-lor@mail.ru.

CB deHotunmyeckyto BapuabenbHOCTb
nopaxeHusi CBsA3biBanM B OCHOBHOM C
BMMAHWEM TEeHOB-MOAMdUKATOPOB. Tak,
npy CB Il Tmna 6bino nokasaHo Moau-
duumpytowee gencreme reHa LEF-1 Ha
akcnpeccuto reHa MITF [12]. OgHako B
2021 r. R. Happle Ha ocHoBe knuHu4e-
CKMX HabnoaeHn NaLMeHToB ¢ acMMMe-
TPUYHBIM MOPaXEHNEM OpPraHoB 3pPEeHWUs
n crnyxa 6bina BbickasaHa runoresa o
BO3MOXHOM 3MUIEeHETUYECKOM BIUSHUN
Ha eHoTUNNYecKyl BapuabenbHOCTb
CB [3]. Knaccuyeckum npumepom ponu
AMUreHeTNYecknx aKkTopoB SABMSETCH
VUMMNPUHTUHT NPU HEKOTOPbIX ayTOCOMHO-
OOMWHaHTHBIX 3aboneBaHusX: CUHAPOM
AHrenbMaHa («BbIKIIOYEHA» MaTEPUH-
ckas annenbs) u cuHgpom lMNpagepa-Bun-
nn («BbIKMOYEHa» OTLIOBCKasd annenb)
[9], no oTHoweHuo k cuHapomy Baap-
OeHbypra Takas runotesa Obina BbicKa-
3aHa Brnepsble.

B AxkyTnm B 2019 1. 66111 ONMCaH KNUHK-
yeckui cnyyar CB Il Tna, npu KoTopom
y nauneHTa Habntoganack reTepoxpoMus
pagyXHoW 0BO0MnoYkM C CceKTopanbHbIM
YYaCTKOM HOPManbHOW MUIrMeHTauuu
Ha MopaKeHHOW pafyHoW obonouke u
aCMMMETPUYHOM MoTeper cnyxa (ogHOo-
CTOpOHHAA rnyxoTta) [1]. OnucaHHbIN
KIMHUYECKWI CryyYal ¢ aCMMMETPUYHBIM
nopaxeHneMm OpraHoB 3pPEeHUst U cnyxa
(nopaxkeHa neBasi CTOPOHA) y NauueHTa
¢ CB Il Tuna 6ornblue cBuaeTensCcTByeT B
nonb3y runotessl R. Happle 06 anureHe-
TnyeckoM mosauumame npu CB [3], uem
B MOMb3y rMNoTe3bl O BMAUSHUWA FEHOB-
moamdumkaTopoB [12]. Ha Haw B3rnsa, B
criyyae 3nureHeTM4Yeckoro mosauumama
HepaBHOMEPHOE MOPaXXEHNE CEHCOPHbIX

opraHoB TeopeTunyeckn bonee BEPOSITHO,
4YeM Npu 3NUreHEeTUHECKOM BIIUSIHUW re-
HOB-MOANMMKATOPOB, NMOCKOMNbKY B 3TOM
cnyyae mbl 6bl Habntoganu Gonee pas-
HOMepHOe nopaxexue (Hanpumep, AByX-
CTOpPOHHEe MOopaXKeHWe OpraHoB 3peHUst
n cnyxa).

Takum 06pa3om, HECMOTPS Ha TO, YTO
CB xopowo u3yyeH, HoBas runoTesa
anureHeTn4yeckoro mosavumama npu CB
TpebyeT AanbHenwero n3yyYeHus n cBu-
AeTenbCTBYET 0 HEOBXOANMOCTM Moncka
HOBbIX CBMOETENbCTB SMUreHeTUYECKOro
KOHTPONSA Npu APYrnx criyvyasx HepaBHO-
MEPHOW 3KCMPECCHM rEHOB.

Paboma npoeodunacb 6 HUP AHL|
KMI «N3ydeHue eeHemuyeckol CmpyK-
mypbl U e2py3a HacriedcmeeHHoU namo-
noeuu nonynsayul Pecnybnuku Caxa
(Flkymus)» u eocsadaHus MuHucmep-
cmea HayKu U ebicwie20 obpa3osaHusi
P® (FSRG-2020-0016), a makxe npu
noddepxke epaHma POOU 20-015-
00328_A.
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