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AHHOTAUNA

CuHppom Kabyku — pepnkoe HacnefLCTBeHHOe 3abofieBaHWe, KOTOPOE MMEET CneunduUUecKkyo KAMHUYECKYH KapTUHY: Xa-
pakTepHble YepTbl /LA, 3aAepXKKa pOCTa, MblWeYyHas MNOTOHWS, aHOManuM Cckeneta, AepMmaTornnduyeckme aHoManuu,
YMCTBEHHasl OTCTaNOCTb OT JIErKOW [0 YMEpPEHHOW CTEeNeHU U MoCTHaTanbHbiM Aeduumnt pocta. CuHapom Kabyku (cuHopom
Mackun Kabyku / cuHapom rpuma Kabyku) cBoe HasBaHWe monyuun 3a cneuuduyeckme ocob6eHHOCTM BHellHero Buaa 6onb-
HbIX, UMEIOLLMX BbIpaXKeHMe N1La, CXOAHOE CO CMeuManbHbIM TPUMOM, BbIAENSIOWMM F1a3a M 6poBM NepcoHaXKen SMOHCKOro
Teatpa Kabyku. OCHOBHbIMM MPUUMHAMK Pa3BUTUS AaHHOrO 3aboneBaHus B 75 % sBnsioTCs MyTaumm reHa KMT2D (cuHopom
Kabyku 1-ro tuna) u B 5 % — myTtauuun reHa KDM6A (2-ro Tvna), atnonorus okono 20 % cnyyaeB OCTaeTCs HEU3BECTHOM.
bonbwurHCTBO MyTaumii npu 1-m Tune dopmupyeTca de novo, TakxKe OMNMCaHbl Clyyan ayTOCOMHO-LOMMHAHTHOrO TMNa Ha-
cnepoBanng. Cunagpom Kabyku 2-ro Tvna uMeeT cuenfeHHoe C nonoMm (X-cuenneHHoe) HacnepoBaHue. [MOCKONbKY CHH-
[pOM GBNSIETCS MY/NbTUCUCTEMHbIM 3a60M€BaHMEM C HU3KOM PacnpOCTPAHEHHOCTbIO, NaLUMeHTaM HeoOXOAMMbl pasfiMyHble
[MArHOCTUYECKUE U CKPUHUHIOBbIE TECTbl C MEXAUCUMMIMHAPHOW OLEHKOM pe3ynbTaTOB HA PasHbIX 3Tanax MX XXMU3HU.
PaHHss auarHocTuka 3aboneBaHus MMeeT peluatollee 3Ha4YeHWEe AN CBOEBPEMEHHbIX Nie4ebHO-peabunmnTaumoHHbIX Mepo-
NpUATUIA M yNyYLWEHUS NPOrHO3a M KavyecTBa Xu3HW pebeHka. MIHTepec nNpencTaBnsIeMoro KAMHUYeCKoro HabnaeHNUs CUH-
npoma Kabyku COCTOMT B 3HaYMMOCTU paHHEro pacrno3HaBaHUS KAMHWYECKMX MPOSBNAEHWI, CBOEBPEMEHHOM OMepaTUBHOM
ne4vyeHun, cnyxopea6mnmaumm N ynyvyweHUn nporHosa >XW3HW nauueHTa. B craTbe npueeneHo onucaHune KJaUHU4YecKoro
HabntooeHus, reHeTMyecku noaTeepxaeHHoro cuHapoma Kabyku 1-ro tuna, y pebenka 2015 r.p. (tTun HacnepoBaHus He
ycTaHoB/neH). MHTepec npeacTaBnsSeMoro KAMHMYECKOro HabntoaeH s, MposaBASIOLLEroCs XapaKTePHbIMKU YepTaMu AnLLa, aHO-
ManusaMKU cKeneta, MOCTHATaNbHOM 3a4epXXKOM pocTa, AepMaTorMMdUUYecKMMM aHOMaNUaMK, 3a4epXKKOM MHTeNNEKTYabHOro
pasBUTUS, COCTOUT B HEOOXOAUMMOCTU MYNbTUANCLUIMIMHAPHOTIO NMOAXO0AA K AMArHOCTMKE M JIEYEHUIO MaLMeHTa.

KntoueBbie cnoBa: cuHgpoMm Kabyku; getu; reH KMT2D; reH KDM6A; BpoxAeHHble MOPOKM Pa3BUTUS; 3a4€PXKKA Pa3BUTUS;
MYTaUUK; KIUHUYECKUI CNyYan.
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ABSTRACT

Kabuki syndrome is a rare hereditary disease that has a specific clinical picture: facial features, growth retardation,
muscular hypotonia, skeletal abnormalities, dermatoglyphic abnormalities, mild to moderate mental retardation, and
postnatal growth deficiency. Kabuki syndrome (Kabuki mask syndrome / Kabuki makeup syndrome) got its name for
the specific features of the appearance of patients who have a facial expression similar to a special makeup that
highlights the eyes and eyebrows of the characters of the Japanese Kabuki theater. The main reasons for the deve-
lopment of Kabuki syndrome in 75% are mutations in the KMT2D gene (KS type 1) and in 5% are mutations in the
KDM6A gene (Kabuki syndrome type 2), the etiology of about 20% of cases remains unknown. Most mutations in
type 1 Kabuki syndrome are formed de novo, and cases of autosomal dominant inheritance have also been described.
Type 2 Kabuki syndrome has sex-linked (X-linked) inheritance. Because Kabuki syndrome is a low-prevalence, mul-
tisystem disease, patients require a variety of diagnostic and screening tests with multidisciplinary evaluation of
outcomes at different stages of their lives. Early diagnosis of the disease is crucial for timely treatment and rehabili-
tation measures and improving the prognosis and quality of life of the child. The interest of the presented clinical
observation of Kabuki syndrome lies in the importance of early recognition of clinical manifestations, timely surgical
treatment, hearing rehabilitation and improving the prognosis of the patient’s life. The article describes a clinical ob-
servation, genetically confirmed type 1 Kabuki syndrome, in a child born in 2015 (type of inheritance not established).
The interest of the presented clinical observation of Kabuki syndrome, manifested by characteristic facial features,
skeletal anomalies, postnatal growth retardation, dermatoglyphic anomalies, intellectual retardation, lies in the need
for a multidisciplinary approach to the diagnosis and treatment of the patient.

Keywords: Kabuki syndrome; children; KMT2D gene; KDM6A gene; congenital malformations; developmental delay; muta-
tions; clinical case.
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BBEOEHUE

Curgpom Kabykm (CK) — ximHHMYECKHM W TeHe-
TUYECKH TEeTEepPOreHHOe 3a00JIeBaHHe, KOTOPOE HMMEeT
crenn(UUEcKyr0 KIMHUYECKYI0 KapTUHY M CBSI3aHO
¢ myrtamueit renoB KMT2D wnn KDM6A. Buepssie
CHUHIPOM OBUI OINHKCaH, HE3aBHCHUMO JPYr OT Jpyra,
B 1981 r. AByMsa rpynmamu SIHOHCKMX yudeHbIX [10].
CK ObL1 Ha3BaH B YECTh XapaKTEPHBIX YEPT JIHUIA, KO-
TOpBIE HAallIOMHUHAIOT TPUM akTepoB B Tearpe Kabyku
B Snounuu [10, 12].

[lo naHHBIM OTEYECTBEHHOW U 3apyOEIKHOW JTUTEpa-
Typbl B Mupe u3BectHo MeHee 1000 nmanueHToB ¢ JaH-
HBIM cuHApoMoM [3]. O6mas pacnpocTtpaneHHOCTH CK
coctaBisieT 1 cmydail Ha 32000 venmoBek B SAmoHum,
1 cnydait Ha 86000 wenoBek B 3amajHBIX CTpaHax
[11, 14]. CK 1-ro tuna (rem KMT2D) nuarHOCTHpPY-
ercst y 75 % manmentoB, CK 2-ro tumna (ren KDM6A)
y 5 % marnuenToB, okono 20 % cimydaeB ocTtaeTcs He-
u3BecTHOM 3tnonoruu [1, 10, 13]. IlonoBoro paznuuus
M0 YacTOTE BCTPEYAEMOCTH HET.

JlmarHoCcTHYECKUMH TIPU3HAKAMH CYHUTAIOTCS TSTh
OCHOBHBIX NPOSIBJICHUN: «CBOCOOPA3HOE JIUIIO» (IUINH-
HBIE€ TJIa3HBIE IIEJIM C BBHIBOPOTOM JIaT€paJIbHOM Tpe-
TH HIKHETO BeKa, AyrooOpasHble M IIMPOKHE OpOBU
C PEIKOCTBIO JaTepaibHOU TPETH, KOPOTKas KOIyMell-
Ja C BJABJIEHHBIM KOHYMKOM HOCA, OOIBIIHE HHU3KO
pacroNoKeHHbIE YIIH), HE3HAYUTEIbHBIE AHOMAJIUU
ckeneta (neOpMHUPOBAHHBIM TO3BOHOYHBIH  CTOJIO
C CaruTTJIBHOW paCIICIMHON TO3BOHKOB MM 0e3
Hee, CKOIMO03, OpaxumakTwius, aedopmarus CTor,
TUTIEPMOOMIBHOCTD CYCTaBOB), JIEPMATOTIH(DHUSCKIE
aHoMmanuu (BBICTyMalonMe QeTaibHble TOMYIIEYKH
Ha KOHYMKAaX NalbleB PYK, OTCYTCTBHE MaJIbLEBO-
r0 TpUpaguyca), yMCTBEHHAs OTCTAJIOCTh OT JIETKOH
1o ymepenHoii crenenn (IQ vke 80) u mocTHaranmb-
HbIl gedunut pocra [6—10].

BropocTenenHple TNpU3HAKW MOTYT  BKJIIOYATh:
BpoxkaeHHble nopoku cepaua (BIIC), mopoku pasBu-
THS MOYEIOJIOBOM CHCTEMBI, >KEIyI0YHO-KUIICYHBIE
aHOMAJIMH, HApPYIIEHHsI CO CTOPOHBI OPTaHOB UYBCTB,
TIOBBINIICHHAS! BOCTIPUUMYUBOCTh K HH(MEKIUSIM, dHJI0-
KpUHHBIE HapylIeHUs, CHIXKEeHHe ciyxa [4, 5, 8].

HcTounnku nuTeparypbl Mpennonaraior, 4ro Jua-
rHo3 CK MoxeT OBITh TIOCTaBJEeH IMalMeHTy JI00TOo
mojia u JTF000TO BO3pacTa ¢ BPOXKJICHHON T'MIIOTOHWEH,
3aJICPIKKON Pa3BUTHS U/UIIM YMCTBEHHOU OTCTAJIOCTHIO
B aHaMHe3€ W OJHHM WU 00OMMH M3 CIIEAYIOIIUX OC-
HOBHBIX KPUTEPHEB:

1. TlaToreHHBIH WJIM BEPOATHO MATOT€HHBIN Bapu-
auT B reHax KMT2D win KDMO6A.

2. Tunuunble TUcMOp(pUYECKUEe YEPThl BKIIOYAIOT
JUIMHHBIE TJIA3HBIC LIETH C BBIBOPOTOM JaTepaibHON
TPETH HIDKHETro BeKa W J[Ba WK Oojiee U3 CIeIyIOnX
MIPU3HAKOB!

e nayrooOpa3Hble ¥ MIHPOKUE OPOBU C PEAKOCTHIO Jia-
TepaJIbHOW TpeTH;

* KOpOTKas KOJlyMe/Ula C BJABICHHBIM KOHYHKOM
HOCa;

e Oomnplune, BBHIMYKIbIC WM YalICBUAHBIC YIIU;

* (hberanpHBIC MOAYMIEYKH TaNbIEB pyk [2, 7, 15].

KNWHNYECKOE HABJNTIOAEHUE

[Mamment, 2015 1. p., B CBSI3U C BBISIBICHHBIMU
U TpeOylomuMHl o0clieoBaHus, HaOMIONeHUS M Jie-
YeHHSI BPOXKJACHHBIMH IOPOKAMH PAa3BHTHUS PETYIISIp-
HO ¢ l-ro mecsimya XU3HM IO HACTOALIMHA MOMEHT
HaOmomaeTcst  creruanucramMu  KauHukn — CaHKT-
[TetepOyprckoro rocymapcTBEHHOTO MEIUATPUUYECKOTO
MmenunuHckoro yausepcurera (CIIOITIMY).

AHamHe3: MaJdpdMK poawsics Ha 36-i1 Henene re-
cranuu ¢ Maccort Tema 2780 1, poctom 49 cMm, maHHAS
OepeMEeHHOCTh BTOpasi, epBasi 6epEeMEHHOCTh — 3/10-
poBbIii pebeHOK. HaciiencTBeHHOCTh HE OTATOIIEHA,
poauTeny peOeHKAa COMAaTHYECKH 37J0POBBHI.

CocrossHne pebeHka TpeOOBaJO WMCKYCCTBEHHOU
BEHTWJIALINY JIETKHUX C TIEPBBIX IO MATHIE CYTKH KU3HH
B cBsi3H ¢ nogo3penueM Ha BIIC, obGcnenoBanue u jie-
YeHHE MalMeHTa ObUIO MPOIOJKCHO B IIEPHHATAIIBHOM
nentpe CIIGITIMY.

B Bospacte 1,5 mec. s xoppekimu BIIC mpose-
JleHa paJuKaJIbHAS OTIepaITis C PE3EKIMEH KOapKTaIluu
AOPTHI U TUIACTUKOM yTU AOPTHI.

Tspxenoe cocrosiHue, 00yCIOBICHHOE MH(DEKIIMOH-
HBIM IIPOIIECCOM M MTOJIMOPTAaHHON HEJJOCTaTOYHOCTHIO,
TpeboBaJIO PACIINPEHHOTO MHCTPYMEHTAIBHO-Ta0opa-
TOPHOTO 00CJIeIOBaHMsI B 00bEME MOUCKA COMYTCTBY-
IOIIEe COMAaTUYECKOU MaTOJOTHH.

3a 5 net HaONIOACHUN pa3IMYHBIMU CIICIHAIINCTA-
MH BBISBIICHBI TATOJOTHYECKHE TPOSIBICHUS, OTHOCS-
Iuecss Kak K OCHOBHBIM, TaK M K BTOPOCTETICHHBIM
JIMAarHOCTHYECKUM Tpymmnam npusHakoB CK.

OTOpHHOJIAPUHTOJIOTHYECKHE TPOSBIEHUS

OTOpPHHONAPUHTONIOTUYECKNE TPOSBICHUS BKITIO-
YaloT BBIPAKEHHBIH JHUCMOPOU3M, C XapaKTEpPHBIMHU
M3MEHEHUSAMH HApY)KHOIO yXa C yBEIHYECHHEM, HH3-
KHM DPAacIIOJIOKCHHEM U OTTOTIBIPEHHOCThE) KOHUHKOB
yurer, aedopMannio KOHYMKa Hoca (TIPUTLTFOCHYTas
dbopma), roTmaeckoe HEOO. OmHAa W3 KITFOYCBBIX OCO-
oennocreit CK — penuauBUpyromuil ocTphlil cpen-
HUH OTUT. Y JaHHOTO MAI[UCHTa 3apETUCTPHUPOBAHBI
JIBYCTOPOHHUE CPEIHUE OTHTHI C YacTOTOW HE pexe
1-2 pa3 B rog ¢ 2-MeCSiYHOTO BO3pacTa, B BO3paCTe
3,5 et peOCHOK TepeHeC OTOMEHUHTHT.

PesynbraTsl HHCTPYMEHTAJIBHBIX METOAOB MCCIIE0-
BaHUsl B BO3pacTe 2,5 MecC. BBISBWIN IMOBBIIICHHUE I10-
POTOB ciyxa, COOTBeTCTBYIoIIee TyroyxoctH Il crerme-
HU cripaBa U [V cTeneHu ciieBa 1o CMEeNniaHHOMY THITY,
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Puc. 1.

Pe3synbTatbl 2-ro 3tana ayauonorMyeckoro ckpuiuHra (2016) — nopor perucrpaumu KOpOTKONATEHTHbIX C/IYXOBbIX Bbl-

3BaHHbIX MOTEHLMANOB NO BO3AYLLHOI npoBoauMocTu cnpaea (AD) 70 ab, cnesa (AS) 100 ab Han noporom cnyxa

Fig. 1.

Results of the 2"¢ stage of audiological screening in 2016 — the threshold for registration of short-latency auditory

evoked potentials by air conduction on the right (AD) 70 dB, on the left (AS) = 100 dB above hearing threshold

Tabauya 1 / Table 1

MNoBepeHYeckas TOHaNbHAg ayanoMeTpus B cBO60AHOM nose (6e3 cayxoBoro annaparta) naumeHTa
Behavioral pure-field audiometry (without hearing aid) of the patient

Jwuamnazon, kl'1q
Iloka3zarens
0,5 1 2 4
AD, nb 80 90 100 105
AS, nb 105 110 110 110
Puc. 2. KoMnbioTepHass TOMOrpaMMa BMCOUHbIX KOCTE B aKCUaNbHOM MPOEKLUMM MALMEHTA — HEMONHOE pasAeneHue YAUTKU

2-ro TMRA
Fig. 2.
cochlea type 2

Ha (OHE [BYCTOPOHHEIO 3KCCYJaTUBHOIO CPEIHErO
orura (puc. 1).

C menplo a0MIUTALUKM CIyXa MPOU3BEACHO OWHA-
YpalIbHOE CIIyXONPOTE3UPOBAHUE B BO3pacTe 6 Mec.

Pe3synbrarsl OCIEAHErO ayIHOIOTHIECKOro ooce-
noBaHust (2022) B qUHAMUYECKOM HAOIFONEHUH COOT-
BETCTBYIOT MOBBIIIEHHUIO [TOPOTOB CIIyXa IO THUITy CMe-
maHHo# Tyroyxoctu IV crenenu cnpasa u IV crenenu
cieBa (cMm. TabmwILy).

IIpu npoBeneHnn MyJIBTUCIUPATBHON KOMIIBIOTEP-
HOW ToMorpaduu BHCOUHBIX KocTeil B 2020 TI. BBISB-
JIEHBI IPU3HAKU JABYCTOPOHHETO BPOXKJIEHHOTO IMOPOKa
Pa3BUTHUSL BHYTPEHHETO yXa — HEIOJIHOE Pa3JelIeHue
ynuTky 2 tamna (puc. 2).

Computed tomogram of the temporal bones in the axial projection of the patient — incomplete division of the

HeBposornyeckue mposiBJIeHUs1
C panHero Bo3pacTa y MaldeHTa MpOosIBISLIACH IET-
CKasg TUIOTOHUSA B BHJAE TPYAHOCTEH HpHU COCAHUH,
’KEBAaHWU U TVIOTAHUU, B JAHHOM BO3pacTe B COCTOS-
HHUU NOKOSI HAXOJUTCSI C OTKPBITHIM PTOM.
3amepxKa IMCUXOMOTOPHOTO U PEUYEBOTO Pa3BUTHS
(KommYecTBEeHHAs! OIICHKA YPOBHS MHTEJUICKTA 3aTpPy/-
HEHA):
e cex B 10 mec., Bctanm B 12 Mec., momen B 2 rojaa;
* OmMWOKN apTUKYJIAINA W aHOMAJBHBIM OpaTbHBINA
pe30HaHC, OOYCIIOBJIICHHBIC IUIOXOH OpaabHO-MO-
TOPHOM KOOpJAMHALMEN M TUIOTOHHUEHW, IMpPUBEIU
K HapyIICHUIO pa300OpUYMBOCTH PEUH;
* o0miee HemOpa3BUTHE pedu 1-2-TO YPOBHS.
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IIposiB/ieHMsI MATOIOTHH KeTYT0YHO-KHIIEYHOTO
TpaKTa

Ocnabienne cocarellbHOTO W IJIOTAaTeNbHOTO ped-
JICKCOB, a TaKXKe racTpod3odareaibHbIil peQIIroKC TPH-
BENIM K HEOOXOIMMOCTU MUTaHHsS 4Yepe3 Ha3oracTpaib-
HBII 30H] B TEUEHHE HECKOIBKUX MecsleB. B Bozpacte
2,5 7eT mpu MPOBEIEHUH KIMHUKO-IA00paTOpHBIX 00-
CJICIOBAaHUH BBIABICHBI TUCKUHE3US KETUEBBIBOISIINX
nyTel 10 TUIIOMOTOPHOMY THITY, TaHKpeaTHyecKas He-
JOCTaTOYHOCTb, AUCOAKTEPHO3 KHUILCYHUKA.

YepenHo-auueBble, CKeJleTHble O0COOEHHOCTH
U OPOJACHTAJIbHAS CHUMITOMATHKA

B comarmueckom craryce peOeHKa OTMEUEHBI Xa-
pakrepubie anst CK ueptsl jmua (puc. 3): ATMHHBIC
IVIa3HbIC LIEJH, AJIMHHBIC PECHULbI, apKOBUIHbBIE Opo-
BU C Pa3peKEHHOM JarepalibHOW YacThlO, MPHUILIIOC-
HYTBI KOHYMK HOCA, OOJIbIIME HHU3KO PACIIOJIOKEH-
HBbIE YIIH C OTTONBIPEHHBIMH KOHYMKAMH, TOTHYECKOE
HEOO; HapylIeHHEe OCaHKU (CKOJIMO03, KH(O3 IPyIHOrO
oTena TI03BOHOYHHKA, pHC. 4), BaIbI'yCHBIE TOJECHH
(puc. 5), 3amepikka pocTa, BRICTyMAIOMNIHE (eTaabHbIC
MOJYIICYKM Ha KOHYMKAaX MaliblieB pykK (puc. 6).

Odranbmosiornyeckne MposiBJICHHSA

C poXIeHus: HEMOCTOSHHOE aJIbTePHUPYIOLIEE pac-
XOJsIIeecs] Kocomiazue. BpoxaeHHBI CTEHO3 HOCO-
CJIE3HOTO MPOTOKa CJIEeBa, OCIOKHEHHBIM JaKpHOIHC-
tutoM. (OnepaTuBHOE JiedeHHe B 2 Mec.: 30HANPOBaHHE
Y TIPOMBIBaHUE CIIE300TBOJAIINX ITyTel cieBa.) Maky-
JIOTIAaTHsI, TUIIEPMETPONHs cl1aboil cTeneHn o0OMX Ia3
C aCTUIMaTHU3MOM. DIUTEIHONATHS POroBUIIbIL.

HmMmyHoJI0THYeCcKHe HAPYLIEHMS

IlepBuunblii nMmyHOmepuIUT — WHPHUIUPOBAH-
HOCTh Teprec-Bupycamu (repmec l-ro + 2-ro Twma
IgG*, UMB IgG"), TpansuTopHas rumoramMMmanioly-
JUHEMUST A, PEUUINBUPYIOIINE CPEIHUE OTHUTHI.

(4

“. :‘
Puc. 4. HapyweHue ocaHku
Fig. 4. Violation of posture

Puc. 5. BanbrycHble ronexu
Fig. 5. Hallux valgus

Puc. 3. YepTbl nMua, XapakTepHble ana cuHapoma Kabyku, nauu-
€HTa: apKoBuAHble 6POBU C paspeXXeHHOI naTepanbHoOi
YacTbio, LUMPOKMIA KOHUMK HOCA, GONbLUME HM3KOpACNO-
JIOXKEHHBIE YLK C OTTOMbIPEHHBIMU KOHYMKaMmu (2022)
Facial features characteristic of the Kabuki syndrome,
of the patient: arched eyebrows with a sparse lateral
part, a wide tip of the nose, large low-lying ears with
protruding tips (2022)

Fig. 3.

JleranpHoe omucanue (GeHOTUIHYECKUX PU3HAKOB
W COMYTCTBYIOIIMX 3a00JIeBaHWH, BBISIBICHHBIX Y Ta-
LMEHTa, JEMOHCTPUPYET BBICOKYIO CTENEHb CXOJCTBA
¢enoruno ¢ CK. B naGoparopun MONEKyJIsSpHOH
[aTOJIOTMU  INPOBEIEHO T'EHETHUYECKOe HCCIIEeN0Ba-
Hue JJHK MeTonom KIMHUYECKOTO CEKBEHHPOBAHMS

9K30Ma — BbIsBICH BapuaHT chrl12:49033838G>A
B redie KMT2D B TeTepo3UroOTHOM COCTOSTHUU
(puc. 7).

Ilo pesynpraraM TI'€HETHYECKOTO OOCIIEIOBAHUS
noatBepkaeH jauarHo3: «Cunapom KaOyku 1-ro
Tuna (MOJEKYISIpHO-MO3UTHBHBIN, MyTalusi B T'€HE
KMT2D)». Poputensim pedeHKa peKOMEHA0BAHO MPO-
BEACHHUE MOJICKYJISIPHO-TEHETHUECKOTO 00CIIEI0BaHUS
C LIEJbI0 YTOUHEHMs THUIIAa HaclenoBaHus. B Hacros-
M MOMEHT pe3yJbTaThl 00CIleoBaHMs HE Mpero-
CTaBJICHBI.

b
Puc. 6. Bbictynaowme detanbHble NOAYLLIEHKU
Ha KOHYMKaxX NanbLEB pyK
Fig. 6. Protruding fetal pads on the fingertips
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DH3HAR MATOFeHHOCTI I KOMMCHTAPUH
L Cungpom

1. BapnranThbl, ABJAsSIOIHEcS HaHOO/Iee BEPOATHOH NPHYHHOI 3a601eBanus

AUCKPINT - ¢

AK 3avena Lniois
npouTenis

PeieBaHTHBIX BapHAHTOB He OOHAPYKEHO

2. Bapnam‘m, HMCIOUHE OAHH HJIH HECKOJIBKO 3HAYMMBIX NIPH3HAKOB I1ATOIr€HHOCTH

chri2:49033838G>A

Puc. 7.

Il"erepozum'rm,m IKA’ITZD | ENST00000301067 | c.10867C>T | p.GIn3623* I 221

3aknoueHue no pe3ynbraTaM uccnepoBaHua AHK naumeHTa MeTOAOM KIMHUYECKOrO CeKBeHMUpPOoBaHUSA, BbiIBIeH BapUAHT

chr12:49033838G>A B reHe KMT2D B reTepo3sMrotHoM COCTOSIHUM

Fig. 7.

Conclusion Based on the results of a DNA in a patient study by clinical sequencing, the variant chr12:49033838G>A

was detected in the KMT2D gene in a heterozygous state

3AKNTIIOYEHUE

WnTepec npeacTaBIeHHOTO KIMHUYECKOrO HalIo-
JEHHS ISl CHECLMAIMCTOB PasInuHOro mpouis o0-
YCJIOBJIEH HE TONBKO penkoil BcTpedaemocThio CK,
HO ¥ KJIMHUKO-MOJICKYJISIPHBIM TIOJIMMOP(QH3MOM.

PanHsiss TeHeTHueckas JAMAarHOCTHMKA CHHJIpOMa
MMeEeT pellarollee 3Ha4YeHHe, Tak KaK OHa MOJATBEpPXK-
naet u knaccudumupyer tun CK.

JeranpHOe ommcanue (DEeHOTUIA, CHMIITOMOB 3a00-
JieBaHus (Jake MPH HAIMYMK PEIKUX U MUHUMAJIbHBIX
KIMHAYECKUX TPOSBICHUN 3a00JIeBaHMs1), BBISBICHUE
comnyTcTBytomei narosoruu npu CK nossosror onpe-
JENUTh TAaKTHKY JIEYeHUs] U peabuiutanuu OOJbHOTO,
YTO MMeEeT OONbIIoe 3HAYCHHE IS MPEAOTBPALICHHS
OCJIO’KHEHHH M YITydIlIeHHs MPOTHO3a U KauecTBa KH3-
HU TalHUEHTA.

OOMNOJIHUTEJIbHAA UHO®OPMALIUA

BaarogapHocts.  ABTOpBI  BBIpaXaroT  Omaromap-
HOCTh COTPYJHMKaMM KJIMHUYECKOH OonbHuUIbl CaHKT-
[erepOyprckoro rocyjapcTBEHHOTO IEAMATPHUECKOTO YHH-
BEPCHUTETA 3a NMPENOCTABICHHBIE MaTEpUabL.

Bkiax aBropoB. Bce aBTOphl BHECIN CYLIECTBEHHBIN
BKJIaJ| B pa3pabOTKy KOHIEIIMH, NPOBEJACHHE HCCIIEN0Ba-
HUSI M TIOATOTOBKY CTaTbU, IPOWIX U 0100pMIN (PHHAIBHYIO
BEPCHUIO Tepe]| MyOIuKaryei.

Kon¢uukT MHTepecoB. ABTOpbI JEKIApUPYIOT OTCYT-
CTBHE SIBHBIX U IIOTEHIMAIBHBIX KOH(INKTOB HMHTEPECOB,
CBSI3aHHBIX C MyOJMUKaIMel HACTOAIIEH CTaThu.

Hcrounuk ¢uHaHcupoBaHusa. ABTOpBl  3asBISIOT
00 OTCYTCTBMM BHEIIHETo (PMHAHCHPOBAHMUS IIPH ITIPOBEJIE-
HUHU UCCIIEOBAHUS.

HNudopmupoBanHoe coriiacme Ha MyOJuMKanuio. As-
TOPHI MOJTYYUIIN MHUCBMEHHOE COIIache 3aKOHHBIX INpeJCcTa-
BUTEJICH MalWeHTa Ha IyONMKAIUI0 MEAWIIMHCKUX JaHHBIX
u QoTorpaduii.
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