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KiaroueBnie cjioBa

pacuiennHa ryosl U HeOa, SIMOUYKH Ha rydax



Cnmcok cokpameHui

BIIP — BpOXIECHHBIN IOPOK PA3BUTHUS

KT — xomnbrorepHast Tomorpadus

MPT — marauTHO-pe30HaHCHAsE TOMOTpadus
CBB - cungpom Ban-nep-Byna

V3U - ynbTpa3ByKOBOE UCCIICIOBAHUE

UJIO — yentocTHO-NUIIEBast 00IaCTh

I[HHC — ueHntpanbHas HEpBHas cucTeMa

O0I" — anexrposnuedanorpadus



TepMHUHBI U onIpeIeIeHUsA:

Pacuesmua ryobl U /mim Heba — 3TO TSHKENBIA TTOPOK PA3BUTHS YEIIOCTHO-IHUIICBON 001acTH,
NPOSIBIIAIONINICS HapYIIEHUEM HENPEPhIBHOCTH BEpPXHEH T'yObl, aJlbBEOJSIPHOTO OTPOCTKA WU
HeOa ¥ COMPOBOXKIAIOIIMNACS 3HAYUNMMBIMU (PYHKIIMOHATBHBIMH HAPYILICHUSIMH.

CI/IHIIPOM — 9TO COBOKYITHOCTb CUMIITOMOB C O6H_II/IMI/I 9THOJIOTHEH U TIaTOT€HE30M.



1. Kparkas undopmauus

1.1 Onpenesenue

Cunapom Ban-nep-Byna penkuii TeHETHYECKHH CHHAPOM OTIWYUTEIBHOM OCOOCHHOCTHIO,
KOTOPOTO SIBJISIOTCS SMOYKH Ha HIDKHEN ry0e, 4acTo B COUYETaHUH C PACUISIMHON BepXHEH I'yObl
U /uiu HEOA U OTCYTCTBHEM BTOPBIX mpemostsipos [1,2,3,9,10,11].

JlanHOoe HapymieHue sBJsieTcs HauOojiee paclpOCTPAHEHHOH MOHOT€HHOW NPUYHHOM
paciieaHbl BepXHel ryosl U HeOa u BcTpeuaeTcs y 2% MalueHTOB ¢ JaHHBIM TOPOKOM. SIMoukH
Ha HIKHEW rybe BcTpeuatorcss y 80% NalMEeHTOB U ABISAIOTCS €IUHCTBEHHBIM IPOSBICHUEM
3a0oneBanus y 64% mMalMeHTOB, OHU, KaK MPaBWJIO, PACIOJIOKEHBI JIBE€ CUMMETPUYHO, B
HEKOTOPBIX CIy4asX MOXKET OBITh TOJIBKO OJIHA SIMKA, PACIIONIOXKEHHAsI MOCEPEANHE TYObl HIIN
cOOKy. SIMOYKM TNpEeACTaBIAIOT CO0OM MalleHbKHE JOIMOJIHUTENbHbIE N0OABOUHBIE CIIOHHBIE
JKene3bl, B KOTOPhIX MOXXHO OOHApyXHTh MOCTOSIHHbIE HAKOIUIEHUS CIIOHBI U CIU3UCTHIC
BbIAiesIeHHs. C BO3pacTOM, OHM YaCTO CTAHOBSITCS MPOCTHIMU M OTHOCUTENBHO MaJI0O3aMETHBIMU
yrnyonenusimu. KonnuectBo, riiyOnHa, AMAMETp U APYTUE XApAKTEPUCTHUKU ITUX SMOK MOTYT
CUJIbHO BapbUPOBATH BHYTPU OJIHON CEMBHU.

Paciienunel BepxHe ryObl U /uiu HEOA, TaKKe YaCThIM MPU3HAK, OH AuarHoctupyercs y 21 %
nanueHToB. PacimienuHbsl BepxHed TyObl MOryT OBITh OAHO WJIH JABYCTOPOHHHUMH C
3aTparMBaHWEeM TBEPAOrO0 U MATKOro HeOa. MHOTIa BCTpEUaroTCs MOACTU3UCTHIC PACIICTUHBI
HEOA, KOTOphIE MOTYT OBITh MPOMYIIEHBI MPH OOBIYHOM BH3yaJbHOM OcMoTpe. Pacumieruienue
HEOHOTO S3pIYKA TAK)KE MOKET MPUCYTCTBOBATH Y HEKOTOPHIX Jinil ¢ CBB.

['unogonTHs (OTCYTCTBHE HEKOTOPBHIX 3yOOB) SBIISETCS OJHUM M3 CaMbIX PacIpOCTPAHEHHBIX
3yOHBIX MPOSIBICHUN Y JIeTel ¢ 3TUM cuHapoMoM [1,2].

V¥ nauuentoB ¢ CBB poct, pa3BUTHE U HHTEIUIEKTyaJIbHbIE CIIOCOOHOCTH HE CTPAJAlOT.

1.2 ITHOJOTrHS U IATOIe¢HEe3

CBB wumeer ayToCOMHO-IOMMHAHTHBIM THUII IEepeladd € IEHETpaHTHOCThIO A0 80% wu
pasnmuuHOit  3KcmpeccuBHOCTRIO [1]. OH o0ycnmoBiaeH Myranued TeHa wuHTEp(EepoH-
perynupymoiiero TpanckpunimonHoro ¢gakropa 6 (IRF6), koropslii pacmofiokeH Ha JTMHHOM
wieue 1-ii Xxpomocomsl B perumoHe 1q32-q4l, ydacTByromeM B pPa3BUTUM SIUAEpMUCA U
pErysiuy pa3BUTUSL YepemHO-TuIeBol oOmactu. Mytanun IRF6 Takke MpUYMHHO CBSI3aHBI C
CHHJIPOMOM MOJKOoJIeHHOro ntepuruyma. [logospenne Ha CBB ocHOBBIBaeTCS Ha KIMHUYECKUX
JAHHBIX M MOXET ObITh IOATBEPXKIEHO € IOMOUIBIO  MOJEKYISIPHO-T€HETHYECKOrO
oOcnenoBanus Ha IRF6, uto nenaer noctymnHoi 6osiee TOYHYIO MOCTAHOBKY JAMarsHo3a. Myrauuu
reie IRF6 moryr BbI3bIBaTh cuHApoM Ban-nep- Byna, HO M CMHAPOM MOJKOJIEHHOHN CKIAaIKH.

3amMeueHo, 4To 00a CHHIPOMa MOT'YT BCTPEUYaThCs B OJHUX U TEX XKe ceMbsix [2,6,12].
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1.3 InuaeMuoa0rus

[MomynsrmonHas yacrota cuaapoma — ot 1:100000 mo 1:80000 poskaenwmii [1,7,8]

y €BPOIIEUCKUX U a3UaTCKUX HapoAHOCTEH. [lopaxkaeT My>KUMH U KEHIIVH B PABHOU CTEIICHH.
Oto Hanbonee pacpOCTPaHEHHBIM HACTIEICTBEHHBIN CHHAPOM, MPOSBIISIOMIUIACS paclieTuHaMU
BepxHel Tyos! niau HEOa, ObuT onucan DHH Ban-nep-Bayzae B 1954 rony[2].

1.4 Konuposanue no MKB 10.

Q38.0

2. /ImarHocTuka

2.1 7Ka100b1I M1 aHAMHE3

[Tarmmenter CBB MOryT mpeabsBisATh KajJo0bl HAa HAJMYME PACIICIMHBI IyObl U / umn HEOa (y
JMII CTapIiero BO3pacTa MOTYT OOHAPYXHUBATbCA CIEAbl XHPYPTUYECKOH KOPPEKIUH,
Mpou3Be/ICHHbIEC Ha HeOe Win ry0e) U IMOYKH Ha HWXKHEH Ty0oe. B HEKOTOPBIX Cilydasx MOXKET
OBITh TMIIONOHTUS (OTCYTCTBUE JATEPATIbHBIX WM MEAUAIBHBIX PE3LIOB, KIBIKOB, IPEMOJISIPOB
Ha HIDKHEH YeNTI0CTH) KaK eJHHCTBEHHOE TIPOSBICHNUE CHHPOMA.

Tak xkax CBB umeer ayToCOMHO-TOMUHAHTHBII THI HACJIEJOBAHUS HEOOXOJMMO OCMOTPETh
pOIUTENEN € LENBIO UCKIIIOUEHUS CX0XKHX IPOSABICHUM, COCTAaBUTh POJIOCIOBHYIO HA IIPEAMET
HaCJIEICTBEHHOM OTATOIIEHHOCTH 110 BPOKACHHOM MAaTOJIOIUU YEIIOCTHO-THMIIEBOI 00acTu U

HAJIMYHUC Y YWICHOB CEMBbH IITCPUTUYMOB.

2.2 Pu3uKajJIbHOe 00Cae10BAHUE

o PexomeH0BaHO MPOBEACHKE OOIEro OCMOTpA: OLIEHKa (PeHOTHIIA.

[lpr ocmoTpe MOXHO YBUACTH XapaKTepHbIE SMOUYKM Ha HW)KHEH Try0e B COYCTaHUH C
pacuieIMHON BepxHel TyObl 1 /i HEOA, OTCYTCTBUE BTOPHIX MIPEMOJISPOB.

[Ipu ocmoTpe TooBEI oOpaliaeT BHUMaHUE HA: PACIMOJIOKEHUE I1a3 (THIEePTENIOpU3M), pa3pes
rJ1a3, HAJIM4YUe CPaIlIeHU BEK, SMHUKAHT, TEJICKAHT, CTpOeHHe Heba, paHHee BhIMaJeHUE 3y0OB,
THIOIUIA3Usl OMalHd, MHKPO W THUIOJOHTHS, COCTOSHHUS 3yOOB, HOTTEH, OKpacka CKIep,
OCMATPHUBAIOTCS TAJbIl KACTEH M CTON HAa HaJWMYUEe CHHIAKTHIWH, HeopMmanuili majblieB,
OonpeacsICTC MOABUKHOCTL CYyCTaBOB. I/ICCJIG,Z[YIOTC}I KOKHBIC TTIOKPOBBI Ha MPEAMCT aHI'MAPO34a,
TUIIOTPUX03a, IUTMEHTALUN, POCT BOJIOC, UX CTPYKTYypa. M3Mepsaercs OKpyKHOCTb T'OJIOBBL, POCT
M Macca Tella, OIEHUBACTCS COOTBETCTBHE JIaHHBIX WM3MEpPEHH BO3pacTy peOeHKa,
HEBPOJIOTUIECKHU CTATyC, CIYX.

YpoBeHb yoenuTeJIbHOCTH peKoMeHaanuii A (ypOBEeHb JOCTOBEPHOCTH J0KA3aTENIbCTB - 1)



KommeHnTapuu: swiwenepeuucnennvie npusHaku — AGNANOMCA  OCHOBHLIMU — KIUHUYECKUMU
nposenenusmu CBB ux npasunvrnas oyenxa - nepguunvim 36eHoM 00C1€008aAHUSL.
e PekoMeHIyeTCsl OCMOTP BpauOM-T€HETUKOM

YpoBeHb yoenuTeJIbHOCTH peKoMeHAanuii B (ypoBeHb 10CTOBEPHOCTH I0KA3aTEIbCTB - 2)

Kommentapuu:  Pacwenuna 2yber u Heba Modcem Ovlmb NPOAGIEHUEM MHOMCECEA
HACeOCMBEHHbIX CUHOpOMO8. [loomomy muyamenvhvili OCMOMP NO360Ji5lem NPeONnOIOHNCUMb
KOHKDEMHbIll  CUHOPOM, HA3HAYUMb CHeyuaibHoe 00C1ed06anue ¢ Yeuvlo UCKIIOYeHUs
B03MOJICHLIX conymcmeylowux namoao2utl. Ilpu 6visgneHuu MHONCECMBEHHBIX BPOHCOECHHBIX
noOpoKax pazeumus Hazwauaemcsi kapuomun (yumoeenemuueckoe ucciedosanue npodaHoq).
Bpau-cenemux nposooum coop anammesa, npu KOMOPOM 6blA8lsaem 0COOeHHOCMU MmedeHUs
bepemenHocmu (803MOHCHOE 8030elicmeue Mepamo2eHHblX YaKxmopos, npuem NeKapCmeeHHbIX
cpeocme 6 nepeoMm mpumecmpe OepeMeHHOCMU), 2eHeal02Ud4ecKUM MemoooM GblAGIen
cemelnblll xapakmep 3a0071e6aHus (Ymo, NpAMoO YKa3vlédaem HAa HACIe0CMEEHHYI0 NpUpooy) u

onpeodensiem mun HAc1e008aHUs NAMOA02UU (OOMUHAHMHDBIL, PeyecCUsHbLl, X-CyenieHHblll)

e PexomeHyeTcs OCMOTpP BpadoOM - YETIOCTHO-JIUIIEBBIM XUPYProM
YpoBeHb yoenuTeJIbHOCTH peKoMeHAanuii B (ypoBeHb 10CTOBEPHOCTH I0KA3aTeIbCTB - 2)
KomMmeHTapum: onpedenenue memooa, 3manog u Cpokog OnepamuHo20 Ne4eHusi pacujenrunvl
2youl u /unu Héoa.

e PexomeHyeTcs OCMOTpP BpadyOM-CTOMATOJIOTOM
YpoBeHb yoeauTeIbHOCTH peKoMeHaanuii B (ypoBeHb 10CTOBEPHOCTH I0KA3aTEIbCTB - 2)
KomMmeHnTapuu: oyenxka cmomamono2uyeckoco cmamycd, C80e8peMeHHOCU Npope3bl8aHuUs
3Y6008, onpedenenus 3y0H020 psada, HapyuweHue npuxkyca. Penmeenonoeuueckoe obciedosanue no
NOKA3AHUAM, CcaHayus noiocmu pma no Heobxooumocmu. ObyyeHue pebenka u pooumeinei
euzueHe norocmu pma.

e PexomeHyeTcs OCMOTpP BpadyoM- OPTOJJOHTOM
YpoBeHb yoeauTeIbHOCTH peKoMeHaanuii B (ypoBeHb 10CTOBEPHOCTH I0KA3aTEIbCTB - 2)
KommenTapuu: oyenums cmenenv deghopmayuu u nonodxicenue pazmeHmos epxmeti yearocmu,
npou3zeecmu OpmMoOOHMUYECKYI0 KOPPEKYUIO KaK 00, MAaK U nocie OnepamueHo20 1e4eHusl;

e PexomeHnyercs 0OCMOTP BpauyOM- OTOPHUHOJIAPUHTOJIOTOM
YpoBeHb yoenuTeJIbHOCTH pekoMeHaanuii B (ypoBeHb TOCTOBEPHOCTH JOKA3aTEIbCTB - 2)
KomMmeHTapum: onpedensiem Hanuuue CKpbimulX pacujeiun Heba, oyeHusaem cOCMOAHUA U

npedynpesicoaem passumie 0ciodicHeHut co cmopoust JIOP opeanos;

e PekomeHIyeTcst OCMOTpP BpauoM- TIeIUaTPOM
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YpoBeHb yoeauTeIbHOCTH pekoMeHaanuii B (ypoBeHb JOCTOBEPHOCTH JOKA3aTEIbCTB - 2)
KommenTapuu: neouamp oyenusaem obwee COCMOSAHUE NAYUEHMA, POCMO-8eCOBble
nokaszamenu, 6blA61Aenm CONYMCmMEYIowyio Nnamoaocuio, 20mosum nayueHma K niaHO08OMY
onepamugHomy emewiamenvcmay. llpu Hapywenuu numanus demeu ¢ pacujeruHou 2yovl u Heba
obecneuusaemcs adekeamuoe KoOpmeHue, UCNONIb3Ys CheyuaibHble NPUCnocoOIeHus. 30H0080e
numanue nooasisiem 8PONCOeHHbIl peghiekc 2nomanus, ycyeyonsem Heoopassumue eepxuel u
HUJICHell Yenocmu, Mvly Mazkozo Heba. He nokaszano y oemeiu ez conymcmsyrowel
namosnoz2uu, HO Modcem OblMmb UCNONL308AHO YV Oemell ¢ CUHOPOMANbHOU namono2ue u
HedonoweHHblx. [lepsoouepednoii 3adaueil se6nsemcs o0OyyeHue pooumenell NpPasUiIbHOMY
KOPMIEHUIO pebeHKA CYEHCEHHbIM 2PYOHBbIM MOJOKOM U CMeCAMU, NPOQUIAKMUKA ACRUPAYUU
nuwu 6 OvixamenvHvle nymu. Koumponv 6eca nposooumcsa edxceonesHo. Pooumenu
UHCMPYKMUPYIOMCSL NO UCHOIb308AHUIO CNeYUATUSUPOBAHHBIX OVIMBLIOK U COCOK.

e PekoMeHyeTcsi OCMOTpP BpauoM- HEBPOJIOTOM
YpoBeHb yoeauTeIbHOCTH pekoMeHaanuii B (ypoBeHb JOCTOBEPHOCTH JOKA3aTEIbCTB - 2)
KomMmeHnTapuu: oyenusaem negponocuieckuii cmamyc, nCuxo-momopHoe pazeumue pa3eumus
pebenka, npu nHeobxooumocmu HazHavaem Hetipogusuonoeuveckue uccreoosanusn: I3, MPT,
6udeo-231" monumopune.

e PexomeHyeTcs OCMOTpP BpauyOM-JIOTONE0M-1e(EKTOI0rOM
YpoBeHb yoeIuTeIbHOCTH peKoMeHaanuii B (ypoBeHb 10CTOBEPHOCTH I0KA3aTEIbCTB - 2)
KommeHnTapuu: oyenka peuyesoco paseumus u peuegol (HYHKYuu,  nposeoexue Kypca
oeghekmonozo-n1020nedutecko2o Jnevenus, odyuenue pedeHka u pooumenei J1020NeOUdecKuUM
npuemam. 3anamus ¢ 1020ne00M-0eeKmono2om NPoOOSMCs 8 3a8UCUMOCU OM 803paAcma
nayuenma.

Anddepennuanbuas nuarnoctuka CBB

OcHoBHOU nuddepeHITHaTbHBIA JUATHO3 - CHHIPOM OJKOJICHHOTO MTEPUTrHyMa, HaCIeayeMbIi
0 ayTOCOMHO-TOMHHaHTHOMY Tuly. CBB ornuuaercs Oonee MsIrkum (heHOTHIIOM, TOTJa Kak
CHHAPOM MOAKOJIEHHOIO INTEpUTHyMa XapaKTEpPU3YEeTCA IOAKOJEHHBIM HTEPUTHYMOM,
CHUHJIAKTWJINEH M aHOMAJIMSMHU HApPYKHBIX IMOJIOBBIX OpraHoB. UepemHo-IHIeBble 0OCOOCHHOCTH
9TUX JIBYX CHHAPOMOB 3HAUUTENBHO NEpPEKphIBAtOTCA. J[pyrue HapyuieHusi, KOTOpble CleqyeT
YUUTBHIBaTh TNPU TOCTAHOBKE AMArHO3a, - H30JIMPOBAHHOE pacUIeIIEHHE TyObl M CHHIPOM

Kabyku[3].

2.3 JIaGopaTopHasi AUATHOCTHKA

Tak kak Cungpom Ban-gep-Byna mnepemaercs ayTOCOMHO-IOMHHAHTHO C  BBICOKOM

neHeTpaHTHOCThI0 80% W pa3au4yHOW SKCIPECCHUBHOCTBIO BHYTPHU OJHOW CEMbHM JAHHBIE
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IIPU3HAKN MOTYT CHJIBHO BapbUPOBATh OT OTCYTCTBHUS PE3LOB, 0 MOJHOIO MPOSIBICHUAS TPHUAbI
cumMnToMoB. C 1eNbl0 YyTOUHEHHUS JUarHo3a MPOBOAMTCS MOJIEKYJISIPHO-TEHETUUYECKUI aHaIu3
JUIs  TIOMCKa MyTanmuid Bcel koaupyromie obmactu rena IRF6, wmerogom mpsimoro
CEKBEHHUPOBAHHS.

2.4 NHCcTpYMEHTAJIbLHAS IHATHOCTHKA

e PekoMeHIyeTCsl IPOBEICHHE YIbTPA3BYKOBOIO HCCIEAOBAHUS CEPALIA, MO3Ta, OPTaHOB
OPIOIIHOM MOJOCTH U 3a0PIOIIMHHOTO IPOCTPAHCTBA MPHU MOI03PEHUH Ha TOPOKHU
pa3BUTHAL.
YpoBeHb yoenuTelbHOCTH pekomMeHaanuii C (ypoBeHb 10CTOBEPHOCTH J0KA3ATEILCTB - 2)
KommeHnTapuu: xpaiine peoko, HO MO2ym 6cmpeuamsbcsi NOpoKU cepoya, mMo3ed, GHYMpeHHUX
opeaHos, Ha ocHose pe3yiomamos Y3U mocym Ovimb pekomeHO08ambl OONOIHUMENbHbIE
uccneoo8anusl.
e Pexomennyercs npoegenue KT, MPT romoBHoro mo3ra no noka3aHusim
YpoBeHb yoenuTeJIbHOCTH peKoMeHAanuii B (ypoBeHb 10CTOBEPHOCTH I0KA3aTEIbCTB - 2)
KommenTapuu: npu nooospenuu na BIIP [[HC, komopbie 8u3yaibHO He ONpedensiomcs.

e PekoMeHyeTCsl POBEICHUE ayTMOMETPUH
YpoBeHb yoenuTeabHOCTH pekoMeHaanuii C (ypoBeHb 10CTOBEPHOCTH 10KA3aTEJIbCTB - 3)
KommenTapuu: ayouomempus noseosnsem 00beKmusHo oyeHums cOCIMosiHue Ciyxa U eblsaeums

HelPOCEeHCOPHYI0 MY20YXOCMb, KOMOPAsL PEOKO, HO MOMCEMm 8CMPEemumsCsl.

2.5 NHas [MarHocTruka

He npenycmorpeno

3. Jleuenune

3.1 KoncepBaTuBHOE JIeUeHHE

Cnemuduueckoro yeuenus CBB He cymecTByeT, OJHaKO CHMIITOMAaTHYECKHE MEPONPHUSTHS
MOTYT 3HAUUTEIHHO O0JIETYUTH COCTOSTHUE OOJIBHOTO U YAYUYIINTh KA4eCTBO €T0 KU3HH.

Kommniekcnoe nedyenue aereit ¢ CBB — upe3BbIUaiiHO CIOXKHBINA, MHOTO3TAIHBIA MpoIiecc,
TpeOyromuii OOJIBIIOr0 ONbITa MPOBEACHHUS CTAHJAPTHHIX I[IJJAHOBBIX OMNEpaluil MOXO0XKen

HaITpaBJICHHOCTH.

YpoBeHb yoenurenbsHocTu pekoMmenaanuii C (ypoBeHb 10CTOBEPHOCTH 10KA3aTEIbCTB - 3)

3.2 Xupypruyeckoe Jje4eHue
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Pacmienunbl ryObl 1 HEOA TpeOYIOT XUPYPrUuecKOd KOPPEKIMH CPOKU U METOJUKU, KOTOPOM
OTIPENIENAIOTCS YETIOCTHO-JIMIIEBBIM XUPYProM (XEWJIOpHHOIUIACTHKA). PekoHCTpykuus Heba

0OBIYHO TPOBOJUTCS B BO3pACTe OKOJIO 12 mMecsIes.

YpoBeHb yoeauTeIbHOCTH peKoMeHaanuii B (ypoBeHb 10CTOBEPHOCTH I0KA3aTEIbCTB - 3)

PexoHCTpykIMsi HWXKHEH TyObl MOXET BKJIIOYaTh IPUMEHEHHE aJUIOTpaHCIUIaHTaTa M

OTIpeeNAeTCs TUIACTUYECKUM XUPYPTOM.

YpoBeHnb yoeauTeabHOCTH pekoMeHaanuii C (ypoBeHb 10CTOBEPHOCTH 0KA3aTEJIbCTB - 3)

XUpypruyeckoe HCCEUeHUE SIMOK Ha TyOe BBINONHSETCS NpU UHOUIUPOBAHUU, C IIENBIO
YMEHbILIEHUS JUCKOM(OPTa U B KOCMETUYECKUX LENAX (HalpuMep, AJs yIydlIeHHs] BHEIIHEro

BUaa FyGBI WJIN IJI1 YMCHBUICHU S CIIM3UCTBIX BBIHCHCHHﬁ).

YpoBeHb yoenurenabsHocTH pekoMenaanuii C (YypoBeHb 10CTOBEPHOCTH 10KA3aTEIbCTB - 3)

Xupypruyeckoe yJalleHWEe CIIOHHBIX MyTEHl pemraercs XUpPYyproM M 3aBUCUT OT CJIOXKHOCTHU

orepalyy (JUIMHBI CIFOHHBIX MyTEH U B3aMMOCBSI3H C IPYTUMH OJM3JICKAIIUMH CTPYKTYPaMH).

YpoBeHb yoenurenabsHocTu pekoMenaanuii C (ypoBeHb 10CTOBEPHOCTH 10KA3aTEIbCTB - 3)

3.2 Unoe Jeuenue

Ilcuxomornueckas IIOMOIIb. Knuanueckuii mmcuxoiior u COLIUAJIbHBIC paGOTHI/IKI/I OKa3bIBAKOT
MICUXOCOIHATILHYIO MOIEPIKKY CEMBE.

4. Peabniamnranus

Peabunuranus nanrentoB ¢ CBB npu Hanumuwu y HUX pacuienud ryosl U Heba rpyObix
BPOKJIEHHBIX [IOPOKOB PA3BUTHI HAIIPABIICHA HA CBOEBPEMEHHYIO CIIELIMAIIM3UPOBAHHYIO
MIOMOII[b, YTO TO3BOJISIET OOECIIEYUTh ONTUMAIIBHBI aHATOMUYECKHH 1 (DyHKIIMOHATIBHBIN

3¢ dexT neyeHrs 1 NpUBECTH K HOpMaIbHOMY (PU3NYECKOMY TICUXO3MOIMOHAILHOMY Pa3BUTHIO
pebenka. JleTu ¢ pacuienrHamMu TyObl 1 He6a 0OBIYHO 00YYarOTCs 10 CIEIUaTu3HPOBAHHBIM
nporpamMmam B CIICHUATIU3UPOBAHHBIX YYPCIKIACHUSAX. HCHCCOOGPaSHBI WHIUWBUYAJIbHBIC
mporpamMmaI OGy‘-IGHI/ISI B O6H_I€O6paBOBaT€.HBHBIX JOMIKOJIbHBIX U IIKOJIbHBIX YYPCKIACHUAX, TAC
JETH 00INAI0TCS CO CBOMMHU 3JOPOBBIMU CBEPCTHUKAMH.

PerynsipHocTs HaOII0A€HNI TAITMEHTOB MTO3BOJISIET KOHTPOJIMPOBATH KA4€CTBO MPOBOIMMOTO
JIe4YeHUs Ha MPOTSHKEHUU BCETo Meproia peaOuInuTalui U BHOCUTh KOPPEKTUBBI B TUIaH BEICHUS

nanueHTa B COOTBETCTBHUH BO3HUKIIINMHA U3MCHCHUSAMU.
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Taxxe HeoOXoaMMa CKOOPIMHUPOBAaHHAs paboTa KOMaH (bl CIELHMATUCTOB: YEIOCTHO-UIEBOIO
XUpypra, reHeTHKa, OpTOJOHTa, CTOMAaTOJIOra, OTOPUHOJIAPUHIOJIOTA, CYpIOJIOra, Meauarpa,
HEBpOJIOTa, Aedekronora-ioronesaa, ncuxosiora. PeabunurannoHHbie MEpONIPUATHS TPOBOISATCS
UCXO0/ U3 KOHKPETHBIX KIMHUUYECKUX CUMIITOMOB (HEBPOJOIMUYECKHUX, JIOTONEIUUECKUX U T.[.)
U TOAJEKAT PACCMOTPEHHMIO B COOTBETCTBYIOLIMX KIMHUYECKHUX pEKOMeHaauusx. PaHHAs
JIOTOKOPPEKIMsI W OPTOMOHTUYECKOE JICUCHHE HANpaBIeHbl Ha MpaBUIbHOE (POpMHUpOBaHUE

peuu, crocoOCTBYET MOBBIIICHUIO KauecTBa u3Hu [4,5].

5. lIpoduiakTuka U (UCaHCepHOE HAOIIOIeHHe

[IpodunakTrka 3aKiaoyaeTcss B JHATHOCTUKE ITAHHOTO 3a00JIeBaHMS, W3YyUYEHUH CEMEHHOMN
UCTOpUH 3a00JI€BAaHNS, BBISIBJICHUS HOBBIX CIy4aeB y POJICTBEHHUKOB (CKPBITHIC AE(PEKTHI T'yOBI
U HeOa, TUIIOJIOHTHS, ITEPUTUYMBI), MEAMKO-TEHETHUECKOM KOHCYJIBbTUPOBAHUHU, pacueTe pucKa
nepenaun 3aboiieBaHus TOTOMCTBY (OoH cocrtaBisieT 50%), BO3MOXHOCTH MOJEKYISPHO-
TEHETUYECKOTO MCCIIEIOBAHUs, ONPENEICHUs MyTallMM C TMOCIEAYIIIed IpeHaTalbHOU
JIMarHOCTUKOM (B TOM YHCJIC B CIIOPHBIX CITyYasix).

[InanupoBanne OEpeMEHHOCTH, IUIAHOBOE BEJACHHME OEpPEeMEHHOM, OIpeaeneHne y Ioaa
paciienuHbl JIMIA, NOTEPUTHMYMOB, B CIIy4ae BBIABICHHUS TIIATEIBHOE YJIBTPa3BYKOBOE
HCCIIEIOBAaHME MO3Tra, cepala M CKejlera IJIoJa, IpU HEOOXOAUMOCTH MPOBOJSAT MHBAa3UBHBIC
METOJbl JUArHOCTHKU (KOPAOLEHTE3) IJs MCKIIOYEHHUS XPOMOCOMHOW U CHHIPOMajIbHOU
natojoruu. Ilo pesynbTaraMm HCCIEIOBaHMS CO3/A€TCS KOHCHIMYM CIELUAINCTOB, B XOJE
KOTOPOTro pa3pabaThIBalOTCS PEKOMEHAAIMU 10 JajbHeHIIeMy BEACHUIO OCpeMEHHOCTH,
MH(OPMUPOBAHUIO POJIUTENIEH O BO3MOXKHBIX PUCKAaX M TakTuke JiedeHus. [Ipu HeoOxomumoctu
OCYILIECTBIISIETCS IICUXOJIOTMYECKOE COMTPOBOXKICHUE CEMBH.

[IpenaTanpHOE BBIBICHHE HApyIICHUH (HOPMUPOBAHMUS HYETIOCTHO-TUIEBONH O0JIaCTH B
COYETaHUHU C COIYTCTBYIOIIEH MATOJOTUEH, YTSIKENSIOMed MPOrHO3 M TE€YeHHE 3a00JIeBaHUs
MPEJI0KEHO MpephIBaHNEe OEPEMEHHOCTH 10 HACTYIUJICHUS Mepro/ia ) KU3HECTIOCOOHOCTH TLI0/1a.
[Tocne omepaTHUBHOTO JI€YEHUS MALMEHTHI JOJDKHBI HAXOJUTHCS MOJ HAOIIOJCHHEM Y3KHX
CIEIMAJINCTOB: YEJIIOCTHO-JIMLEBOTO XHUpypra, OpTOJOHTA, HEBPOJIOTa, IE€auaTpa, Jop-Bpaya

JUTs PO MIIAKTUKU OCIOKHEHUI U BTOPUYHBIX U3MEHEHUH.

Kpurepun oneHkn kayecTBa MeIMIMHCKOMH IIOMOIIIN

Tabmuua 1. Kpurepun orieHKH KauecTBa MEAMIMHCKOM MTOMOIIIH.

Ne Kpurepun kavyectBa YpoBeHb YpoBeHb
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JOCTOBEPHOCTH yoeauTeTbHOCTH

A0KA3aTEJbCTB peKoMeHaanui

1 [TpoBenena pannsis nuarnoctuka CBB - 2 A
2  [[IpoBeneHa MHCTpYMEHTAJbHAS 2 A

TIarHOCTHKA
3  [[IpoBeneH ocMOTp cHierMaIMCcCTaMH, 2 A

HAMEUCH TUTaH XUPYPTUIECKOTO JICUCHUs

10 KOPPEKITMHU PACIIEIUHBI T'yObI H/UIH

HeOa
4 [loCTUTHYT yJOBIETBOPUTEIbHBIN 2 A

KOCMETHYECKHI 1 aHATOMUYECKUI 1
(YHKIIMOHATILHBIN pe3yabTatT

5  [[TamweHT MHTETPUPOBAH B OOIIECTBO 1 (2 A
MMeeT HOpMaJibHOE (PU3UUECKOe

M TICUXO0OMOIIMOHAJILHOE COCTOSTHUE

Cnucok Juteparypbl

1. Koznora C. U., llemukoBa H. C. HacnenctBeHHbIE CHHAPOMBI M MEIUKO-TEHETHYECKOE
koHcynbTHpoBaHue. — M.: KMK, 2007 — 448 c.

2. Kenner JI. Jxonc «HacneacrBennsle cuHapombl 1o JleBuay CMuty» ATiac-CIpaBOYHUK.
Mockaa, [Ipaktuka, 2011.

3. bemsikoB 10.A. Ctomaronornueckue MPOSBICHHUS HACICACTBEHHBIX OOJIE3HEH M CHHIPOMOB.
M.: Memunmna, 1993 — 254 c.

4. CypkuH A. 1O. [IporpamMMa OLEHKH pe3y/bTaTOB JIEUYEHUs E€TE ¢ BPOKIECHHON pacIieInHON
BepxHel TyObl 1 Heba Ha dTamax peadwimranun. ABropedepaT Auc. KaHa. Mel. Hayk. -M., 2004.

5. Conomaruna I'. H. CTumynsiuus pe4eBOro pa3BUTHS IE€TEH C BPOKICHHBIMHU paclIieIMHAMU
ryOBI u Heba. /! Jloronenus. -2004. -No2. - c. 15-22.
6. 6a3bl nanueix OMIM, MEDLINE, ORPHA

7. Agrawal A., Jackson I.T. Fistula labii inferioris congenita and its association with cleft lip and
palate.// Am J Hum Genet 1995; 6:244.

8. Du X, Tang W, Tian W. Hipoplasia and hypodontia in VVan der Woud syndrome.// Cleft Palate
Craniofac J. 2005; 42(5):459-460.

9. Spiropopulus MN.Congenital fistulas of the lower lip. // Am J Orthod Oral Surg 2001; 25:102

10. Rizos M. Relationship between lower-lip fistulae and cleft lip and/or palate in VVon der
Woude syndrome. // Cleft Palate Craniofac J. 1997; 34(3):261.

11. Rintala AE, Ranta R Van der Woude syndrome: a review. Cardinal sings, epidemiology,
associated features, differential diagnosis, expressivity, genetic counseling and treatment. //Eur J
Orthod. 2004; 26(1):17-248.
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12. Onofre MA, Brosco HB, Taga R. IRF-6 mutations in Chinese patients with VVan der Woude
syndrome. //J Dent Res. 2006; 85(10):-937.

Ipuaoxenne Al. CocraB padoyeil rpynmnbl

1. TlerpoBa Tatesna IOpnreBHa — reHeTuk, uieH Poccuiickoro o0imiecTBa MEIUIIMHCKUAX
TE€HETUKOB.

2. CunenbHukoBa Hpuna AsnekcanapoBHa — TreHeTHK, wWieH Poccuiickoro o0mecTBa
MEJUINHCKUX T€HETUKOB

3. CompynoBa Hpuna BrnamumupoBHa — K.M.H., TJIaBHBIH BHEIITATHBIA CIEIHAIUCT TI0
MEIMIIMHCKOW TeHEeTUKEe MHHHUCTEPCTBA 3/[PABOOXPAHEHUST ACTpaxaHCKON 00JIacTH, dieH

Poccuiickoro o0uiecTsa METULIMHCKUX TEHETUKOB

KoH(uuKT HHTEpPECOB OTCYTCTBYET.
IIpunoxenne A2. Meronosorus pa3padoTky KIMHHYECKHUX PeKOMEeH A
IleneBast ayquTOpHsl JaHHBIX KIMHUYECKUX PEKOMEHIALUN:

1. Bpauu-reHeTuxku
2. Tlemmatpbr

3. UYenmocTHO-TUIIEBBIE XUPYPTH

MeTtoabl, HCTIOJIBL30BAHHBbIE 1/ COOpPa/cesIeKIIUM 10KA3aTeJIbCTB!

1.ITouck B 2JIEKTPOHHBIX 0a3ax JNaHHBIX.

2.HayuHnble myOnMKaluy U CTaThH.

Onucanue MeTO10B, HCNOJIb30BAHHBIX [IJIsl COOpa/cesIeKIIMU 10KA3aTEeIbCTB:
Jloka3zaTenbHON 0a30ii sl peKOMEHAANNN SBISIOTCS MyOTUKAlUY, BOIIEAIINE B 0a3bl JaHHBIX
OMIM , MEDLINE, ORPHA

MeTtoabl, MCTIOJIBL30BAHHBIE J1JIsl OLEHKH KAYeCTBA M CHJIBI 10KA3aTeJILCTB:

-KOHCEHCYC 3KCIIEPTOB;

-OLI€HKAa 3HAYUMOCTH B COOTBETCTBUU C PEUTHUHIOBOI cxemou (TadJ. 1).

Tabmuua I11. YpoBHU 10CTOBEPHOCTH JI0KA3aTENBCTB ¢ YKa3aHUEM HCIIOJIb30BaHHON
KJaccu(pUKaluy ypoBHEH JOCTOBEPHOCTH JJOKA3aTEIbCTB.

YpoBeHb HcToYyHNK 10KA3aTEJIbLCTB
AOCTOBEPHOCTH
1(2) [ [pocrieKTHBHBIE PaHAOMU3UPOBAHHBIE KOHTPOJIUPYEMbBIE UCCIEAOBAHUS
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JlocTaTouHOE KOJIMYSCTBO UCCIICAOBAHUI € IOCTAaTOYHOM MOIIHOCTBIO, C
y‘-IaCTI/IeM 6OJII>H_IOI‘O KOJIMYECTBA ITAIIMUCHTOB U nonyquHeM GOHBLHOFO
KOJIMYECTBA JAHHBIX

KpynHble MeTa-aHanu3bl

Kak MUHUMYM OZJHO XOpOILIO OPTaHW30BaHHOE PaHI0OMH3HUPOBAHHOE
KOHTPOJIMPYEMOE UCCIIEI0BAaHHE

PenpesenTarnBHasi BHIOOpKA NAI[IEHTOB

1 (2) [TpocrieKTUBHBIE C paHAOMHU3AIMEH WITH 0€3 UCCIICIOBAHMSI C OTPAHNYCHHBIM
KOJTMYECTBOM JaHHBIX

Heckoyibko MccaeIoBaHui ¢ HEOOJBIIUM KOJINYECTBOM MaIlEHTOB
X0opo1110 OpraHu30BaHHOE POCIIEKTUBHOE UCCIIEI0BAHUE KOTOPTHI
MeTa-aHaau3bl OTpaHUYEHBI, HO MPOBECHBI HA XOPOIIEM YPOBHE

Pe3ynbTaThl HE MPE3EHTATUBHBI B OTHOILLIEHUH LEJI€BOM MOIMYIISIIIUN

X 0po1110 OpraHU30BaHHbIE HCCIIEIOBAHUS «CIy4al-KOHTPOIIb)»

11 (3) HepannoMu3upoBaHHBIE KOHTPOIUPYEMBIC UCCIIECTOBAHUS
MccnenoBaHus ¢ HEOCTATOYHBIM KOHTPOJIEM

PaH10MU3UPOBAaHHBIC KIMHUYECKUE HCCIICIOBAHUS C KAK MUHUMYM |
BHAYUTEIIEHON MJTM KaK MUHUMYM 3 HE3HAYHTEIbHBIMU
METOHOJIOTHIECKUMH OLIMOKaMHU

PeTpocriekTHBHBIC HITH HAOII0JaTeIbHBIC HCCIICIOBAHUS

Cepust KTHHUYECKUX HAOJI0ICHUNA

[IpoTHBOpEUYMBLIC TaHHBIC, HE TO3BOJISIONINE CHOPMHUPOBATH
OKOHYATEIbHYIO PEKOMEHTAIIHIO

1V (4) MHeHue SKcrepTa/JaHHbIe U3 0TYETa HIKCIIEPTHON KOMHUCCHH,
PKCIICPUMCHTAJIBHO IMMOATBCPKACHHBIC U TCOPCTUICCKU OGOCHOBaHHBIe

Ta6muua I12. YpoBHU yOeIuTeNbHOCTH PEKOMEHJANN C YKa3aHUEM UCIIOIb30BAHHOM
KJIaCCU(UKALIUU YPOBHEH YOSTUTEIIEHOCTH PEKOMEHTAIIUN.

YpoBeHb
Onucanne Pacuu¢pposka
y0eauTeJJbHOCTH

PexoMeHanys OCHOBaHa Ha BEICOKOM
YPOBHE JOKa3aTEIbHOCTH (KaK

A MHHAMYM | yOeaurensHast
nyonukanus [ ypoBHs
ITOKa3aTEeIbHOCTH, ITOKA3bIBAIOIIA
BHAYNTEIHHOE MPEBOCXOACTBO

MeToa/Tepanus IEpBOM JTUHUY;
100 B COUETAHUU CO CTaHAAPTHOMN
METOAMKOM/Tepanuei
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MOJIH3bI HAJl PUCKOM)

PexoMeHgaIisi OCHOBaHa Ha CpPeIHEM
YPOBHE J1I0Ka3aTeIbHOCTHU (KaK
MUHUMYM | yOenutenpHas
myonukarus 11 ypoBHs
TOKA3aTeIbHOCTH, MTOKA3bIBAOIIIAS
3HAYUTEIILHOE MPEBOCXO/ICTBO
M0JIb3bI HAJl PUCKOM)

MeTo/Tepanusi BTOpOi JIMHUU;
6o mpu OTKasze,
[IPOTHUBOIIOKA3aHUH, UITU
Hed(DPEeKTUBHOCTH CTaHIAPTHOM
METOIMKH/TEparuu.
PexoMeHTyeTCs MOHUTOPUPOBaHHUE
MOOOYHBIX SIBIICHUN

PexomeHanmst OCHOBaHa Ha c1abom
YPOBHE JOKa3aTEIbHOCTHU (HO KaK
MUHHUMYM | yOemuTenbHast
nyonukanus 111 ypous
TOKa3aTeIbHOCTH, TIOKA3bIBAIOIIIAS
BHAYUTEIHHOE MPEBOCXOACTBO
[10JIB3bI HAJT PUCKOM) LU

HEeT yOeUTEeNbHBIX JaHHBIX HU O
M0JIh3€, HU O PUCKE)

Het Bo3pakeHUl IPOTUB JAHHOTO
MeToaa/Tepany WA HET
BO3paKCHUI TPOTUB MIPOIOTKCHHUS
ITAHHOTO METO/1a/TepaIruu

PexoMeH10BaHO TTPU OTKA3eE,
[IPOTUBOIIOKA3aHUU, UJTN
Hed(DPEKTUBHOCTH CTaHIAPTHOM
METOAMKH/Tepanuu, pu yCIOBHH
OTCYTCTBHUSI TOOOYHBIX 3PP EeKTOB

OTcyTcTBUE yOSIUTEIBHBIX
nyonukanuii 1, 11 umu 111 ypoBHs
ITOKa3aTeIIbHOCTH, MOKA3BIBAOIINX
3HAYUTEIBHOE PEBOCXOJACTBO
[OJIB3bI HAaJT PUCKOM, JTHOO
yoemutenbHble myonukanuu I, 11 nmm
[II ypoBHSI mOKa3aTEIbHOCTH,
[MOKA3LIBAIOIINE 3HAYUTEIHLHOE

MTPEBOCXOJICTBO PUCKA HAJT MTOJIb30M

He pexkomeH10BaHO

[Topsimok OOHOBICHUS KIIMHUYECKUX PEKOMEHIAITUN — OJIMH pa3 B TISATH JIET.

IIpunoxenne b. AJIropuT™MBbI BeleHUs MAlHEHTA

AJroput™m BeeHus AeTeil cuaapomom Ban nep Byn

v

OcMoTp U 00cnenoBaHNE y TeHETHKA

(MenuKo- reHeTH4YeCKoe KOHCYJIbTUPOBAaHUE

YCICTHO-

JINIEBOM

CEMbBH JIJIsl IPOTHO32a 3/I0POBBS CIEAYIOIUX AETEN)
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CoumasnpHast aianTanys, 3aHsITHs C JIOTOMeIoM, 1e()eKTOIOroM, TTOCEIICHHE
00111€00pa30BaTEIbHBIX TOMIKOJIbHBIX, ITKOJBHBIX YUPEKACHUN

IMpuaoxenne B. Uudopmanus 1 manueHToB

CBB compoBogaercs TSDKEIBIM TIOPOKOM pa3BUTHS  TyObl W/min Heba, TpeOyronmm
ONEPAaTUBHOTO JICYCHHSA. B  IOCIIeonepannoHHbI TMEpUoa pPEKOMEHIIOBaHA JUTHTEIbHAS
KOMIUICKCHAsI peadMINTaIMsI, MOKET MOHAIOOUTHCS HE OJHA OMEpalus, MO3TOMY PeryspHOe
HaOmoIeHne (He pexe pa3a B 6 MecsIeB) Y CIEIUATNCTOB, BOBICUECHHBIX B MPOIIECC JICUCHUS
(4eTIOCTHO-IMIICBON XUPYPT, CTOMATOJIOT, Jioromnen-aedekrosor, JIOP, menuarp) odeHbp BaxeH
JUTSL TIOJTHOLIEHHOTO TICMXOMOIIMOHATBHOTO U (U3NYECKOTo pa3BuThs. Kpome Toro, mamueHt
AOJIKCH 3HATb O PUCKC IICpcaavun 3a6OJIeBaHI/I$I IMOTOMCTBY, IO3TOMY HGOGXOZ[I/IMO IMJIaHUPOBATb

0epeMEeHHOCTh, POUTH MEUKO-TEHETHYECKOE KOHCYIBTHPOBAHHE.
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