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Ileab padoOThI:

Ha npumMepe KIMHUYECKOT0 CJIy4asi HOBOPOKICHHOI0 ¢ MUKPOTHEH U aTpPe3uer CJIyXOBOro mpoxo/aa

NPOAHAJM3UPOBATD:

COBPEMEHHBIE TIPE/ICTABIEHUS O NaToPr3UOJIOTHYECKUX MEXAHU3MAX 000CHOBAaTh HEOOXOUMOCTh YIITYyOJIEHHON

TEHETUYECKOU apXUTEKTYPE MOJICKYJISIDHOU TUATHOCTUKH LA

ONTAUMU3AIMN TAKTUKU BEJICHUS
3a00JIeBaHU




MaTtepuajbl 1 METOAbI

[IpencraBneH KIWHUYECKUH ClIydyadl HOBOPOXIAEHHOTO C BPOXIEHHOU
IPABOCTOPOHHEN ATPE3UEN HAPYKHOTO CIIYXOBOI'O ITPOXOJAa U MUKPOTHUEH,
HAOJIFOJJABIIErOCsl B HEOHATOJOTMYECKOM OT/ACICHUH IEPUHATAIBLHOTO

nentpa r. Cemeit B 2026 .

[IpoBeneHbl  KIMHUYECKOE  HAOJMIOJCHWE,  aHaau3  MEIAUIMHCKON
JOKYMEHTAlMM W HHCTPYMEHTaNbHBIX HcciaeaoBanuid (Y3U, O9xoKIT,
HelpocoHOTpadusi), a TaKkKe O0030p COBPEMEHHBIX IyOJUKAIUKA 10

CIIyXOBOW peaOMINTAIIUN U XUPYPTUUECKON KOPPEKIIMHU JAHHOW MaTOJIOTHH,

2>



I'eHeTHYECKHN 3HAYMMBIE (PAKTOPHI AaHAMHE32

Bo3zpacrt matepu: 42 roaa

AKymiepckuil anamHe3: 9-1 0epeMEeHHOCTh, 6-¢

poabl. B anamHese: 3 MeaUIIMHCKUX abopTa, 1

", HecocTosBIMiica abopt (9-10 Hem).

- Ilpenaranbuas ynpTpasByKoBas AMarHOCTUKA
}- (cpok 20-21 nenens):
E BrisiBiieH runepaxoreHHbin pokyc (I'9dD) B
| IEBOM KeNyI0UKe Cep/lia IJI0a pa3sMepoM 2,3

MM.

Koncynbranus renetuka (13-14 ven):
bepemeHHas oTHECEHA K TPYIINE PUCKa I10
BO3PAacTYy.

MHBa3uBHAas NpeHaTadbHas JUArHOCTUKA

(UI11): Otka3 poauTese.

KJIMHUYECKUU
CJIVUAU

HoBopoxnennbii Mmaibuuk, 40 HEnEnb 4 qHs
recTaliu.
Macca tena: 5445 r. JIlnuHa: 62 cM.

Onenka 1o mkane Genrona: > 90-ro nepueHTUIIS.

JJOKAJIbHBIN CTATYC
* IIpaBoe yxo:
o MuKkpoTHs (TUIIOIIa3Usl YIITHOW pAKOBHUHBI)
o [lomHas aTpe3ust HAPYKHOTO CIIYXOBOT'O
Ipoxo/Jia
» JleBoe yxo: CpopMHUpOBaHO MPABUIIHHO, CTyXOBOU

IpoxoJ CBO0OIeH, 0€3 MaTOJIOTHH.

COIIYTCTBYIOIIAA ITATOJIOI' A

TpaH3uTOPHOE TAXUITHOD HOBOPOKICHHBIX,

noTpeOOBaBIIIEE PECIIMPATOPHON MOAAEPKKH METOIOM
nCPAP B TeueHune 2 4acos.

HeBposornueckuii craryc (rmpu poxxacHun): CHUKEHUE

MBIIIIEYHOT'O TOHYCA, BAJIOCTh PEPIECKCOB BPOKICHHOTO

aBTOMAaTHu3Ma.




Pe3yabTaThl HCCJICT0BAHMA
AHAJIN3 O®ULIMAJIBHOU CTATUCTUKU PECITYBJIMKAHCKOI'O LIEHTPA
DJIEKTPOHHOI'O 3JIPABOOXPAHEHHNA 3A 20152025 1T.

PernonapHusie pasjan4us

BrisiBieHA CylleCTBEHHASA PETUOHAIBHAS
BapUa0EIbHOCTh YaCTOThI aTPE3UH U

MUKPOTHHW/aHOTUHU

TORCH-undpexknun

Marepu nerer ¢ MUKPOTHUEN 3HAYUTEIILHO Yallle
nMmenu TORCH-undpeknm Bo BpeMs OSpeMEHHOCTH

(45,8% nipotus 7,3% B KOHTPOJIE)

XMMH4YEeCKHE BO31eUCTBUSA

KonTakTt ¢ xumnueckumu Bemiecrsamu: 18,1%

npotuB 8,1%

AJIKOT0Jb

Ynorpebaenue ankoroiisi: 31,9% marepeit netei ¢

MUKPOTHUEN
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[TpoaHanm3anpoBaHoO 40 nccnegoBaHMM, BKIOYeHO 1097
MNauMeHTOB C MUKPOTUEN

| cTeneHbL
2.3%

CuHOpOMBI, accouyMMpoBaHHbIe C HHHPHTHEFI

Il cTeneHb

24.3% CHHOpOM YacTtoTa OCHOBHOW reH
['eMmndaumanbHada 94 80% TCOF], sIXx2, HSPA9
MUKDocomMmMa (CFMI
CvHOpOoM Tpuyepa- 230% TCOFT
KonnwHza (TCS)
Oculo-Auriculo- 0,70% TCOFI, ATP&VIE]

Vertebral spectrum

Ill cTeneHb

7.3% Tumn - o
]
PacnpeneneHue Nno CTENeHSM TSHIKECTU MyTallk
Missense 40 52.63%
Ton-5 reHoB (0bwaga YyactoTa): |
TCOF1 — 32,8% (28 cryyaes) Deletion 24 51,58%
GSC (3K30H 2) — 6,8% Silent 9 11,84%
FANCB — 4,6% Frameshift 2 2,63%
SIX2 — 3,4%
Nonsense | 1,52%

HSPA9 — 3,4%
Ob6LMM 76



1 pa3a

AyaH0JIOTMYeCKUNA CKPUHUHT
(ABR, ASSR)
ITepBbie MECSIIBI KU3HU
OOBeKTHBHAS OLIEHKA CiIyXa.
BrisiBIeHHE KOHTYKTUBHOM

TYTOYXOCTH.

TakTuKa BeaeHus

2 pasa

KT BHCOYHBIX KOCTEH

[lI;mranoBo (B HamIEeM ciaydyae — B 2
MeEC.)
O1eHKa CTEIICHU aTPE3HH,
COCTOSIHUS LIEMTN CIIYXOBBIX
KOCTOYEK, BHYTPEHHETO yXa.
KputrnduHO 11T 1aHUpOBAHUS

Onepalum.

3 ¢pasa

Cayxonpore3upoBaHue
(BAHA/Softband)

Jlo 1 roga (mpu AByCTOpPOHHEH
WJIM TSDKEJIOM OJHOCTOPOHHEU
TYTOYXOCTH)

PanHss cinyxoBasi CTUMYJISIIUS,
pazButue peuu. IPHEeKTUBHOCTD

BBICOKAs.

4 ¢pasa

Xupypruyeckas
PEKOHCTPYKIIMSI
[Tocne 4-6 net
PekoHCTpyKIIHSA yIIHON
PaKOBHUHBI (AyTOJIOTUYHBIN
XPSII/UMILTIAHT) + MSCOILIACTHKA.
Yenex — 70-80% nipu

MpaBUIBHOM OTOOpE



[Ipu aTpe3nun Hapy>KHOTO CIIYXOBOTO IPOX0Jia CTAHAApPTHASI TOHAJIbHAS ayIMOMETPU MAIONH(POpMaTUBHA (OCOOEHHO y AETEH PaHHETO

BO3pacTa), TaK KaK 3BYK HE IIPOBOJUTCS Y€PE3 OTCYTCTBYIOMINIA KaHAJ.

Pemrenne: KCBII 1o kocTHOM MPOBOAUMOCTH ol
YTo paeT >>>>>
‘cno3BOJ1ﬂeT OTJIUMYUTH KOHAYKTUBHYIO TYTOYXOCTH OT p2 ¥ (p/300 : . l
PAMR X

HEUPOCEHCOPHOU U UCKIIFOUNUTH PETPOKOXJIEAPHYIO IMATOJIOTHIO. KC B n / \

'
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‘ O1neHnBaeT COCTOSHUE BHYTPEHHETO yXa U CITyXOBOI'O HEPBA JTAXKE ¥ ’ ' Pa > '.
' ol ' '
'
IIPU [IOJIHOM OTCYTCTBUHU HAPYKHOTO CIIYXOBOI'O MPOXOa. ' o ! . | G- -
: - y '
AV |
Kak 310 BiIMsieT HA TAKTUKY BeACHUA? v N - -
A - ST e | )

\..
‘ [TokazaHus K XUPYPru4ecKOi pEKOHCTPYKIUMH CIIyXOBOIO IIPOX0/1a CnyxoBo# Heps | |
¥ CTBON MO3ra P Ny

(ecIu BHYTPEHHEE YXO COXPaHHO — OIlepalldsi UMEET CMbICI)
Cpenrute 4@
KOpf(OBble

‘ HeoO0Xo1uMOCTh paHHETO CIYXONPOTE3UPOBaHUs (KOCTHBIE

arnmaparhl Ha MSATKOM moBsizke, BAHA) mis npoduiakTuky pedeBbIx

Pesynbratel KCBII onpenensitor:

y 1 2 S 10 20 50 100 200 500 1000
HapyLICHUU.
Bpems, munnucekyHab!

‘ [Iporuo3 peueBoro pa3BUTHs PEOCHKA.



OCHOBHBIE METO/AbI C/1YXOPEABUJINTALIUHA

Hexupypruueckmuii (BAHA/Ponto Ha [Tnrocht:

noBsizke, ADHEAR). PaHHSS CTUMYIAIUS CITyXa, HCUHBA3UBHO

C 04 mec. (0ocoOeHHO IpU ABYCTOPOHHEH Mumnycer:

aTpe3un) Kocmernueckuit fuckom@opTt, JaBieHUE Ha KOXKY

ITmroCHhI:

NMmIaHTBI KOCTHOU MPOBOAMMOCTH

CradunpHoe yIIy4IllIeHHUE cIyXa, HET pUCKa pecTeHO3a
Ilocne 5 netr

MuHnycChI:

Puck koxxHbIX peakuuii (10 44%), noteps umiuianTa (10 25%)

IImrocHr:
PeKOHCTPYKIMSA CJIYXOBOI'0 KaHAJIA ECTeCTBEHHBIN IMyTh 3ByKa, BO3MOXXEH OTKa3 OT arrapara
Ctporo no oroopy (KT >7 GamnoB no SApcaopdepy), gaiie MHUHYCHI:

nocie 6-12 ner o
Bricokuii puck pectenosa (20-30%), cHukeHue ciryxa co

BpPEMEHEM




NMpakTnyeckasd 3HAYMMOCTb PaboThl

HeoHaToJ10rus ¥ neauaTpuss — paHHUU e OTopuHOTaPHHI0/10TUs1 U CYPAOJIOT

MEePCOHATUZANMUSA CJAYXOPeadOUINTAUH

'S R

@ cxpuHHEHT
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- o Mukpotus u arpesust HCIT MoryT GbITh MapKepaMu CKPBITOM * Panusas oObekTUBHAS ayﬂﬂonorquCKaﬂ OLIEHKa 00s13aTeNbHA.
r reHEeTHYECKOM MaTOJIOTHH. * Metoa Beioopa — KCBII 1o KOCTHO# IIPpOBOAWMOCTH.
;o  «KpacHble Qpnarm»: MaKpocoMHsl, BO3pacT MaTepu >35 ner, * llossonser:
MIPEHATAJIbHBIE 3XOMAaPKEPHL. * nuQepeHIPOBATH TUIT TYTOYXOCTH,
e HeoOXoauMOCTh paclIupeHHOro 00cie0BaHUs U paHHEH * OOpEACINTH IIOKa3aHusA K CITyXOHPOTEC3NPOBAHUIO,
KOHCYJIbTALIUU T€HETHKA. * MPOTHO3UPOBATH 3PHEKTUBHOCTH XUPYPTHUH.

MeanuuHCKasa reHeTUKA — AJITOPUTM

AUATHOCTUKH XUPYprusg — NJIaHUPOBAHHE ITAIMHOIO

» MI'eHeTHuecKas reTeporeHHOCTh MUKPOTHH TpeOyeT

. JIeYeHUus
nuddepeHInPOBAaHHOTO NOAX0 1A, 4

e TakTHka 3aBUCUT OT FT€HETUYECKOI'0 U ayUOJI0THYECKOTO
e CunapomaibHbie popMbl — npuoputeT aHaiauza TCOFI.

npodus.

* HecunapomainbHbie GOpMbl — TaPreTHOE CEKBEHUPOBAHUE
(GSC, HOXA?2).

 [Ipennourenue metoaam, BeisBisoUM SNV 1 CNV (WES,
CMA)

e KoopauHaius peKOHCTPYKIIUM YIITHOW PAKOBUHBI U

aTPE3UOTUTACTHKH.
« KT-xputepuu (mkana Jahrsdoerfer) — ocHoBa oT60pa

MTAIEHTOB.



BLIBOJIbI

ATpe3nsi Hapy»XHOrO CIIyXOBOIO IPOXOJa |
MHUKPOTHS YIIHOM PAKOBHMHBI 4Yallle BCTPEYAKOTCS
OJHOCTOPOHHE, IPU 3TOM HPOTUBOIOJIOKHOE YXO
MOET OBbITh AaHATOMUYECKU HOPMaJbHbIM. B Hamiem
ciiyyae y peO€HKa BbISIBJIEHA OJJTHOCTOPOHHSISL aTpe3us
C MHKpPOTMEW TIPaBOro yxa, COMYTCTBYIOIIHE

aHOMAJIMU HE OOHAPYKEHBI.

Pannsisi ayauosornueckasi oneHka merogom ABR u
ASSR  mno3BoisieT  BBIABIATH  KOHJIYKTHUBHYIO
TYyTOyXOCTh Ha PaHHUX CTaAUSX, KOHTPOJUPOBATH
pa3BUTHUE CiIyXa M IMPU HEOOXOAMMOCTH Ha3HAYATh
CIyXOMPOTE3UPOBAHUE KOCTHOM MPOBOJUMOCTH JIJIs
CTUMYJISIIMM PE€Yd M COLMAIBHOM  ajanTanuu

peOEHKa.

.

JlnHaMHu4eckoe HaOJIFOICHUE, IIAHOBOE
oocnenoanne (KT BHCOUYHBIX KOCTEH) M CHCTEMHas
OIICHKA COITYTCTBYIOIIUX aHOMAJIUM O0O0ECIEeUnBaIOT
IIPABUIILHOE IJTAHUPOBAHUE XUPYPruuecKou
KOPPEKIMU. OTamnHasg PEKOHCTPYKIUSA HAPYKHOTO
CIIyXOBOTO MPOXOJa W YIIHOW PaKOBHUHBI mocie 4—5
JIET MO3BOJISIET BOCCTAHOBUTH CIYXOBYIO (DYHKIIUIO U
ACTETUYECKMU BHJ, CHWXKACT IICUXOJIOTMUYECKUM

IUCKOMQOPT.

Kommnekcnoe Benenue manueHToB ¢ arpesunerd HCII,
BKJTFOYAOIIIEE HaOJII0ICHNE, paHHEe
CIIyXOINPOTE3UPOBAHUE U TUIAHOBYIO XUPYPTHUECKYIO
KOPPEKIHIO, obecrieurBaeT ONTUMATHHBIC
(yHKIIMOHAIBHBIE W ACTETHMYECKUE PE3YJIbTaThl,
MHUHUMM3UPYET PUCKHA OCIOXKHEHHM M 00eCcreYruBacT

MMPpEEMCTBCHHOCTD JICUCHU.




CINMACUNDBO 3A
BHUMAHWE




