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Annomayua. AHTHIPOTHYECKAs SKTOJAEpMalbHas AUCIUIA3HsI — HACIEICTBEHHAs! TATOJOTHs Pa3IMYHON Te-
HETHYECKOW MPHUPOIBI C MHOKECTBEHHBIMU KIIMHUYECKUMH MPOSIBICHUSIMH. [Ipy METUITMHCKUX 00CIIeIOBaHUSX,
B T. 4. U CTOMATOJIOTHYCCKUX, BaKeH NU(P(DEPESHIIUAIBHBIA aCTICKT TUArHOCTHKH, T. K. MHOTHE (HOpMBI 3a007e-
BaHMS UMEIOT CXO)KHE KITMHHYIEeCKHE TposiBiieHuss. OcoOBIi HHTEpEC MPEACTABIIOT (eHOTUIIIYECKIE Y(P(EKThI
TeHHBIX MyTalllii ¥ Pa3InYHbIX MOIUMOP(HBIX BapHalllii TeHOB-KaHIMAATOB IKTO/IepMaIbHbIX Auciuiazuid. Leanb
JIAHHOTO MCCIJICOBAHMS — OTIMCAHUE M aHAJN3 KJIMHUYECKOTO CITydas MalHMeHTa C TIOJHOHN aJieHTUEH MOJIOYHBIX
3yOOB, YACTUYHOW aJICHTHEH 3a4aTKOB MTOCTOSIHHBIX 3yOOB, HapyIIeHHEeM (HhOPMUPOBAHUS 3yOOB U aHOMAJIMEH UX
(hopMbI, 00YCITOBICHHBIMU aHTUAPOTHYECCKOM SKTOACPMAITBEHON JUCIUTA3UEH B Pe3yabTaTe PeIKOil MyTalluu B TCHE
skroauciviasuaa A (EDA). Martepuabl 1 MeToabl. OcyiecTBiIeH aHalu3 (peHoTHNa MalueHTa My>KCKOTro Toja
B Bo3pacte 1,5 Jer ¢ HapylieHHeM CTOMaTOJIOTHYECKOrO CTaryca B pe3ylbTare 3a00JIeBaHMs, BHI3BAHHOTO Ha-
JMYHEM B TeHOTHIIE TTonuMopdHoro amrens A rera EDA, ¢ OoCIeayIOmUM aHaIN30M JaHHOH BapHalluy U yCTa-
HOBJICHHEM €€ KJIMHUYECKOro 3HaueHus B 0a3zax maHHbiXx PubMed, eLIBRARY.RU, dbSNP, HGMD, GenBank,
MutationTaster, PolyPhen-2, PROVEAN u SIFT. Pe3yasTarbl. HQOpMaLus 0 KIMHAYECKOM 3HAYEHUH TIOJIHU-
mMopduzma c.1043C>A (p.Thr348 Asn) rena EDA npakTHIECKH OTCYTCTBYET, OJHAKO HATUIHNE KIIMHUIECKOTO IPO-
SIBJICHUS (PEHOTHUITA AaHTHIAPOTHICCKON IKTOJACPMAIbHON IHUCIUIA3UH Y TIALMCHTA TI03BOJIIET IIPENONOKHITE HeTa-
TUBHBIN 3(h(HeKT TaHHOH OTHOHYKIEOTHIHOM 3aMeHbl. ONMCaHHBIN KIMHUYECKUI clTydail ¢ peJKoi FeHeTH4eCKOM
MaTOJIOTHEH B CTOMATOJIOTHUECKON MPAKTHUKE TPEICTaBIsIeT HECOMHEHHBIN HHTEpEeC IJIs MPAaKTUKYIOINUX Bpayei,
T. K. IJaHHAsI TATOJIOTHS TPeOyeT KOMIUIEKCHOTO IMOIX0/1a, [UTUTEIILHOTO JICYCHUSI U peaOUIHTallnH.

Knrwoueswle cnosa: ancudpomuueckas 5KmooepmanvHds OUCHIA3Usl, a0eHmus, aHoMaiuu pazeumus 3y008 u
yenocmelti, een EDA, oOnonyKkieomuoHnas 3amena
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Abstract. Anhidrotic ectodermal dysplasia is a heterogenous genetic disorder with multiple clinical
manifestations. In medical examinations, including dental examinations, the differential aspect of diagnosis is
important, since many forms of the disease have similar clinical manifestations. Of particular interest are the
phenotypic effects of genetic mutations and numerous polymorphic variations of candidate genes for ectodermal
dysplasia. The purpose of this study was to describe and analyse a clinical case of a patient with complete anodontia
of deciduous teeth, partial anodontia of tooth buds of permanent teeth, impaired tooth formation and abnormal
tooth shape due to anhidrotic ectodermal dysplasia as a result of a rare mutation in the ectodysplasin A (EDA) gene.
Materials and methods. We analysed the phenotype of a male 19-month-old patient with dental pathology as a
result of a disease caused by the presence of the polymorphic A allele of the EDA gene in the genotype. Further,
this variation was analysed and its clinical significance was determined using the following databases: PubMed,
eLIBRARY.RU, dbSNP, HGMD, GenBank, MutationTaster, PolyPhen-2, PROVEAN, and SIFT. Results. There is
practically no data on the clinical significance of the c.1043C>A (p.Thr348 Asn) polymorphism of the EDA gene;
however the presence of clinical manifestations of the phenotype of anhidrotic ectodermal dysplasia in the patient
suggests a negative effect of this single-nucleotide substitution. The described clinical case with a rare genetic
disorder in dental practice is of undoubted interest to practitioners, as this pathology requires a comprehensive
medical approach, long-term treatment and rehabilitation.

Keywords: anhidrotic ectodermal dysplasia, anodontia, abnormalities of teeth and jaws, EDA gene, single-
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AHTUIpOTHYECKasl, WM THUIOTHUAPOTHYE-
CKasi, DKTOAEepMaJibHasi MUCIUIa3us — Haclel-
CTBEHHAas NATOJIOTHs, CONPOBOXKIAKOIIASACSI MHO-
KECTBEHHBIMU KJIMHUYECKUMH MPOSBICHUSIMU.
D10 o0ycnaBiauBaeT HEOOXOJUMOCTh HCCIEN0-
BaHMS T€HETUYECKUX MEXaHU3MOB €€ GOpPMHUPO-
BaHusA. Ha maHHBI MOMEHT UMEIOTCS CBEICHUS
o Oonee yem 150 popmax 3KTOAEpPMATBLHOM NHC-
nnasuu [1-3].

[Ipu cromaronoruueckom oOclie0BaHUN
OUYCHb BaXKEH acmleKkT auddepeHnnarbHol qua-
THOCTUKHU MPOSBIECHUM aHTUIPOTHUYECKOM IK-
TOJepMaIbHON AUCIUIA3UM B TMOJIOCTH PTa, T. K.
MHOTHE €€ (POPMBI UMEIOT CXOXKYIO KIMHHYECKYIO
kaptuny [4]. [lockonbKy B mocienHee BpeMst y4a-
CTHJIMCh CIIydau OOpalleHHs 3a CTOMAToJIOTHhYe-
CKOM MIOMOIIBIO MTALMEHTOB C JaHHOU MaToJIOTHel
[5], HeoOXomuMO M3ydeHHE KOHKPETHBIX Cllyda-
€B JUIsl OKAa3aHHSI CBOEBPEMEHHOW W MPABUIBHON
TEpareBTUUYECKON M OPTOJOHTUYECKOM IMOMOLIH,
0COOEHHO B JIETCKOM BO3pacTe.

AHTUAPOTHYECKAsT dKTOJepMalibHas JHCILIA-
3MsI BKJIKOYAET TPU OCHOBHBIX ITOJTUIIA: Ay TOCOM-
HO-pELIECCUBHBINM, ayTOCOMHO-IOMHUHAHTHBIH, a
take cunjapoMm Kpucra—Cumenca—Typena, ko-
TOpbIN Haclenyercst X-CLIEIIEHHO PEelecCHUBHO
[6]. IIpu cpemueii yacTOoTe BCTPEUYAEMOCTH 3K-
topepManbHoi auctazuu 1:15 000 — 1:100 000
cunapom Kpucra—Cumenca—Typena perucrpu-
posaics B 80 % ciyuaes [7, 8]. UmetoTcst KIMHU-
yeckHue onucanus cuHapomo Knoycrona, Xasa—
Vamnca, Panma—Xomkkuna, ADULT-, SHFM4-,
LMS-cunapomMoB u ap., KOTOpble TaKKe COMpO-
BOXKJIAIOTCSI  OKTOIEPMAJIbHBIMH  HU3MEHEHUSIMU
[9, 10].

AHruApoTHYECKas 3KTOJepMalibHas AMCIIIA-
3l IOJIHOCTBIO MPOSIBISETCS TOJIBKO Yy MabiH-
KOB, y TETEpPO3UTOTHBIX JIEBOYEK OTMEYAIOTCS
MUKpPOJIOHTUS U TMIOJOHTHS, THIIO- WIM aHTHU-
JIpo3, onuro- uinu anonoHtus [S]. Cungpom xa-
pakTepu3yeTcsi aTpUX030M/TUIIOTPUXO30M, 3Y-
6aMM HenpaBWIBHON ()OpPMBI MM AHOJOHTHUEH/
TUTIOJIOHTHEH, aHTHUAPO30M/TUIIOTHAPO3OM. [Ipn
OCMOTpE OOBIYHO BBIABISAIOTCS TOHKasi, cyxas,
HK3eMaTo3Hasi C PErHOHAPHBIM THIIEPKEPATO30M
KOXa, CyXOCTh HOCOIII0TOuHOM obnactu. K ¢peno-
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TUMIUYECKUM 0COOCHHOCTSIM MOXKHO OTHECTH BBI-
CTyHAIoUIMH BIepes 100, peakue TOoHKue OpoBH,
NepuopOUTATBHYIO TUIIEPIIUTMEHTAIHNIO, CEIJIO-
BUJIHYIO MEPEHOCHI]Y, THIOIJIA3HI0 YEIIOCTEH,
TUIOJJOHTHIO, aHOJOHTHUIO, MUKPOJOHTHIO U JIpY-
rue aHOMaJluu 3yOOB.

HccnenoBanus B 001acTH MOJIEKYIISIPHOM OMO-
JIOTUU U MEAMLIMHCKOM T€HETHKH MTO3BOJIMIIN YCTa-
HOBUTb, YTO K BOSHHUKHOBEHUIO IKTOJEPMaIbHbIX
JUCIUIA3UH UMEIOT OTHOIICHHE MYTAalluu, TpOo-
HCXOJIINE B I€HaX, KOTOPbIE KOAUPYIOT KacKaj
peakuuii SKTOAUCIUIA3MHOBOIO MYTH (akTopa
«kamnma-oum» (kB), 4To mpUBOAUT K HApYyLIECHUIO
HOPMAJIbHOTO DPAa3BUTHS 3a4aTOYHBIX CTPYKTYD,
BO3HHKAIOIIUX M3 SKTOAECPMBI (KOXKH, BOJIOC, 3Y-
60B). IIpm 5TOM 0COOBIi HWHTEpPEC BBHI3BIBAET
¢enorunuueckuii >pGeKT TeHHbIX MyTauui u
pa3IMYHBIX MOMUMOP(HBIX BapHalUili T€HOB, OT-
BEUAIOMIMX 32 (OPMHUPOBAHHE SKTOAEPMAIbHBIX
nucrutasui [11, 12].

K nHacrosimemy BpeMeHM MUMEIOTCSI CBEICHUS
0 MyTalusx B reHe skromuciuiazuna A (EDA),
KOTOpBIN pacnoliokeH B Jokyce Xql2-q13.1 u
KOJIMPYET IKTOoAUCIUIa3uH A. MyTauuu B JaHHOM
reHe B OCHOBHOM U MPUBOJAT K BOSHUKHOBEHUIO
cunjnpoma Kpucra—Cumenca—Typena [12-14].
I'en EDA xouTpommpyeT paboTy UMMYHHOU H
IUTOKMHOBOM cHCTeM, y4yacTByeT B nudpdepen-
LUALKUU SKTOAEPMBI, & €r0 TeHOMPOIYKT — OeJI0K
SKTOAMCIUIA3UH — 3a/eWCTBOBaH B IIpolieccax
BHYTPUYTPOOHOTO Pa3BUTHS OPraHOB 3KTOIEP-
MalbHOTO Tpoucxokienus [15]. B nmureparype
HMMEIOTCS JaHHBIE O HAJIMYUHU JIeTIeHUd, UHBEPCUid
Y IyTUTMKAIM{ y4acTKa TeHOMa, CBSI3aHHOTO C Te-
HOM EDA [16-19].

N3BecTHO Heckolbko u30popM TeHa EDA,
KOTOpBIE CBS3BIBAIOTCS CO CHEHM(PUUECKUMH pe-
LIETITOpaMHU, KOJIUpyeMbIMu TeHoM EDAR [18-21].
Myrtanuu B renax EDAR, pacnoiaoXeHHOM B JIO-
kyce 2ql3 u KoaupyromeM perenTop 3IKTOIU-
critazuna A, u EDARADD, pacrnonoXeHHOM B
nokyce 1gq42.3 m xomupyromeM 0coOblii OeJoK,
accoruupoBanubiii ¢ EDAR-10MEHOM, MPUBOJST
K ayTOCOMHBIM (JIOMMHAHTHBIM M PELIECCUBHBIM)
(hopMam aHTUAPOTUYECKON IKTOJepMaIbHON AHC-
mwiazuu [18, 22, 23].
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I'en EDAR xonupyeT 0eloK, KOTOPBIA CIIOCO-
OeH cBs3bIBaThes ¢ dkToauciiazuHoM A (EDA),
IIOCJIE YEro IMPOUCXOAUT AKTUBALUS Pa3IMYHBIX
OenkoB-amgantepoB, B T. 4. © EDARADD. 3to
3aMyCcKaeT KackajJ OMOXMMHYECKHX pPEaKIUi U
AKTUBAIIMI0 TE€HOB, OTBEYAIOIIMX 32 pa3BHUTHE
9KTO/IEPMAIBLHBIX OPraHoB M TKaHed [24-26].
B rene EDAR onucano oxoio 300 myTtamuii, 60-
nee 50 U3 KOTOPBIX MaToreHHsl, okoio 80 % wu3-
MEHEHH TMPUXOJUTCS Ha OJHOHYKIICOTHUIHBIC
nonuMopdusMel. Hanbonee u3ydeHHBIMUA U3 W3-
BECTHBIX MOJUMOPQHBIX BapuaHToB reHa EDAR
apisitorcest 1$3827760, rs12623957, rs121908453,
rs121908450, rs199984607, rs748225 u np. (ac-
COLIMMPOBAaHbl C PAa3BUTHEM AHTUAPOTUYECKOU
IKTOAECPMAIIBHON JUCIUIa3UM Yy MpeJcTaBuTeNen
Pa3HBIX pac u 3THOCOB) [27-29].

B nacrosimee Bpemst B Poccun ocymiecTBiis-
IOTCSL MOJIEKYJISIPHO-TEHETUYECKHE UCCIIEI0OBAHUS
IKTOACPMAIIBHOM AMCIIIa3UuM, OAHAKO BKJAJ IO-
TUMOP(HBIX BAPHAHTOB PA3IMYHBIX T€HOB B 3THO-
JIOTHIO ¥ TIATOTEHE3 Pa3uIHbIX (POPM JTaHHOTO 3a-
0osieBaHMS OCTAETCs HE /10 KOHIIA M3YyYCHHBIM, a
MPEJICTABIEHUE O MOJHOM CHEKTpe MOJuMoppu3-
MOB T'€HOB, NMPUHUMAIOIIUX yYaCTHE B Pa3BUTUHU
9KTOJCPMANBHBIX AMCIIA3Wi, MO3BONMI OBl Ha-
4arh pa3padOoTKy aJIrOPUTMOB MOJIEKYJISIPHO-TEHE-
TUYECKOHN IMarHOCTUKH.

Henp nanHOro ucciegoBaHUS — ONHUCAHUE
KIIMHAYECKOTO Cliydas MalueHTa ¢ TOJHOU
aJICHTUEH MOJIOYHBIX 3yOOB, YaCTHYHOU aJICHTHU-
el 3a4aTKoOB MOCTOSHHBIX 3y0OB, HapylIeHUEM
dbopmupoBaHusi 3y00B U aHOMaNIHEH UX POPMBI,
00yCIIOBJICHHBIMU AHTHUIPOTHUYECKON IKTOHIEP-
MaJIbHOM AWCIIA3Uell B pe3ysIbTaTe PEIKON My-
Tauuu B rede EDA.

Marepuanabsl u Metoabl. [IpoBenen ana-
a3 QeHoTuna mamueHTa ¢ HapylIeHHueM
CTOMATOJIOTMYECKOr0 CTaTyca B pe3yJbTare
TeHETUYECKOTO 3a00JIeBaHMs, BBI3BAHHOTO Ha-
JUYUEM B T€HOTHUIIE MOJIUMOpPGHOro amiens A
reHa EDA. Ot poagurenei manueHTa IMOIyde-
HO THUCBMEHHOE HMH(POPMHPOBAHHOE COIJIacue
Ha HUCIOJIb30BaHUE (oTOMarepuanoB, AaHHBIX
CTOMATOJIOTUYECKOTO0 00Cie10BaHud U MOJe-
KyJIspHO-TeHeTH4ecKkoro aHanusza (popma co-
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rmacus Obljla MOATOTOBJIIEHA B COOTBETCTBUM C
npuHOunaMu XeiabCUHKCKON Jneknapaunuu Bcee-
MHUPHOW MEIUITMHCKON aCCOIHMAINN).

JInst BBISBIICHUS! KIMHUYECKOTO 3HAUCHUS WC-
clielyeMOll TeHHOH Bapualliu MPOBOAMICS 0030p
JOCTYIIHBIX JINTEPaTypHbIX HCTOYHUKOB B PubMed
(https://pubmed.ncbi.nlm.nih.gov/), eLIBRARY.
RU (https://www.elibrary.ru), a Tak:xe B 6a3zax mgaf-
HBIX KOPOTKHMX TeHeTndyeckux Bapuarmii (dbSNP,

https://www.ncbi.nlm.nih.gov/snp/), penkux rene-
tideckux 3adoneBannii (Human Gene Mutation

Database — HGMD, https://www.hgmd.cf.ac.uk),

TeHeTUYeCKUX mocienoBarenbHocTeit  (GenBank,
http://www.ncbi.nlm.nih.gov/Genbank/). Kpome
TOTO, aHaJM3MpOBajach MH(pOpMALUs U3 pecyp-
coB MutationTaster (https:/www.mutationtaster.org/;

https://www.ncbi.nlm.nih.gov/nuccore/NM _001399),
PolyPhen-2 (http://genetics.bwh.harvard.edu/pph2/),

Mutation Assessor (http:/mutationassessor.org/r3/),
Protein Variation Effect Analyzer (PROVEAN,
http://provean.jcvi.org/index.php), Sorting
Intolerant from Tolerant (SIFT, http://sift.jcvi.
org/). x BeIOOp OBLT OCHOBaH Ha OOIICTIPUHS-
THIX TMOJXOAaX K TMOUCKY HMH(pOpMaluu Ui OT-
0opa TOMMMOP(HBIX JIOKYCOB TpPU TPOBEICHHUU
ACCOIMATHBHBIX TCHETHUKO-3MUIEMHUOIOTHICCKIX
WCCIIeIOBAHNHM, COITIACHO KOTOPBIM HE0O0XOIUMO
YUUTHIBaTh HAJMYUE ACCOIHMALUU C H3Y4aeMbIM
MPU3HAKOM TIO pe3yJbTaTaM paHee MPOBEICHHBIX
nosHoreHOMHBIX (GWAS) 1 accoumaTuBHBIX HC-
CIIC/IOBAaHMH; accolManuu ¢ (EHOTUIIAMH, HMe-
IOUMMU C aHAJIU3UPYEMbIM HPU3HAKOM O0OIIHe
OHMOJIOTHYECKUE TYTH, PETYISATOPHBIN MTOTSHIIUAI
(regSNP), BiusiHue Ha sKcnipeccuto reHoB (eSNP),
CBSI3b C HECHHOHUMUYECKUMU 3aMeHamMu (nsSNP),
tagger SNP (tagSNP) u npyrue daxropsi [30].

PesyabTrarsl. Ha crTomaronoruyeckuil mpu-
€M TIPUIUIM POIUTENN C MAJIBYUKOM B BO3pacTe
1 roma 6 mec. o HanpasieHuto neauarpa. [locmne
oOcneoBaHusl OBUIM TIOCTABIIEHBI CIIEAYIOIINE
JIMarHo3sl (CM. pUCYHOK):

K00.00 Yactuunas ageHtusi (THIOACHTHS) 3a-
gatkoB 3y0oB 5.5, 5.4, 5.2, 5.1, 6.1, 6.2, 6.4, 6.5,
7.5,74,72,7.1,8.1,8.2,84,8.5,1.8,1.7,1.6, 1.5,
14,12,1.1,2.2,24,2.5,2.6,2.7,2.8,3.8,3.7, 3.6,
35,34,32,3.1,4.1,42,4.4,4.6,4.7,4.8,;
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IIpu3HakKu aHTUIPOTUYECKOW SKTOACPMATIbHOM ANUCIUIA3UU: ¢ — TOHKAs, CyXasl KOKa, CyXOCTh HOCOIJIOTOUHOH 00IacTH,
MepUOpOUTANIbHAS TUIIEPIIMIMEHTALNS; O — CHIKCHUE HW)KHEH TPEeTH JINIa; 6, 2 — UIMIIOBUIHbIC 3yObl BEpXHEH M HUKHEH
YEJIFOCTH COOTBETCTBEHHO; 0 — 3a4aTOK IIOCTOSTHHOTO 3y0a 6.3 Ha PEeHTTEeHOBCKOM CHUMKE

Signs of anhidrotic ectodermal dysplasia: a — thin, dry skin, dryness in the nasopharynx, and periorbital hyperpigmentation;
6 — lowering of the lower third of the face; 6, 2 — peg-shaped teeth of the upper and lower jaws, respectively; 0 — tooth bud of

the permanent tooth 63 on an X-ray image

K00.29 Jlpyrue yrouneHHbIe HapymeHus Gpop-
MUpoBaHusi 3yOoB. Hapymienust ¢opmupoBanus
3y0a, aHOManuu (HOpMbI 3yOOB — IIMTIOBHIHBIC
3y0n1 5.3, 6.3, 7.3, 8.3;

K10.08 /Ipyrue yTouyHeHHBbIC HAPYIICHUS Pa3-
BUTHSI YENIOCTEH, aHOMaNIUU (HOPMBI YETFOCTHBIX
kocreil. CHIKeHMe )keBaTelbHOM A3 PeKTuBHOCTH
no H.M. Aranosy Ha 100 %.

B nabGoparopun [JIHK-gmarHoctuku Memu-
KO-T€HETUYECKOT0 HAay4YHOIO LIEHTpa MMEHHU aKa-
nemuka H.IT. boukoB (MockBa) ObuI0 MpOBENEHO
MOJIEKYISIPHO-TEHETHYECKOE UCCIIeIOBAHUE METO-
JIOM TIPSIMOTO aBTOMAaTHYECKOTO CEKBEHUPOBAHUS
KOAMPYIOIIEH MOCIeI0BaTEIbHOCTH HYKJICOTHI0B
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B rene EDA. JIHK-ananu3 yctaHOBUII Haln4ue B
9k30HE 8 momumopdHoro Bapuanta renotuna C/A,
MpUYMHA BOSHUKHOBEHUS KOTOPOTO 3aKJII0YaIach
B HyKsieoTuAHOU 3amene c¢.1043C>A, npuenieit
K 3aMEHe B NOJOXKEeHUU 348 TpeoHMHa Ha acrapa-
rud (p.Thr348Asn) B skronucruiasune A. Ycra-
HoBJIeH TpaHckpunT NM 001399 .4.
Oobcy:xneHue. AHaIM3 OTEUECTBEHHOM U 3apy-
OeXHOI TUTEepaTyphl, a TAKXKE Pa3INIHbIX 0a3 TaH-
HBIX JUI MEIUKO-T€HETHYECKUX MCCIeI0OBaHUMA
MO3BOJIMJ yCTaHOBUTH Oosee 50 momumopdHbIX
BapuaHTOB reHa EDA, cBA3aHHBIX C M3MEHEHU-
€M HYKJIEOTHUJHOW MOCIIE€A0BAaTEIbHOCTH B 3K30-
He 8. BONBIIMHCTBO U3 HUX MPEACTABISUIN COOOM
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oHOHYKJIeoTHHbIe 3aMeHbl (SNPs): ¢.1094T>C
(p.Val365Ala), c.1087A>G (p.Lys363Glu),
c.1045G>A (p.Ala349Thr) u np.; 6buH OOHApYXKE-
Hel generun: ¢.1060-1062 delCTC (p.Leu3S4del),
c.1116-1124 delCATGAGCAA (p.Asn372-
Ser374del) n nyrmmkanuu (c.1148-1150 dupTCA;
p-1le383dup), KoTOpBIE acCONMUPOBAHBI C Pa3BH-
THEM SKTOJIEPMAIbHON AUCIUIA3UU Y YeTOBeKa, HO
OTHECEHbI K TPYIE YCIOBHO-MIATOTEHHBIX I'€HE-
TUYECKUX BapUallUi.

OnHako Kak B OTEUECTBEHHOW M 3apyOeKHOM
JUTEPAType, TaK U B TEHETUYECKUX 0a3ax TaHHbBIX
dbSNP, HGMD, GenBank undopmanus o nmonu-
mMopdusme c.1043C>A rena EDA He oOHapy»KeHa.

AHanm3 KIMHUYECKOW 3HAYMMOCTH BBISB-
JICHHOTO BapuaHTa reHa EDA ¢ ucnonbp30BaHHEM
pecypcoB MutationTaster, PolyPhen-2, Mutation
Assessor yCTaHOBUJI JJAHHBIA BapUaHT OJIHOHYKJIEO-
THJHOM 3aMeHBI Kak naroreHHblid, a PROVEAN u
SIFT ompenensitoT ero Kak BapHaHT C HEHTpasb-

HBIM KJIMHUYECKUM 3HAY€HHEM, OJHAKO Ha JaH-
HBIX pecypcax HET CChUJIOK Ha NIEPBOUCTOUHUKH.

[TpuHrMas BO BHUMaHHE OTCYTCTBHE HUH(DOP-
MaIiH O KIIMHUYECKOM 3HaYeHUU MOIMMopdhr3Ma
c.1043C>A (p.Thr348Asn) rena EDA u Hann4aue
SIPKOTO KJIMHUYECKOTO TMPOSIBICHUS (EeHOTHUIIA
AHTHIPOTHYECKON SKTOMECPMATBHON JTUCIIA3UU
y TAalUeHTa, MOXKHO MpPEANoJIOXKUTh HEraTuB-
HbII 3¢ dexT TaHHON OJHOHYKICOTHUIHOW 3ame-
Hbl. OiHAKO ISl MOATBEPKACHUSI KIMHUYECKON
3HaYMMOCTH BBISBJICHHOH 3aMEHBI HEOOXOIUMO
MPEeIOCTaBUTh OMOJOTHYECKHUI MaTepuait cuocoB
(Ipu HaMMYMM) C yKa3aHUEM HUX KIMHHYECKOTO
craryca. ONUCaHHBI KIMHUYECKHH Cciaydail ¢
pPENKOW TEHETMYECKOW MaTOJOTHEW B CTOMATO-
JIOTUYECKON MPAaKTHKE MPEICTABIAET HECOMHEH-
HBI MHTEpEC I NPAKTUKYIOIIUX Bpadeil, T. K.
JTaHHAs TaTOJIOTHs TPeOyeT KOMIUIEKCHOTO TOJ-
X0J1a, JJIUTEIBHOTO JICUCHUS U peadHIUTAIH Y
CTOMATOJIOra.

Kongpnuxkm unmepecos. ABTopbl 3asBISIOT 00 OTCYTCTBHU KOH(IIUKTA HHTEPECOB.
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