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Pe3oMe. AyTOCOMHO-TOMUHAHTHBIM CHHAPOM TIIyXOThI-oHHXOAucTpoduu (DDOD —
dominant deafness onychodystrophy syndrome) oTHocuTCS K TpyIIe  PeaKHux
MYJIbTUCUCTEMHBIX TE€HETHYEeCKMX 3a0oyieBaHMH. THUNUYHBIMH CHMIITOMaMH SBISIOTCS
BpPOXKJIEHHAss HEWPOCEHCOpHAasi TYrOyXOCTb, OHUXOIUCTPO(Hs, THIOMIA3Us AUCTAIBHBIX
¢ananr u TpexdanaHropble 0oJbIINE MATbIBL. B cTaThe mpencTaBieH KIMHUYECKUN Cllyyail
curpoma DDOD, nuarHocTupoBaHHOTO Y HOBOPOKJEHHOTO.

KuaroueBble ciaoBa: HelpoceHCOpHash TYroyxocTh, TJIyXOTa, OHUXOAUCTPOdUs,
ayTOCOMHO-JIOMUHAHTHBIN TUT HacienoBanus, reH ATP6V1B2, HOBOpOKI€HHBIH.

BBenenune. BpoxneHHble MOPOKM pa3BUTHS HOITEW M MalbleB MOTYT OBITh Kak
M30JIMPOBAaHHBIMU HAXOJKaMHU, TaK M CBSA3aHHBIMH C T'€HETHMYECKUMHU cuHAapoMamu. [lpu
COYETaHUU aHOMAaJUil HOITeH C HEWPOCEHCOPHOW TYroyxocTbl0 HEOOXOAMMO 3alO0J03pUTh
BO3MOXXHYIO CBSI3b MEXJY 3TUMHU COCTOSHUSIMHU, IIOCKOJIBKY KOXa, HOI'TH, U IEPENOHYAThIN
JaOUPUHT BHYTPEHHETO YyXa IPOUCXOAAT M3 AMOpHOHAIBbHOM sKTOAepMmbl [1]. I'pymma
CHUHJIPOMOB TTyXOThI-OHUXOJUCTPO(UN BKIIOUAET FeHETUUYECKU PAa3UYHbIe BapUAHTHI KakK C
ayTOCOMHO-IOMHUHAHTHBIM, TaK UM ayTOCOMHO-PELIECCUBHBIM THUIIOM HACJIE€IOBaHUS.
JloMuHaHTHBIE (OPMBI MPEACTABIEHB CUHAPOMAMH JOMUHAHTHOW BPOXKJIEHHOM TIyXOThI U
onuxomuctpopun (DDOD — dominant deafness, onychodystrophy) wu cunzpomMom
[ummepmana-Jlabanga (ZLS — Zimmermann—-Laband syndrome), mposBiastonmmMes
[IIyXOTOW, OHHMXoaucTpoduel, runeprpodueil jaeceH, TpyObIMH uepTaMu  JIUIIA,
TUIEPTPUX030M U YMCTBEHHOH OTCTaloCThio. PeneccuBHyto ¢popMy NpeicTaBisieT CHHAPOM
[IIyXOThI-OHUXOJUCTPOYUU-OCTEOAUCTPOPUN-YMCTBEHHON oTcTanocTu-cygopor (DOORS —
deafness, onychodystrophy, osteodystrophy, and mental retardation syndrome),
KOTOPBII TakXe BKIIOYAET TIYXOTy U OHHUXOIUCTPO(HIO, HO XapakTepusyercs: Oolee
TSDKETIBIM TEYEHUEM, AUCTPOopueil KOCTed, CyaoporaMH M TSDKEIBIM HHTEIUICKTYalbHBIM
nedunmrom [2, 3].

OCHOBHBIMU ~ KJIMHMYEeCKUMHU  xapaktepuctukamu DDOD  cungpoma  sBasitoTCst
CJIEAYIOIIME MPU3HAKU: HEHPOCEHCOpHas TYroyxocTb WM TIJIyXOTa, OHUXOAUCTPOQUS
(redopmanus, HICTOHYEHHE, TUIIONJIA3HMs HOTTEBBIX MJIACTUHOK WIIM IOJHOE UX OTCYTCTBHE).
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Yacto B cocTaBe CHHApPOMA OMHUCHIBACTCS Tpex(aJaHTOBBIM OOJBIION mMayiell KHUCTH.
Y HEKOTOPBIX MAIIMEHTOB ONMHUCAaHbl OpaXyUIaKTUINS, KOHHYECKUE TUIIOTUIACTHYHbIE 3YObl N
OJIUTO/IOHTHUSA. B OT/ENBHBIX Cilydasix HAOMIOAAINCh CUHAAKTUIINS, HE3HAUNTEIIbHBIC JINIICBbIC
mucMopduu (JeTKUi TIIa3HOM TUIOTENOPU3M, TIIYOOKO MOCAKEHHBIEC IJ1a3a M THIIOIUIA3US
cpenueit yactu nmna). B ormmmuune ot cuanpoma DOORS manuentsr ¢ DDOD-curnpomMom
MMEIOT HOpMaJIbHOE KOTHUTUBHOE pa3BUTHE [4].

Ha ceromusmauii nens pacnpoctpaneHHocTh DDOD  cunapoma He wu3BecTHa.
[To JaHHBIM HEKOTOPBIX ABTOPOB, BOSHUKHOBEHHUE JAHHOT'O CHHJIPOMAa B HEKOTOPBIX CIy4asx
00YCJIOBJICHO TeTepo3uroTHeIMU MyTarusmu B rene ATP6VIB2 (8p21.3), xomupyromem
BakyoJsipHyt0o AT®-a3y. TouHO HE U3BECTHO, CYIIECTBYET JIU F€HETHYECKAasi TeTEPOT€HHOCTbD,
TaK Kak He JUIsl BCEX BBIABICHHBIX CIy4aeB IPOBOAMIOCH MOJEKYJISIPHO-TEHETHUECKOE
tectupoBanue. OJIHAKO Y HEKOTOPHIX MAIEHTOB C YETKO O0O3HAYCHHBIMH KIMHUYECKU
yepramu cuaapoma DDOD, myranuu B rene ATP6V1B2 He ObUTH BBISBICHBI, YTO MOYXKET
CBHUJICTEIILCTBOBATH 00 0OpaTHOM [5, 6].

Heas padorpl: mpencraButh  kimHUYeckuit  cinydait  DDOD-cungpoma y
HOBOPOJKJCHHOI'O peOEHKa C LIEIbI0 PaHHEW JTUArHOCTHKU U MOBBIIIEHMS] KaueCTBAa MEIUKO-
TeHETUYECKOTO KOHCYIbTUPOBAHHUSI.

Matepuanbl u mMeroabl. KinuHuueckue, nadopaTopHble, HHCTPYMEHTAIbHBIE JIaHHBIC
npobanna K. 2024 r.p.; pe3yiabTaThl HHUTOT€HETUYECKOTO U MOJEKYISIPHO-TEHETUYECKOTO
o0creioBaHus; TeHEaTOrHUYecKue JaHHbIE; ayJAHOJIOTHYECKHE TECThl; MEAMKO-TEHETHUYECKOe
KOHCYJIbTUPOBaHUE.

Pe3yabTaThl U UX 00cyxkaeHue. PeOeHok ot 1 GepeMeHHOCTH, MTpoTeKaBIiel Ha (GoHE
MHKOILIa3M03a BO 2-M Tpumectpe. Poasl nmpexaeBpeMeHHbIe, ONepaTUBHBIC M0 MOKa3aHUsIM
CO CTOPOHBI IJ10/1a (MPEXKIEBPEMEHHBIN Pa3pbIB OKOJIOIIOAHBIX 000I04Y€EK, OCTPast TUIIOKCHS)
B cpoke recraumu 234 nusa. Ponunace HemoHomieHHas faeBouka K. ¢ o4eHb HU3KOM Maccoi
Tela TPU POXKICHHUH, MaJeHbKas K CPOKY TeCTallid, C OLEHKOW mo mkame Amnrap — 8/8
6amnoB. [lokazarenu usmueckoro pa3BUTHS HOBOPOXKICHHOM AeBOYKU: Macca Tena — 1350 T
(-1,49 SD), nnuna tema — 38 cm (-2,52 SD), okpyxHocTh rosoBbl — 30 cm (-0,64 SD).
B panHemM HeoHaTanbHOM IMEpHOJE HAOMIOJANMCh CHHIPOM JBIXaTENbHBIX PacCTPOMCTB
U JIbIXaTeJIbHasi HEJOCTaTOYHOCTb, KOTOPBIE OBLIIN KYIHPOBAHBI.

B o0meM anamu3e KpoBM BCE IIOKA3aTeNIM COOTBETCTBOBAIM HOPMATUBHBIM.
B OmoxumuueckoM aHanu3e KPOBH HAOMIOAAIaCh THIONPOTEHMHEMUS, TUIOATLOYMUHEMHS,
CHIDKEHHE YPOBHEH KpeaTMHWHA M MOYEBHUHBI: o0mmuii Oenok 39,1 r/n (pedepeHcHbie
3HaueHus 41-63 1/n), anbOymun 26,85 r/n (pedepencusie 3HaueHus 38—54 /1), KpeaTHHUH
24,9 mxMmonw/n (pedepeHcHble 3HaueHHs 35-82 MKMOJb/1), MoueBuMHA 1,42 MMOIb/I
(pedepencubie 3Hadyenuss 1,8-6,4 wmMonw/m). [pyrue OuoxXuMUYecKue TOKa3aTeln
(6mmupyoun, ACT, AJIT, s1eKTpoiauThl) HE HMMEIM OTKJIOHEHHH. KuciaoTHO-ocHOBHOE
COCTOSSHME U Ta30BBIM COCTaB KpOBH, Koarylorpamma, OO aHamu3 Mouu 0e3
ocobeHHOCTell. Ha mpoTsskeHUM TMepBBIX TPeX CYTOK JKU3HH OTMEUAIHCh AIH30]bI
TUTIOTJIMKEMUH CO CHW)KCHHEM KOHIIEHTPAIMM  TJIIOKO3bl  KAMWUIAPHOH KPOBH [0
2,36 MMOJITB/J1, TpEOYIONTHE MMPOBEACHUS JICUCOHBIX MEPOTIPUSTHH.

[To pesympraram sxokapauorpadvu THAarHOCTUPOBAH MHOMXECTBEHHBIH Je(EeKT
MeXIpeacepaHON MEPETOPOIKH, BPOKIEHHAs! 0COOEHHOCTh CTPOCHHUS XOPAAJIBHOTO anmapara
MUTpPATBHOTO KIIalaHa.

[To nanHBIM  HelpocoHOorpaduu  BBISIBICHBI  OYAaroBble  CyOdRTIEHAUMAIbHBIC
oOpa3oBaHus, 3XOorpaduveckd HE TUIUYHBIE ISl MEPUBEHTPUKYISIPHBIX KPOBOU3IUSHUM,
oyaroBoe o0pa3oBaHUE B MPOEKIMHU JIATEPATBHOTO YIJa MEePEeIHEro pora mpaBoro 6OKOBOrO
KEIYA0UKa, METIKAE CyOdTICHANMAaIbHBIC TICEBJIOKHUCTHI ¢ 00€UX CTOPOH, KUCThI COCYIMCTHIX
cruieTeHud. BpImM oTMedeHbl OCOOEHHOCTH CTPOCHMSI M B3aWMOPACIIONIIOKEHUS OOKOBBIX
KEITyI0UYKOB (TeJa M 3aThUIOYHbIE pora UMEIOT MapajliebHbIA X0, YIJINHEHbl 3aTbUIOYHbIE
pora, (hparMeHTUPOBAHO PACIIMPEH JIEBbII BUCOYHBIN POT).
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[lo pe3ynbpTaTtaM yabTpa3ByKOBOI'O UCCIIEI0BaHMsI OPraHOB OPIOLIHOM MOJOCTH U MOYEK
IIATOJIOTUU HE BBIABIICHO.

[IpoBenen ayanosnornyeckuil CKpUHUHT, pe3ynbrar «He mpormen», ¢hakropsl pucka —
XPOHHUYECKAs! IBYCTOPOHHSSI HEHPOCEHCOPHAs TYTOYXOCTh Y MaTepH.

Knunnueckuit ocMoTp 1 00ciae10BaHre BBISIBHIN CIEAYIOIINE OUYEBUIHbIC IPOSBICHUS:
0COOEHHOCTH MAJIBIEB KUCTEH M CTON B BUJE BHIPA)KEHHOW THITOIUIA3UN JUCTAIBHBIX (pajmaHr
I1-V manbueB Ha kuctsax u -V Ha cromax; ymmHeHHbIE Tpex¢ananroBeie | manpipl 00enx
KHCTEH; pPe3Ko BbIpak€HHas runorazus [[-x mampusl cTom, MPEeUMYILIECTBEHHO 3a CUET
JUCTalbHBIX (aJlaHT; AUCTPOGUS M TUIOIUIA3Usl HOITEBBIX IJJACTUHOK KHCTEH M CTOI;
aHonuxus | u V nanbues kucreit u II-x nansues cron (pucynok 1 — B, I, JI). OTmeuensl
BPOXKJIEHHbIE OCOOEHHOCTH JIMLA, TAKHE KaK IJIA3HOW TUIOTEJIOpU3M, 3alaBlliee NepeHOCkE,
riyOOKO ToOCaXKeHHbIe TJa3a. [Ipu pEeHTreHONIOTMYEeCKOM HCCIEIOBAHUU  YCTAHOBIICHBI
TUIIOIUIA3US TUCTAJIbHBIX (pajlaHT ManbleB U TpexQallaHTOBbIE MEpBbIe NaibIbl kKucTel. Ilo
pe3yapTaTaM ayAHOJIOTUYECKHX TECTOB B HEOHATaJbHOM TEPHOAEC U  YIIyOJIEHHOTO
CYpZIOJIOTHYECKOTO 00cCeoBaHus B TEUYCHHWE IIEPBOTO MecsAlla JKM3HU YCTaHOBJICHA
BPOKJCHHAsI HEHPOCEHCOpHAasl ABYXCTOPOHHSASI TYIOYXOCTb. | '€Healoruueckue JlaHHbIE
npobanaa ObUIM OTATOLIEHBI HAIMYHEM TYTOYXOCTH Y 00oux poaureneid. Kpome BpoxkaeHHOM
JIByCTOPOHHEH TYroyxoctu, oOclieioBaHHE OTLa peOEHKAa HE BBIIBWIO JONOJHHUTEIbHBIX
KIIMHUYECKUX IPU3HAKOB, CBHUJETEIBCTBYIOLIMX O «CHUHAPOMAIBHOI» Marosorud. Mare
uMesla Takhe ke, Kak y peOeHKa MOPOKH U 0COOEHHOCTH KUCTeH, cton (pucyHok 1 — A, b)
U JUIAa B COYETAHMM C BPOXKICHHOM JBYCTOPOHHEH TYyroyxXxocCTbl0. VIHTEIIeKTyanbHO
00a poauTensi COXpaHHEI.

Pucynok 1 — Onuxoauctpodusi KHCTel U CTON, THIOMIA3HA JUCTATBHBIX (AJIaHT KHCTel U cTom,
TpexdaaHrosslii 1 najen KMCTH: A — KHCTH MaTepu NpodaHa, TpexdanaHrosblii 1 nanen, b — cronsl
MaTtepu npo6anaa, B — cronsl npodanaa, I' — kucts npodanaa, /I — Tpexdananrosblii 1 nagen npodanaa
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[Mutorenetnueckoe  oOcienoBaHue  npoOaHAa  MPOBOJWIOCH B CBA3H  C
MHO>KECTBEHHBIMH BPOXJICHHBIMH MOPOKaMHU pa3BUTUA (IIOPOK cepilla, MOPOKU KHUCTEH U
cron). [lo ero pe3ynpTaTaM yCTaHOBJIEH HOpPMalbHBIA JKEHCKMHM Kapuotun (46, XX).
YuuTeiBasg BPOXKIECHHYIO TYTOYXOCTh Y OOOMX POTUTENEH C IeNbI0 MCKIIOYEHUsT Hauboiee
YacTOW  pelecCMBHO  HaciueayeMod  (GopMbl  «HECHMHIPOMAIBHOW»  TYroyXOCTH,
ACCOLIMMPOBAHHOM ¢ MyTarusamMu B reHe GJB2, 6110 MpoBEI€HO MOJIEKYIIPHO-TEHETHYECKOE
TECTUPOBAHME Ha HAJWYME MYyTalUHd B 3TOM TeHE BceM uieHaMm ceMmbu. [lo pesynbraTtam
MOJICKYJISIPHO-TEHETUUECKOT0 HCCJIeIOBaHUSl y MpoOaHa YCTaHOBJIEHO TeTepO3UTOTHOE
HocutenbeTBO MyTaruu 350elG B rerne GJB2, y oTiia — rOMO3UTOTHOE HOCHUTEIBCTBO TOM K€
MyTalldkd B TOM JK€ Ie€He, y MaTepu MyTallMh He JAHarHOCTUPOBAaHBI. MOJIEKYISpHO-
FeHEeTHYECKas UAarHoCTUKa Ha mpeameT mytanuidi B rene ATP6VIB2 He mpoBoauiach B
CBSI3M C OrpaHWYECHHEM JIabOpaTOpHBIX BoO3MOKHOCTeH. IlpoBenena nuddepenuuansHas
quarHoctuka ¢ cupapomamu: Llummepmana—Jlabanma (ZLS — Zimmermann-Laband
syndrome); riIyXOoTbl-OHHUXOIUCTPOPUU-OCTEOTUCTPOPHHU-YMCTBEHHOH OTCTaIOCTH-CYA0POT,
(DOORS - deafness, onychodystrophy, osteodystrophy, and mental retardation syndrome).
[TommydeHHBbIE pe3yNbTaThl OOCIEIOBaHUS OBLIM OOOOIICHBI W IPOaHATM3UPOBaHBL. Ha
OCHOBaHUU PE3YyIbTATOB KOMIUIEKCHOTO 00cienoBaHusl ObUI BBICTABIICH AMATHO3: CHHAPOM
JOMHHAHTHOW BPOXICHHOW TyXoThl W oHuxomuctpodun (DDOD — dominant deafness,
onychodystrophy), mat (ynacinemoBanHblii oT Matepu). CeMbeil MPOBEIECHO MEIHKO-
TeHEeTUYECKOE KOHCYJIbTHPOBAHHUE.

3akmouyenue. DDOD — penkoe 3a0osieBaHue, TUArHOCTHKA KOTOPOTO OCHOBBIBAETCS
Ha HaJIMYUHM XapaKTEPHBIX MPOSBICHHIA, U MOXET OBITh paclo3HaHO KIMHUYECKH. JlaHHOE
3a00JIeBaHNE HE NPEJCTABISIET YTPo3bl i KU3HU. OCHOBHOE BIMSHUE HA KA4€CTBO >KM3HU
OKa3bIBa€T HEHUPOCEHCOpHas TYyroyxoctb. KiloueBbIMH  KIMHUKO-T€HEAJOTUYECKUMU
OTJIMYUSMHU CHHIPOMA JOMHHAHTHOW BPOXKACHHOW TIIyXOTHl M oHHXomuctpopuu (DDOD —
dominant deafness, onychodystrophy) or cunapoma Ilummepmana—Jlabanga (ZLS —
Zimmermann—Laband syndrome) sBJISIOTCS  OTCYTCTBHE YMCTBEHHOW  OTCTAJIOCTH,
runepTpouu JeceH M THUIEePTPUX03a, XOTA TEHeaJorudyecku o00a COCTOSHHUS HMEIOT
JOMHUHAHTHBIM THUIl POAOCIOBHONW. (OCHOBHBIE OTIMYHUTEIbHBIE OCOOCHHOCTH CHHApPOMA
[IIYXOTBI—OHUXOIUCTPO(UU—OCTE0IUCTPOGUU—YMCTBEHHOM oTcTanocTu—cyaopor (DOORS —
deafness, onychodystrophy, osteodystrophy, and mental retardation syndrome) kIuHUYECKH U
TFEHEAJIOTUYECK! OYEBHMJIHBI — 3TO TSDKEIO€ TEUEHUE C CYJOPOKHBIMH COCTOSHUSIMU,
OCTEOIUCTPOPUSI, PEIECCUBHBIA THIT POJIOCIIOBHON. JIOMOIHUTENHEHO B X0/ 00CIIEIOBAHUS Y
npobaH/ia YCTAaHOBJEHO TEeTEPO3UTOTHOE HOCUTENIbCTBO YHACIENIOBAaHHOM OT  OTHa
petieccuBHoit MmyTanuu 350elG B rene GJB2, acconumpoBaHHOW C «HECHHAPOMAIbHOM»
TYrOyXOCTblO, YaCTO BCTpedarolleiics B OeI0OpYCCKOW MOMyIsAluu. Y TOYHEHa reHeTH4ecKas
NpUpoJia TYTOYXOCTH Yy OTIa mpobaHzaa, romozurotHas myramus 35delG B rene GJB2. Ot
JTAaHHbIE MOTYT HCIOJIB30BATHCS OTCPOUYCHO INPH ONPEAETICHUU IMPOrpaMMbl MpPEHATAIbHON
JIMarHOCTUKY JUJIsl TpoOaHa.

VYcraHOBNIEHHE HO30J0THYECKON (DOpPMBI penKkoro 3a0o0JieBaHUsS TO3BOJIUIO YTOYHUTH
MIPOTHO3 M PUCK 3a00JIeBaHUS B CEMbE, a TAKXKE CY3UTh 00BEM J1a0OPaTOPHOTO TECTUPOBAHUS
pU HEOOXOJUMOCTH MOATBEPKACHUS JAMArHO3a MOJIEKYJISIPHO-TEHETUYECKUMHU METO/IaMU B
pamKax MjIaHUpOBaHUS 00beMa U METOJIOB MPEeHATAIbHOMN TUarHOCTHKU.

IIpencraBneHHbIN KJIIMHUYECKUI ciyvyan JEMOHCTPUPYET BaXKHOCTD
MYJIbTUIUCTUIUIMHAPHOTO  MOAXO0JA, KOMIUIGKCHOM OLIEHKHM TOJYYEHHBIX B  XOJe
UCCIIEIOBaHMs JAHHBIX JUIS TUArHOCTUKU peAKUX (OopMbI 3a00J€BaHUN B LENAX MOBBIIICHUS
Ka4eCcTBa OKa3aHUs MEIUIIMTHCKON TTOMOIIHM U T€HETUYECKOT'0 KOHCYIbTUPOBAHMUS.
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DOMINANT DEAFNESS-ONYCHODYSTROPHY SYNDROME IN A NEWBORN
(CLINICAL CASE)

Golubeva S.V.%2, Lemeshko Yu.l.2 3, Sushchevsky A.B.3, Cheprasova M.M.%,
Yeromina E.A.L, Degtyareva E.V.3, Talanova .A2

IState institution «Republican Scientific and Practical Centre
«Mother and Childy,
ZBelarusian State Medical University,
2Health care institution «5th City Clinical Hospitaly,
Minsk, Republic of Belarus

Autosomal dominant deafness onychodystrophy syndrome (DDOD - dominant
deafness onychodystrophy syndrome) belongs to a group of rare multisystem genetic
diseases. Typical symptoms are congenital sensorineural hearing loss, onychodystrophy,
brachydactyly, and triphalangeal thumbs. The article presents a clinical case of DDOD in a
child diagnosed during the neonatal period.

Keywords: sensorineural hearing loss, deafness, onychodystrophy, autosomal dominant
inheritance, gen ATH6V1B2, newborn.
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