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HUHTETPALIUSI MOJIEKYJISIPHO-TEHETUUYECKHUX METO/IOB B
AJITOPUTM PAHHEHN JUATHOCTHUKHN CEHCOHEBPAJIbBHON
TYTOYXOCTH Y JETEN

Manpumona A.I'., Mamapudos X.I11.

AxTyanbHocTb. CeHcoHeBpanbHas Tyroyxoctb (CHT) y nmereil octaércst onHOM u3

Haubosee aKTyaJlbHbIX MpPOOJEeM COBPEMEHHON OTOPWUHOJIAPUHIOJIOTUA U MEIULUHCKON
TEHETUKHU. PaHHAS TMarHOCTHKA HAapYILIEHUH CIIyXa UIPaeT KJIIOUYEBYIO POJIb B IPELYNPEXKICHUN
3aJIep’)KKH PEYEeBOro0, KOTHUTUBHOTO U ICHUXO3MOIIMOHAIBHOIO pa3BUTHUSA. B mocnegHue roisl
MOJIEKYJISIPHO-TEHETUUECKHE METOJbl, B YaCTHOCTH NojuMmepasHas uenHas peakuus (IILP),
MOJIyYaloT UIMPOKOE PacIpOCTPaHEHHE B KIIMHUYECKOW MPAKTHUKE KaK BHICOKOMH(OPMATHUBHBIN
MHCTPYMEHT BBISBJICHUS HACIEICTBEHHBIX (opM Tyroyxoctu. llean ucciaenoBanus. Hacrosiiee
WCCJIeIOBAaHNE HAIpaBlIeHO Ha pa3paboTky anroputma panHero BbeisiBieHuss CHT y nmereii c
BkitoyeHueM IILP-nmuarnoctuku. Matepuaiabl U Meroabl. OOcnenoBanel 235 nerelr ¢
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YCTaHOBJIEHHON HEHPOCEHCOPHON TYrOYXOCTBIO Pa3IMUHOM CTENEHU TshKecTH. Y 132 manueHToB
MIPOBEJICHO MOJIEKYJISPHO-TEHETUYECKOEe TECTUPOBaHHE Ha Haubosiee yacThle MyTallMM B IeHax
GJB2, SLC26A4 u MT-RNR1 ¢ npumenennem merona I1LIP. PesyabTaTrsl. Myranuu B GJB2
BBISIBIICHBI Y 29,5% o6cnenoBannbix, B SLC26A4 —y 12,9%, B MT-RNR1 — y 4,5%. Y 12,9%
nereil ObTM OOHapy)KeHBI BapUaHTHl HeompeaeaEHHOW kiaumHudeckor 3Haunmmoctu (VUS), a y
40,2% wmyTaluu HE BbIABJICHBI. JlaHHBIE MOATBEPXKAAIOT JAOMHHHUPYIOLIEE 3HAUYCHHE MYTalMi
GJB2 B cTpykType HecuHapoManbHoi BpoxxaéHoit CHT, a Takxke IeMOHCTPUPYIOT BBICOKYIO
KIMHUYECKYI0 3HauuMoCcTh SLC26A4 u MT-RNRI1 npu nporpeccupyrommux U OTOTOKCUYECKH
00ycioBieHHbIX (popmax Tyroyxoctu. [lomydyeHHble JaHHBIE TTOATBEPAUIN BEAYIIYIO POJIb T'eHa
GJB2 B cTpykType HecunapomaibHor Bpoxa¢HHONM CHT. Takke BbIsIBIE€HA BBICOKAs 4acTOTa
MYTaIlMi{, aCCOIMMPOBAHHBIX C MPOrPECCUPYIONICH W OTOTOKCHYECKOW (hOpMamMH TYrOyXOCTH.
DTO 103BOJIIIIO CHOPMHUPOBATH KIMHUYECKUH aJlfTOPUTM 00CIeIoBaHus ¢ ucnoyib3oBanueM I1LP,
BKJIIOYAIOIIUI 3Tambl CKPUHHUHTA, OIEHKH (DaKTOPOB pHUCKA, HA3HAYCHHS TECTUPOBAHUA U
NATUCTYNEHYAThld ~ QITOPUTM  paHHEW  JAMArHOCTUKM,  BKJIIOYAIOUIUMH:  HEPBUYHBIN
aynuonorndecknii ckpuHuHr (OAD, aABP); omenky ¢axTopoB pucka (CeMeWHBIH aHaMHE3,
NepUHATaJIbHBIE OCIIOKHEHUS, OTOTOKCUYHBbIC mpemnapatsl); HazHaueHue [IIP mpu nammuuun
OTKJIOHEHUH WK (PaKTOPOB PUCKA; HHTEPIIPETALUIO PE3YIBTATOB C MAPIIPYTU3AIIUEH K TEHETHKY
U cyploJiory; popMupoBaHue UHIUBUIYaIbHOTO TUIaHa HaOmoaeHus U peadmuranuu. Ocoboe
BHUMaHue yneneHo Mytauuun MT-RNR1, BbigBieHue KOTOpoil MHO3BOJMIO CBOEBPEMEHHO
OTMEHUTh OTOTOKCUYHYIKO TEPANMI Yy MAlUHWEHTOB, TEM CaMblM IPEJOTBPATHB pPa3BUTHE
BTOPUYHON Tyroyxoctu. BbiBoabl: Murerpanms IIL[P-auarHOCTUKM B aIrOpUTM pPaHHETO
BeisiBiieHHst CHT y nereil mo3BojisieT 3HAYMTENbHO MOBBICUTH 3((GEKTUBHOCTh TUArHOCTUKU
HACJICJICTBEHHBIX (POPM TYTOyXOCTH, NEPCOHAIM3HPOBATH MEIHIIMHCKOE BEICHUE MAIMEHTOB,
COKpAaTUTh CPOKH IIOCTAHOBKHM JIMAarHO3a U TMPENOTBPATUTh pPAa3BUTHE THKENMBIX (dopM
MHBAJIN/IU3ALINH.

OYHKIIMOHAJIBHOE COCTOAHHUE CJIYXOBOT'O AHAJIM3ATOPA Y
HOBOPOXJIEHHBIX: KIMHUYECKUE ACHEKTHI U
JANAT'HOCTHYECKHUE ITOAXO/AbI

Manpumosa A.I'., Cynranosa 1.b.
Ypeenuckuu punuan TMA

AKTyaJbHOCTh. CEHCOHEBpAJIbHAS TYTOYXOCTh Y HOBOPOXKAEHHBIX SIBJISETCS OJHOM U3
BEAYIIMX MPUYMH HApYyLIEHHUs CIyXOpPEeueBOro pa3BUTHs M paHHeW mHBanuauzanuu. Hambonee
ySI3BUMBIMH CUUTAIOTCS JI€TH, MEpeHECIINEe TIepUHATAIbHBIE OCIOXKHEHHS, TAKUE KaK TUIIOKCHS,
acuKcHs ¥ runepouIupyOuHeMus. ITU COCTOSHUS MOTYT MOBPEXIaTh Kak nepugepuyeckue,
TaK ¥ LUEHTpaJbHbIC 3BE€HbS CIYXOBOI'O aHaau3aTopa. B cBs3M ¢ ATUM KpaiiHe Ba)HO MPOBOJIUTH
KOMILJIEKCHOE ayIUO0JIOrHUecKoe 00cieI0BaHNe YK€ B MEPBbIe JHU JKU3HU JUIsl CBOEBPEMEHHOIO
BBISIBJICHUSI HapylleHud U Havyana peabwiurtanuu. Leab ucciaenoBanus. VM3yuuth KIMHHUKO-
(byHKLIMOHAJIbHBIE OCOOCHHOCTH CIIYXOBOT'O aHAJIM3aTOpa Y HOBOPOXKIEHHBIX C NMEpUHATAIBHON
MaTOJIOTUEN M ONpeAeTUTh JAMATHOCTUYECKYIO II€HHOCTh COBPEMEHHBIX ayIHOJIOTHYECKHX
METOJIOB — 3aJIep>KaHHOW BBI3BAaHHON oToakyctuueckoil smuccun (3BOAD), mpomykTos
uckaxeHus: oroakyctuueckor smuccuu (IIMOAD) u KOPOTKOIATEHTHBIX CIIYXOBBIX BBI3BAaHHBIX
norennuanoB (KCBII). Marepuaast u Meroabl. B wuccrnenoBanue BiiItodeHo 115
HOBOPOXIEHHBIX: 35 mepeHecnu acpukcuto, 60 — runepobunupyonnemuto, 20 — cocTaBUIn
KOHTpOJbHYIO rpynmy. OOcienoBaHue MNPOBOAMIOCH C HCIOJNb30BAHUEM THUMIIAHOMETPHH,
3BOAD, ITMOAD u KCBII. Iloka3atenu cpaBHUBAIMCh MEXIAY OCHOBHBIMH U KOHTPOJIBHOMN
rpynnamu ¢ npuMeHeHueMm t-kpurepus CrbrofeHTa M Kputepuss Manna—-YutHu, p < 0,05
CUMTAJOCh CTaTHUCTUYECKH 3HauuMbIM. Pe3yabrarbl. B pamkax wuccinemnoBanus ObLIO

oOcieoBaHo 115 HOBOPOXKIEHHBIX, pacHpelenéHHbIX Ha Tpu rpynmel:— ['pymma I — 35
HOBOPOXIEHHBIX C TepuHaTanbHOM acukcuei;— I'pynma II — 60 HOBOpOXIEHHBIX C
KJIMHUYECKH 3HAYMMOM rumnepOmnupyounemueii;— Kontponbhas rpynmna — 20 JTOHOIIEHHBIX
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