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IlepedyeHns MCNOAb3yeMbIX COKPALLCHUI
ACS5-akporedanoCHHIAKTHIIHAS THIT 5
KKT - xeny104HO-KUIIIEUHbIA TPAKT
KT - komnbroTepHast ToMmorpagus
MPT - MarHUTHO-pe30HaHCHAsE TOMOTpadus
V3U - ynbTpa3ByKOBOE UCCIIEIOBAHUE
I[HHC — uentpanbHasi HepBHas cucTema
KKT — 5xenyq0uHO-KUILEYHBIN TPAKT
30T - snexTposnuedanorpadus

IQ — k03 duULIUEeHT UHTETICKTa



TepMuHbI U onpeae/IeHU:

Axpouedanausi (OT TPEUECKOr0 acro — BBICOKHMI) — TEPMHH, HCIOJIb3yEeMbIH JIsI OMHUCAHHS
BBICOKOH (OpMBI depemna, BO3ZHUKAONMICH TIpU TMPEKIACBPEMEHHOM CHHOCTO3WPOBAHUU
KOpPOHApHbIX U H}IMGI[OBI/I,Z[HBIX IIBOB.

CI/IHIIaKTI/lJIPlSI - IIOJIHOC UJIKM YaCTUYHOC CPAIICHHUE COCCAHUX MAJIbIEB KUCTHU WIIN

CTOIIKI.



1.Kparkas nnpopmanus

1.1 Onpeneienue.

Cunapowm [ldaiidpdepa (Bapuant Hanmcanuss cunapom Ildeiiddepa), akponedanocunaakTumms
tuna V (ACS5) - ayToCOMHO-TOMHHAHTHOE T€HETHUYECKU TeTeporenHoe 3aboneBanue. B 1964
roxy Hemenkuit neauarp Pymonsd Ildaiiddep onncan 60IbHBIX, 0COOEHHOCTHIO KOTOPBIX OBLIH
IMIMPOKHE M KOPOTKHE OojbllMe mManblbl pyk W HOr. llpokcumanbHble (amaHru OOJbIINX
NaNblieB PYK TPEYroJbHOW WM TpaneurueBUIHON GOPMbI U MHOT/IA CIUBAIOTCS C AUCTATbHBIMU
¢dananramu, T.0. OONBLIONW Majnel CMOTPUT B CTOPOHY OT OCTaJbHBIX MajblieB. YacTbiMu
CHUMIITOMAaMHU 3a00JieBaHMsl SBIAIOTCA JedopMaluy yepena B pe3yibTare KPaHHOCHHOCTO3a
BEHEYHOT'0, a WHOTJA CAaruTTAbHOTO IIBOB; BBICOKWH, IMUPOKHUHA J100; TUNEPTEIOPU3M TJa3;
MEJIKHUE TJIa3HUIIBI; K30()TaIbM; KOCOIJIa3ue; MAJICHbKHA HOC C 3amaBIel MEPeHOCUIICH; y3Kas
BEPXHSIS YEIIOCTh; KOPOTKUE cpenHue dananru, HenosHas cuaaaktwmu |l u 1l mansues pyk u
Il u IV naneueB Hor. Hekoropsie Gopmbl 3a00JeBaHUS XapaKTEPU3YIOTCS TIIYXOTOH H3-3a
AHOMAJIMK HApPY>KHOTO CIYXOBOTO MPOXOJa U CPETHEro yxa, HapylUICHHEM HWHTEIUIEKTYyalbHOTO

pa3BUTHS, CTOMATOJIOTHUSCKUMHE HapymeHusvu [1,2,14,15,16].

1.2 DTHOJOrHMs M NATOreHe3
CHHIIPOM TCHETHYECKH HEOJTHOPOJCH: NMPH 3TOM 3a PAa3BUTHE COCTOSIHHS OTBEYAIOT Je(EKTHI

JIBYX TEHOB, KOJUPYyEMbIe MU Oelku 00manatoT cxoaasiMu GyHkiusmu. [lepsorit ren — FGFRL,
pacmomoxkeH Ha 8-if XpoMOCOMe M KOJUPYET MOCIE0BAaTeILHOCTh OelKa-perentopa Kk GakrTopy
pocta ¢ubpodbmacTtoB-1. Hambomee dYacThIM THUIIOM TE€HETHYECKOTO Jae(eKTa TpPH ITOM
CTaHOBUTCS MHUCCeHC-MYyTanus 252Pro-Arg B 5k30HE 7a.

Jlpyrum reHoM, MyTaluud KOTOPOTO NMPHUBOJAT K pa3BuTuio cunapoma Ildaiiddepa, spusercs
FGFR2, ren penenrtopa ¢akropa pocta ¢ubdbpodmacroB-2 FGFR2 (fibroblast growth factor
receptor 2; MIM 176943) npuBoasar k ACSS5. I'en FGFR2 nokanu3oBan Ha xpomocome 10926 u
coctouT u3 20 3x30H0B. 3BecTHO 26 MyTaluii, B OCHOBHOM pAaCIOJIaraloniuxcsi B 3k30Hax 7 u 9
reHa, MPUBOASIINX K pa3BUTHIO 3a00eBanusl. OTHAKO OMUCAHBI CEMBH, B KOTOPBIX OTCYTCTBYET
cueruieHue kak ¢ JokycoM FGFR1 Ha xpomocome 8, Tak u ¢ nokycom FGFR2 na xpomocome 10.
Psan myranumii B rene FGFR2, npuBogsmux k ACSS, BcTpewatorcs nipu cunapome Kpysona.
Mytamust p. 290 Trp>Cys onucana npu ACSS. Ho B komone 290 ommcana mytarus pP.290
Trp>Arg, mpuBoxsmas K Kiaccuueckoil ¢opme cuuapoma Kpysona, u p.290 Trp>Gly,
BBIBJICHHAs y OONBHOTO C aTUIMYECKHU MATKoil ¢opmoii cunapoma Kpysona. T.o. komoH 290
MOXXET OBITh OCHOBHOM «ropstueii Toukoi» B rene FGFR2. [Ipyroit «ropsdeit Toukoi» siBisieTcst
LIUCTEUH B MOJO0XKEeHUU 342. DTH N1Ba KOJOHA JIOKAJIU30BaHbI B 3K30HaX 7 W 9, KOAMPYIOIIUX

6



MMMYHOTJIOOYTMHIIOMOOHBIN JoMeH perenitopa. Otmedaercs 3QdekT Bo3pacTa OTHAa MpH
oOpazoBanun Mytrauuu de novo. Ilpu ucciaenoBaHMM TPOUCXOXKACHUS MyTanuii de novo ¢
[IOMOIIIFI0 BHYTPUICHHBIX MOJMMOP(HBIX MapKepoB BO BceX HH(MOPMATUBHBIX CIIydasx
MOKa3aHO UX OTLOBCKOE mpoucxoxaenne(2,4,11,12].

ITo mpuumuHe TOro, 4TO BHIIEYKa3aHHbIC OEJIKH 00Jalal0T OYEHb MOXOKUMH (DYHKIMSIMH,
narorene3 cunapoma Ildaiipdepa npu nedexrax rena FGFR1 u FGFR2 Toxe BeckMma cxox. B
pe3yabTaTe MHCCEHC-MYTalUi HM3MEHSETCSl CTPYKTypa SKCIPEecCHpyeMoro Oelika, M3-3a 4ero
IOJYYEHHBIH pELeNTOp CTAHOBUTCS HECHOCOOEH IOJHOLEHHO CBS3bIBATBCA C BEIIECTBOM-
cTUMyISITopoM (pakTopom pocta GudpobiacToB) U nepeaaBaTh HHPOPMAIIUIO BHYTPh KIIETKH.
Tak kak ¢(uOpoOIacTHl aKTUBHO YYAaCTBYIOT B TIpOIlecCax OCTEOreHe3a B SMOPHOHAIBHBIN
nepuoJl W B TEepBble TOJbl KU3HM peOeHKa, Takoe HM3MEHEHHE pELENTOpPOB BEAET K
pa3HO00pa3HBIM KOCTHBIM IaTOJIOTUSIM.

Bce wusBecTHBIE ciiydam poOXKIeHHUs mMarueHToB ¢ cuHiapomoM lldaiiddepa Il tuma Obutm
CIOpPaAMYECKUMH, MOTYYUBIIUMHUCA B pe3ybTaTe HOBbIX MyTauuil B reHe FGFR2 unu B kakoMm-
TO JPyrom, He WACHTU(UIIUPOBAHHOM I'eHE. BOJNBIIMHCTBO MAIMEHTOB € 3TOH (hopMoii ymepio
BCKOpe mocie poxiaeHus. I[IpuyuuHbI cMepTH BKIIOYAIM [JbIXATEIbHYI0 HEJOCTAaTOYHOCTb,

IMaTOJOIuI0 roJIOBHOT'O MO3ra, paHHUE U ITO3AHHUE OCIIOKHCHUS.

1.2 Dnuaemuoaorus
Cunnpom Ildaiipdepa sBaseTcs ayTOCOMHO-IOMMHAHTHBIM COCTOSIHUEM C TOJTHOM

NEHETPAHTHOCTBIO, BapHa0eNbHONW 3KCIPECCUBHOCTBIO, IMOJIOBOE pacipesieieHue OONbHBIX HE
HMEET OCOOCHHOCTEH — C OJMHAKOBOM YacTOTOH OOJICIOT KaK MaJbYMKH, TaK U JIEBOYKM.
BeTrpeyaeMocTh TOYHO HE OmNpezAeneHa, MO HEKOTOPhIM JAHHBIM OHA COCTaBJIAET NMPUMEPHO
1:100 000 HOBOpOXAEHHBIX. Kakux-1mb0 HAIMOHANBHBIX WM PACOBBIX OCOOEHHOCTEH B
pacrpenienieHuu 3Toro 3a00JeBaHusI TaK)Ke HE BBIBICHO. B oTHOmeHnun cunapoma Ildaiiddepa
KpaiiHe Ba)KHa paHHss JMarHOCTUKA, TaK KaK OT BPEMEHM Hadaja NaJUIMaTUBHOIO JIEUEHHs BO

MHOT'OM 3aBHCHT ITPOTHO3 3a00JIEBaHUS M KaYeCTBO JalbHeiIel xu3nu 6omsHoro[1,2,4].

1.4.KonupoBanue no MKb

MKB-10 Q 87.0

1.5 Knaccuduxanus.

Ha ocHOBaHMM KJIMHUYECKUX JaHHBIX HWMeEETCS Kiaccuukaius, KOTopas NpeIoKeHa
Maiikinom KosHOM B 3aBHCHMOCTH OT IPOTHO3a 3a0o0nieBanus [2].

Boinenstor Tpu tuna ACSS.



-Knaccuueckuit ACSS otHOCHTCA K THTTY 1.

-Tun 2 xapakTepu3yercst uepernom B (hopme KieBepHOro mcTa 1 pykamu u Horamu [ldaiiddepa,
a TaK)Xe aHKHUIJIO30M JIOKTEH.

-Tun 3 moxoxx Ha TUM 2, HO y OOJNBHBIX 4Yepen OOBIMHOW (opMBI. Y OONBHBIX OTMEUAETCS
TSDKEJIBIA TJIA3HOM MPOINTO3, KOPOTKOE IepeaHee OCHOBaHME uyepemna. Takxke i Tthna 3
XapaKTepHBI PA3INYHBIC JIMIIEBbIC N3MECHEHUS. PaHHee oTcTaBaHre B Pa3BUTHHU OTMEYAETCS TIPU
TUMax 2 v 3. DTU TUIIBI OMKUCAHBI TOJBKO KaK CIIOPaJuYecKue ciydau [2].

2. /ImarHocTuka

2.1 /Kaja00bLI 1 aHAMHE3

[IpoBouTCs OmpoC poaUTENeH MalueHTa.

C  poxneHuss OocHOBHas xajoba Ha nedopMalvio KOCTeH dyeperna, IMIMPOKUE U KOPOTKHE
0oJbIINE TaNbLBl PYK U HOT, Y HEKOTOPBIX MOXET OBITh CpallleHHE MajbleB KUCTEH U CTOI.
3aTeM MOTYT MOSBIATHCS 3KajJoObl CO CTOPOHBI OPraHOB 3pPEHHUsS: KOCOTJIa3ue, OrpaHUYCHUE
MOJBM)KHOCTH TJIa3HBIX SI0JIOK, CO CTOPOHBI HEPBHON CHCTEMBI: OTCTaBaHHE PeOCHKA B pa3BUTHH,
NOBBIIIEHUE BHYTPHUUEPEIIHOTO [aBJIEHUS, M KaK CJEJICTBHE JTOr0 — TOJOBHBIE OO0H,
0eCIOKONCTBO, KPUK U JAPYroe UCXOJs, U3 CTENEHU MPOrpecCHpOBaHUs 3a00JIeBaHUs; MOTEps
clIyxa, 3aJiep>KKa pa3BUTHS.

2.2 dusukajJbHOe 00CJIe10BAHNE

e PexomeH0BaHO MPOBEAECHUE OOIEro OCMOTpPA NAllMEHTa: OlleHKa (peHoTUna.

IIpu ocmoTpe y OONBHOIO € CamMOro pPOXKICHHUS WM B TEPBbIE MECAIBl KU3HH, MOXKHO
OOHApPYXUTh Pa3BUTHE CHHOCTO3a KOCTEH uepemna. Akporedanusi — OCHOBHOW W MOCTOSIHHBIN
IIPU3HAK CHHJPOMA, HO KPaHHOCTEHO3 IPU 3TOM OTMEYAEeTCs He Bcerga. Bo3MOXkeH CHHOCTO3
KOPOHAPHOI'0, CArUTTAIBHOIO U JaMOAOBUAHOIO ILIBOB, YTO CTAHOBUTCS IPUUMHOM eopMaliviu
TOJIOBBI M JIUIIA, TIOBBIIICHUSI BHYTPHUEPEITHOTO AABICHHUS — 3TO, B CBOIO OYEpEIb, CIOCOOHO
BBI3BIBATh pSAJ BTOPHUYHBIX HApyHIIEHUH OT HEHPOCEHCOPHBIX pACCTPOWCTB 10 TIIIyOOKOH
YMCTBEHHOU OTCTAJIOCTH.

Taxoke npu ocMOTpe GONBHOTO € CaMOro POKACHUSA MOXKHO OOHApyKUTh LIMPOKHE U KOPOTKHE
Oonplne manblbl pyk M HOr. I[IpokcuMmanbHble (amaHrd OONBIIMX MalbleB PYK HMEIOT
TPEYroJbHYI0 WIN TPalelUeBUIHYI0 (OPMY M WHOT/IA CIMBAIOTCS C AUCTAIBHBIMU (haslaHTaMH,
T.0. OOJIBIION Majel; CMOTPUT B CTOPOHY OT OCTaJbHBIX HaybleB. YacTbIMH CHMOTOMaMH
3a00eBaHus SIBISICTCS CpPAIICHUE TalbIeB KUCTeW W cTom: HemosiHas cuHaaktwiud |1 u 1l

nansues pyk 1 |l u IV naneues Hor.



Jlpyrue nopakeHus JMLEBOr0 uepena BKIIOYAIOT: IUIOCKUH MM BBIIYKJIBIA JI0O, MOXET
pa3BUBATHCS KOCOTJIa3He, YEINIOCTH HEpEeAKO HEelOopa3BUTHI, HAOMIONAETCS HapylIeHHE MPHUKYca,
Pacmiennubl HebGa BcrpeuatoTcst B 14% cimywaeB, 5k30()TanbM M KOCOTJIA3UE BBIABISIIOTCS
MIPUMEPHO € TOM e 4acToToil [3].

Peaxue cuMnToMBl: aTpes3ust X0aH, aHOMAJIMU NepeAHeN KaMepshl Ii1a3a; TpaxeoOpoHXoMalsaIus,
CIUIONIHAsI XpsllleBas Tpaxes, HE pa3[elIeHHas Ha KOJIbLIA; JApUHIOMAJALMS; Yepen B BHJE
TPUIMCTHUKA, CHHOCTO3bI TIO3BOHKOB, IJICUEITy4eBOi cuHOCTO3; cuM(ananrus |l manbia pyku;
cuHIpoM  ApHonbaa-Kuapu, rugponedanus, yMCTBEHHas  OTCTaJOCTb,  SIMJICHHCHS;
KJIMHOAAKTUIMS V nayblia pyK; HE3aBEpIIEHHBIH MOBOPOT KHILEYHUKA; HENeppOpHUpPOBAHHBIN

aHyC; KpUIITOPXU3M [2].

YpoBeHb yoenuTeJIbHOCTH peKoOMeHAanuii A (YpOBeHb 10CTOBEPHOCTH J0KA3aTEILCTB - 1)

KomMmeHnTapuu: guliuenepeuuciennvie NpU3HaKu — AGIAIOMCA  OCHOBHBLIMU — KAUHUYECKUMU
nposenenuamu c. llgatipgpepa ux npasunrvnas oyenka - nepeUUHbIM 36eHOM 00CI€008aHUA Os

oanbHenue OUACHOCMUKU U JTe4YeHUS.

e Pexomennyercs ocMOTp BpauyOM-T€HETUKOM

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

KomMeHTapuu: oonum u3 OCHOBHBIX KIUHUYECKUX NPOASIEHUU 4EePEenHO-TUYEBbIX OU30CHO308
A61Aemcs heHomunuyeckue 0coOeHHOCmu Iuyeso2o uepena. HMzmepenue OKpy’HCHOCMU 20J106bl
no3eossem 00beKMUBHO OYEeHUMb COOMEEMCcmeue pasmepos 20108bl 803pacmy pedeHKd.
l'enemux 6via6nigem >MUONOGUYECKYI0 — NPUYUHY  3a007e8anus, cobupaem pooOCiI08HYIO,
ocmampusaem — pooumeneu, 0aém HPOSHO3 cembe Npu  NIAHUPOBAHUS  CLeOVIOWUX

bepemennocmell.

e PexoMeHnayeTcst 0CMOTpP BpauOM-HEHPOXUPYPTOM.
YpoBeHb yoenuTeJIbHOCTH peKoMeHaanuii B (ypoBeHb 10CTOBEPHOCTH I0KA3aTEIbCTB - 2)

KomMmeHnTapuu: ocvomp épauom-Heupoxupypeom npo8ooumcs Ons KOMNIEKCHOU OYEeHKU 6cex
ACneKmos8 namoaocuu U OnpeoeleHuss MAaKmuKu U CPOKO8 ONepamusHo20 JledeHus
3ampazusaoweco  Mo3206ot  uepen. Qyenka 6HympuuepenHo2o 0aeleHus  Nno3e0.aem
00bEeKMUBHO OYEHUMb NOKA3AHUS U CPOKU ONEpamueHo20 6Meuamensbcmed, OnepayuoHHo-

anecmesuojiocudecKue pucku.



e PexomeHnyercs 0OCMOTp BPauoOM - YETIOCTHO-THUIIEBBIM XHPYpProM

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

KOMMeHTapI/II/I: 0151 KOMNIEKCHOIL OYEHKU 6CeEX ACneKmoe namaojiocuu u onpedeﬂenuﬂ mMaxkmuKku

U CPpOKO6 onepamueHO20 J1e4erusd, sampacuearouieco JZML{QGOI/? uepen.

e Pexomennyercs 0oCMOTp BpauyoOM-TIeUATPOM

YpoBeHb Y0enUuTEJILHOCTH peKoMeHIaluii A (YpOBeHb JOCTOBEPHOCTH J10KA3aTeJIbCTB
-1)
KommenTapuu: oyenusaem obwee cocmosHue nayueHma, pocmo-6ecogvle Noxazamenu,

ebliesisiem conymcmeyrulyro naniojlocuro.

e PexomeHmyeTcss OCMOTp BpauoM- OPTaIbMOJIOTOM
YpoBeHb YoeIuTEIbHOCTH peKoMeHAanuii A (YpoBeHb 10CTOBEPHOCTH 10KA3aTeJIbCTB - 1)

KomMmeHTapum: esviasisiem  Npu3Haku 6HYMpU4epenHou eunepmensuu, NPU3HaAKu ampoguu
3pUMenbHO20 Hepea U omeKa OUCKA 3pUMeNbHO20 Hepaa, 3pumeiibHvle Hapyulenus (Kocoanasue,

CHUDICEHUE OCMPONblL 3PEeHUsL U M.O.)

e PekomeHIyeTcss OCMOTP BpauOM-HEBPOJIOTOM
YpoBeHb YoeauTeIbHOCTH peKoMeHaanuii A (YpoBeHb 10CTOBEPHOCTH 10KA3aTeJIbCTB - 1)
KomMmenTapuu: oyenueaem Hegponocuyeckull cmamyc, HabaooeHue 8 OuHamuke Oisi OYeHKU
CMAmMUKo - MOMOPHOM U NCUXOPEYE8020 DPA3BUMIUS, GbICMAGIAEm NOKA3AHUSL K NPOBeOeHUIO
Helpoguszuonocuueckux ucciedoganuii: I3, 6udeo-23I" monumopune, MPT. Cnedum 3a

UHMEILIEKMYAIbHbIM paA3eumuem 5OJZbelx, Komopoe dacmo omcmaem om 603paCI71HOZZ HOPMbL.

e PekomeHIyeTcss OCMOTpP BpauoM- OTOPHHOJIAPUHTOJIOTOM.
YpoBeHb yoenuTeJIbHOCTH peKoMeHAanuii B (ypoBeHb 10CTOBEPHOCTH I0KA3aTEIbCTB - 2)
KommenTapuu: oyenusaem cocmosnue u npedynpedxcoaem pazeumue 0CI10HMCHEeHUU CO

cmoponwl JIOP opeanos.

e PexomeHmyercst o0CMOTp Bpaua-opTOJTOHTOM.

YpoBeHb YOeIuTEIbHOCTH peKoOMeHAanuii A (YpoBeHb 10CTOBEPHOCTH 10KA3aTEJIbCTB - 2)

KOMMeHTapI/II/I: bobUIOe KOIUYECmB0 UearoCniHo-1uyessblx OU30CmM0308 conpoeoofcdaiomaz

HapyuweHuem pacnonodiceHus yenocmell U HapyuweHuem npukyca. Xupypeuueckoe jedeHue
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MAaKux NayueHmos 8ce20a CONPOBOHCOAeMCs OPMOOOHMUYECKUM IMANOM, 8 X00e KOMOpOo20
OpMOOOHM OYeHUBAem pPAacnoNONdCeHUe 4eniocmell, npoeooUm OpmoOOHMUYECKYIO KOPPEKYUIO,

KdK 60, mak u nocijie onepayuu.

e PexoMeHnayercst 0CMOTpP BpauOM-OpPTONEA0M
YpoBeHb yoenuTeJIbHOCTH peKoMeHAanuii B (ypoBeHb 10CTOBEPHOCTH I0KA3aTEIbCTB - 2)

KOMMeHTapI/II/I: oyeHueaem Haaudue OmeI’le()LlQQCKOIZ namono2uu; CUHOAKMUIUU naivyes
Kucmetl u cmon, onpe()eﬂ}zem maxKkmuky 66e0eHUs U TeyeHUs nayuernmoe, CpoKu onepamueHozco

JIeYEHUA.

e PexomeHyeTcs OCMOTP BpauyOM-JIOTONEIOM-Ie(PEKTOIOTOM

YpoBeHb yoequTeJIbHOCTH pekoMeH1auuii B (YpoBeHb 10CTOBEPHOCTH 10KA3aTEJbCTB - 2)

KomMmeHTapum: oyenka peuegoco passumus U peuesoll (QYHKyuu, nposeoeHue Kypca
oeghekmonozo-n1020nedutecko2o Jnevenus, obdyuenue pedOeHKa u pooumenei J1020NeOUdecKuUM
npuemam. 3aHAMuUsA ¢ 1020ne00M U 0eeKmono2omM NPOBOOSMCI 8 3A8UCUMOCNU OM 803DACMA

nayuerma.

e PexomeHnnyercs 0oCMOTp BpauyoOM-CTOMATOJIOIOM
YpoBeHb yoenuTeabHOCTH pekoMeHaanuii C (ypoBeHb 10CTOBEPHOCTH J0KA3ATEILCTB - 2)

KOMMeHTapI/II/I: OYEHKAa cmomanionocudecKkoco cmamyca, 2UCUEHbl nojocmu  pma,
C60e6pEMEHHOCMU npope3bleaHUs 3y606, Hapywernue npuxKyca. Penmeenonocuueckoe

obcnedosanue no NOKA3AHUSM.

JAudpepennuaibHas IMarHOCTHKA.

JuddepeHunanbHplii TMarHo3 BKJIOYAeT B ceOs Ipyrue CHHAPOMAIbHBIE KPAHMOCHHOCTO3HBIE
CHUHApPOMBI, Takue Kak cuHIpoMbl Anepa, Kapnenrtepa, Kpyszona, Cerpe-Horzena, MioHke u
J>xexcona-Beiica.

B vactu ciayuaeB nipu curapome I[ldaiidhdepa ¢ anomanueit yepena B popme TPUIUCTHUKA, Y
O0JILHBIX OOHAPY)KUBAIOTCS TIOPOKU PA3BUTHS MO3ra (MUKPOIOJIUTHPHUS, aluia3usi MO30JIUCTOrO
Tena, HeIopa3BUTHE OCTPOBKOB [ eiina), maronorus ria3 (KoJ1oOoMbl paayxKu, adakus), cepama

(arutas3ust CTBOPOK a0PTAILHOTO KJIAaHa), a TAK)KE aTpe3ust X0aH U MUIIOPOCTEeHO3 [3].
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Haubonee TspkenpiMU aHOMalIMM CYCTaBOB ObUIM y JIeTe€l € MaHCHHOCTO3aMHU, YTO B psizie
cllydaeB TpeOOBAIO XHUPYPTrHUYECKOTO BMEIIATEIbCTBA. Y OCTAIBHBIX — PEHTTEHOJIOIMYECKHE
W3MEHEHHUS OTMEYAJIUCh HE TOJBKO B (pajlaHTax MajnblleB, HO U B KOCTSX MPEAIUTIOCHBI U
TUTFOCHBI.

Teuenne 3a00/1eBaHUA
Lentpanbnass HepBHas cucrema. s cungpoma [ldaiiddepa xapakTepeH HOpMaIbHBINA
MHTEJUIEKT, HO JaJIbHEHIlee ero pa3BUTHE BO MHOTOM OINpEAEIsIeTCs aJeKBaTHBIM 10 CPOKaM
ONepaTUBHBIM BMEMIATENLCTBOM. B penkux ciaywyasx y OOJbHBIX OOHapy>KuMBaeTcs
ruapouedanus U Manbhopmanus ApHonbaa Kuapu, MUKpONOIUTHUPHS, arjia3usi MO30JIUCTOrO
Tesa, Helopa3BUTHE OCTPOBKOB I'eitna.
Buytpennue opransl u cucteMbl. HapyiieHus co CTOpOHBI BHYTPEHHHX OPraHOB M CHUCTEM
OopraHu3Ma TMpeJCTaBIEHbI MaTOJOTHENH KOCTel Ta3za, coxa valga, MUIOpOCTEHO30M, MYMOYHOU
TPBDKEHN, TATOJIOTHEH JIOP-OPTaHOB, TYTOYXOCThIO, YACTHYHOU aTpodueit 3pUTEIbHBIX HEPBOB.
Cunnpowm Ilpaiidhdepa 1-ro Tuma sBnsieTcss Hanboee pacIPOCTPAHCHHBIM U OJIATONIPUSITHBIM B
IPOTHOCTUYECKOM OTHOILIECHUH BapuaHTOM 3aloiieBaHus. [IpyM 3TOM COCTOSHHM yXe C CaMOro
poxkaeHus: peOeHKa OTMEUaloTCs aHOMAJIUM Pa3BUTHA JIUIA — TUIEPTEIOPHU3M, HEJAOPa3BUTHE
BEPXHEUENIOCTHBIX KOCTEH, paclIupeHHbIE IJIOCKUE MEPEHOCUIIa U CTIMHKa Hoca. MHorna mMoryr
OTMEYaThCsl paclieryieHne TBepaoro HEOa u sk3odranmsm. [lpu 3T0if Qopme cunApOMa
[paiiddepa xapakTepHble U3MEHEHUS (POPMBI Ueperna CBOAATCS K YBEIHMUEHHUIO €r0 BBICOTHI U
JUIMHBI, OY€Hb PEIKO OTMedYaeTcss acuMMeTpus. B nmanbHeiilieM MOTyT BO3HHUKATh aHOMAIHU
3yOOB — UCKPHUBIICHHE 3yOHOTO psijia, TUIIOIIIa3us, CKIIOHHOCTh K Kapuecy. Jledopmanmu koctei
KOHEYHOCTEH CBOIATCS K PACIIUPEHUIO (halaHT MEpBBIX MalbIeB HA PyKax M HOTax, MOXKET
OTMEUaThCS YaCTUYHAS CUHIAKTIWIHSI. HopMaabHBIN WIIM TOYTH HOPMAIIBHBIN HHTEIUIEKT [2].
Cunapom Ildaiidbdepa 2-ro tTunma — Oosiee Tsxkemas (opma 3a00JEBaHMS, MPOSIBISIOMIASCS
3HAUUTEIILHON BBIPAKCHHOCTBIO CpAIleHUs KOCTEH uepema MexAy coOOW W PSIAOM JAPYTHX
anoManuii. ['o0Ba M3-3a KPAaHMOCHHOCTO3a MPHOOPETAET XaPAKTEPHYIO (POPMY «TPUITHCTHUKA
WIH <JIUCTKA KIIeBepa», HAONIOAAeTCs 3HAUYMTENbHAs THIOIUIa3us CpelIHed TpeTH JIHIIa,
BBIPOKEHHBIN K30 TambM, Tshkenoe nopaxenue [{HC, pacmmpenuto nepBoIx MajablieB Ha pyKax
M HOrax, JIy4eJIOKTEBOW WJIM IUICUETy4eBOM CHHOCTO3, AHKWJIO3 JIOKTEBBIX cycTaBoB. [lo
npuyrHe TpyOdoro HapymeHus (GopMHpOBaHMs 4depena AaHHbIM Tun cuHapoma [ldaiiddepa
XapaKkTepu3yeTcss BBIPAKEHHOW YMCTBEHHOM OTCTAJIOCTBIO W PSAIOM  HEBPOJOTHUECKUX
Hapymenuid. Kpome toro, cunapom Ildaiipdepa 2-ro THHma YacTto COMPOBOKIACTCS
Pa3TUYHBIMU [TOPOKAMU Pa3BUTHS BHYTPEHHUX OpraHoB. Bce BblllenepeurcieHHble HapyIICHUS
MOT'YT CTaTh IPUYUHOI JIETAILHOTO HCX0/1a B paHHeM Bo3pacte [2,6,8] .
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Cunnpowm Ildaiiddepa 3-ro TIIa BO MHOTOM CXO0K IO CBOUM TPOSIBICHUSM CO 2 —M THUIIOM, HO
KPaHMOCHHOCTO3 TIPM 3TOM HE NPUBOAUT K (opMupoBaHHio aedopMalvdy uepena B BUC
«TrcTKa KaeBepay [2]. Y OOJbHBIX OTMEUAETCsl YBEIUYCHHUE TOJIOBBI B BEICOTY, TTIOPOKH Pa3BUTHS
KOHEYHOCTEH (CHMHAAKTUIMM, aHKUJIO3bI CYCTaBOB), FK30(TalIbM, HEBPOJIOTHYECKUE HAPYILICHHS.
Jns sroro Bapuanta cunapoma lldaiidpdepa xapakTepHo paHHee pa3BUTHE 3YOOB, HEPEIKO
MJIAJICHIIBI YK€ POKIAIOTCS ¢ HUMU (HaTajibHble 3y0nl). Takke BO3MOKHBI TOPOKH BHYTPEHHUX
OpPraHOB U PAHHSASA CMEPTh U3-32 COBOKYITHOCTH HapyILICHUH.

Takoe pasnuuve B KIMHUYECKOM KapTMHE W IPOTHO3€ PA3JIMYHBIX BapHaHTOB CHHIpPOMA
[¢aiiddepa HakmagbIBaCT CBOM OTMEUYATOK Ha HaclieOBaHUE 3TOro 3abosieBanHus. Tak kak 1-i
TUI, OCOOEHHO B CIy4ae CBOEBPEMEHHOI'O BBISBICHHUS W IPABHIBHOTO JICYEHUS,
XapakTepu3yeTcs COXPAaHEHHMEM HOPMAJIbHOIO YPOBHA HHTEIUIEKTa, (EPTHIBHOCTH H
BBDKMBAa€MOCTH  OOJIbHBIX, BO3MOXKHa ayTOCOMHO-JIOMMHAHTHas Iepejada MaTOJOTHU
NOTOMCTBY. boisee Tskensle 2-i M 3-i TUNBI yalle BCErO NPUBOAAT K paHHEH CMEpTH WU
rI1yOOKOW MHBATUANW3ALMU OOJBHBIX, 3T BapuaHThl cuHapoMa [ldaiiddepa BO3HHKAIOT TOIBKO
B pe3yJIbTaTe CIOHTAaHHON MyTallUu.

2.3 JlabopaTopHasi AMATHOCTUKA

1.IluTorenernyeckoe oOCaeA0BaHUE, JIJIsI UCKIIFOUCHHS] XPOMOCOMHBIX aHOMAJTUH.

2.Cungpom Ildaiibdepa mepemaercs ayTOCOMHO-IOMHUHAHTHO. MOJEKYISIPHO-TEHETHYECKAs
JTUATHOCTHKA MPOBOTUTCS JUIsl YTOYHEHUS JUArHO3a C [ENbI0 MOMCKa MYyTalluil B 9K30HaX 7 U 9
reHa FGFR2 u sk30ne 7a rena FGFR1 Merogom mpsiMoro ceKBeHMpPOBaHUS HK30HA, C PACYETOM
pHUCKa nepesayu MOTOMCTBY.

2.4 UHCcTpYMEHTAJIbHAS TMATHOCTHKA

Huarnoctuka cunapoma Ildaiiddepa npomsBomuTcs Ha OCHOBAHMHM JTaHHBIX HACTOSIIIETO
cratyca OOJNBHOTO, PEHTICHOJOTMYECKUX  HCCICNOBAHUH,  MOJEKYISIPHO-TCHETHYECKUX
aHanmu30B. PaHHAs nuarHoctuka u nedenue cunapoma Ildaiiddepa kpaiine BaxkHa, Tak KaKk OHa
MO3BOJISIET BOBpPEMSI COCTABUTh CXEMY MaVIMATHBHOTO JICYEHHUS, TeM caMbIM H30exarh
OCJIO)KHEHHH M 3HAUYUTEIBHO YIYYIINTh Ka4eCTBO KMU3HU OosnbHOTrO. HO 3TO cripaBeayiMBO JIHIIb
B OTHOWICHWHU |-TO THUMa 3a00JeBaHMs, TaK KaK MpPU APYTHX BapHaHTAX MATOJOTMH KOMILIEKC
MIOPOKOB Pa3BUTHS HACTOJIBKO TSKEI, YTO MPAKTHUECKH HE OCTABISET IIAHCOB HA COXpaHEHHE
MHTEJUIEKTA, a B JaJbHEHUIIEM — )KU3HU OOJbHBIX.
e Pekomenayercs npoBeJieHHE PeHTIeHorpadus yeperna B 2-X MPOCSKIHIX.

YpoBeHb yoenuTeJIbHOCTH peKoMeHAanuii B (ypoBeHb 10CTOBEPHOCTH /I0KA3aTEIbCTB - 2)
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KommenTapuu: Peumeenocpagusa uepena obHapycusaem Haiuyue KpaHUOCUHOCMO3A
PA3TUYHOU CMENeHU GbIPANCEHHOCMU, SUNONAA3UI0 BEPXHEUENIOCHBIX KOCMel, U3MeHeHUe
Gopmul enasnuy, onpeoensiem KpPAHUOCMEHO3 YePEenHbiX W08 U YCUleHUe PUCYHKA NANbYe8blxX

80asieHUll (Cydicenue Wea, CKIepo3uposanue).

o Pexomennyercs npoeaenue KT ¢ 3-Xx MEpHOI peKOHCTPYKLIMEN TOJIOBHOTO MO3ra

YpoBeHb y0eTuTeILHOCTH peKoMeHAanuii A (YpOBeHb IOCTOBEPHOCTH 10KA3aTeJIbCTB — 1)
KomMmeHTapum: danHblil Memoo 00Cc1e008aHus, A615Aemcs 0CHOBONONALAIOWUM OISl NAYUEHNO8
¢ KpaHuocuHocmo3amu O NOCMAHOBKU OUACHO3A, YMOYHEHUS CUHOCMO3UPOBAHUS UWIBO8,
UCKIOYaem NOpoKU pazeumus mosed, onpeoeisiem O0COOEHHOCMU NUYEeB020 CKellemd, XOAaHbl,

oeghexmbi HOCO2TIOMKLU.

e Pekomenayercs mpoBeJeHHE PEHTICHOTrpa(uy BEpXHUX M HUKHUX KOHEYHOCTEH
YpoBeHb yoeauTeIbHOCTH peKkoMeHaanuii B (ypoBeHb J0CTOBEPHOCTH JI0KA3aTEJILCTB — 2)
KommenTapuu: Penmeenozpaghuuecku MmoxcHo onpedenums usmeHeHue Gopmvl Kocmel
Oonbuux nanvyes pyK u Ho2, UCKIIUUMb AHKUIO03bl CYCMABOS.

e Pexomenayercs npoeaenue IKI'; OxoKT
YpoBenb yoeauTeabHOCTH pekoMeHaanuii C (YpoBeHb I0CTOBEPHOCTH A0KA3aTEJIbCTB - 2)

KommenTapuu: C yenvio uckiroueHus nopokos co Cmoponsl cepOedHo-coCyOUCHOL CUCTEMDbL.

e Pexomennayercs npoeaeHue Y3M BHYTpEeHHUX OPraHOB
YpoBenb yoeauteabHocTH pekoMenaanuii C (ypoBeHb J0CTOBEPHOCTH 10KA3aTEIbCTB — 2)
KommenTapuu: ons ucknouenus paznuunsix nopokos pazeumusi JKKT, mouenonosoii cucmemol

e Pekomennyercs mpoBeneHue Y3 KoJleHHBIX, Ta300€APEHHBIX CYyCTaBOB
YpoBeHb yoenurensHocTu pekoMmenaanuii C (ypoBeHb 10CTOBEPHOCTH 10KA3aTEIbCTB - 3)
KomMmeHTapum: 01a  6wvisgieHus Oucniazuii mazo0e0peHHblX CYCMmaAo8 U HAanpaeieHue K
opmoneoy.

® pEKOMEHAYETCs MPOBEACHHUE ayIUOMETPUN
YpoBeHb yoenuTelbHOCTH pekomMeHaanuii C (ypoBeHb 10CTOBEPHOCTH J0KA3aTENLCTB - 4)
KoMMeHTapum: 7n0380aum 00beKMUBHO OYEHUMb COCMOAHUE CAYXAd U €20 HAPYUEHU:
KOHOYKMUBHYIO MY20YXOCMb U NEPEUUHVIO NOMEPIO CYXa CMeulanHo2o 2enesa. llpumeuanue:
CEHCOHeBPaNbHOe CHUMCEHUe CNyXa He BCMpedanocb, y HeKOmMOpwblX Obl10 O0OHAPYI’CEeHO 8
amammese ocnaneHue cpeonezo yxa. llepsuunvie pe3yiomamuvl KOMNbIOMEPHOU momozpaguu
(KT) nokazanu cmeHO3 u/unu ampesuio HAPY#CHO20 CIYX08020 KAHALA, 2UNONIA3UI0 CPEOHell

enaounwl yxa. Cryxoevie KOCMOUKU ObLIU SUNONLAZUPOBAHDBL 8 HECKONbKUX clyuasx[13].
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3. JIeuenue

3.1 KoucepBaTuBHOeE JieYeHHe

Cneunduueckoe JjedyeHHE OTCYTCTBYET, NPHUMEHSIIOT MEPONPUSATUS IS TNPEeAOoTBpalleHus
TSDKENIBIX OCJIO)KHEHUU (B TOM UHCJIE€ W XMPYPrHUECKOro XapakTepa) U CHUMITOMATHYECKYIO
Tepanuio.

XUpypruyeckue METOAUKH HCIIOIb3YIOTCS Ul Pa3AciICHUE NMabLEB, IIACTUKY 4Yeperna U psij
npyrux. Ilepex Xupyprudyeckum Ji€UEHHEM HEOOXOAMMO TPOBECTH SHIAOCKOMUYECKOE
HCCIIEIOBAHUE TOpTaHW M Tpaxeu. Mccimemyercsa Tpaxess Ha MPEIMET CIUIONIHOM XPSAIIEBOM
Tpaxeu, He pa3/IeICHHON Ha KOIIbla, CIIOCOOCTBYIONIECH CTEHO3Y U HEBO3MOXXHOCTHU TPOBEACHUS
SHAO0TpAXEATbHOTO HAPKO3a.

YpoBeHnb yoeauTeabHOCTH pekoMeHaanuii C (ypoBeHb 10CTOBEPHOCTH 10KA3aTEbCTB - 3)

3.2 Xupypruuyeckoe JJe4eHue

OCHOBHOM METOJ XUPYPTHUYECKOTO JICUEHUS - KPAaHUOIUIACTUKA, CBOCBPEMEHHAs XUPYPIrUYeCcKas
KOPPEKIHsI YEPETHOI0 CHHOCTO3a M03BOJIET U30€XKaTh 3HAYMTEIBHOIO POCTa BHYTPUUEPEITHOTO
nasnenus. [loatomy 6opp0a ¢ BHYTpHUEPENTHOW THUMEPTEH3HEW WIPAeT LEHTPAJIbHYIO POJIb B
NaJUIMATUBHOM JICUEHUU ITOT'O COCTOSHUS.

Jlydmme pe3ynbTaTbl JIEUYEHHsT MOTYT OBbIThb JOCTUIHYTBI IPHU IPOBEJCHUM OIepanuil B

MaKCHMaJbHO paHHEM Bo3pacTe manueHTa [5,6,7].

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

PekoHCTpyKIMS BEpXHUX U HIKHUX KOHEYHOCTEH CBOAMTCA K pa3/efieHUIO MajiblieB. Bpauu-
XUPYPrU CTApalOTCs MOJHOCTHIO HCIPAaBUTh 3TOT Ae(EKT 10 5 JeT, T.K. HapylIeHHEe MEJIKOU

MOTOPHUKH CIIOCOOCTBYET 3aJI€PKKHU pPa3BUTHUS peOEHKA.

YpoBeHb yoenuTeILHOCTH peKoMeHAanuii B (YpoBeHb 10CTOBEPHOCTH 10KA3aTEJIbCTB - 3)

ITpu cunapome Ildaiipdepa Taxke MOKeT MOTPEOOBATHCS MOMOIIL XUPYProB, €CIIM UMEIOTCS

IIOPOKU CO CTOPOHBI IPYTUX OPraHOB U CUCTEM.

YpoBenb yoenuTeabHOCTH pekoMeHaanuii C (ypoBeHb 10CTOBEPHOCTH 10KA3aTEIbCTB - 3)

3.3 IIcuxojornyeckass MIOMoOIIb
KimmHu4eckuit MCUXoJI0r H COIMAIbHbIC PAOOTHHKH OKa3bIBAIOT MICUXOCOMHAILHYIO MOIICPIKKY

CCMEC.
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4. PeaOuauranus

Peabunuranus nauuenToB ¢ cuaapomoM Ipaiipdepa npu Hanmuumum y HUX rpyObIX BpOKIEHHBIX
IIOPOKOB Pa3BUTUSl HANpaBlIeHAa Ha CBOEBPEMEHHYIO CHENHAIN3MPOBAHHYIO MOMOIIb,4TO
MO3BOJISIET 00ECIIeYNTh ONTUMATBHBIM aHATOMUYECKHH U (PYHKITMOHAIBHBINA A (PEKT eueHus u
NOJHYIO peabunuTanuio. PerynsapHocTs HaOMIONEHUH MAalMEHTOB MO3BOJSIET KOHTPOJIUPOBATH
Ka4eCTBO MPOBOJUMOIO JICYEHHUS HA MPOTSIKEHUU BCErO MEpHoAa PeadMINTALUMU U BHOCHTH
KOPPEKTHUBHI B IUIaH BEJCHMUS MAIIEHTa B COOTBETCTBUY BO3HUKIINMHU H3MEHCHUSAMH.

Taxke HeoOXoqMMa CKOOPIMHHMPOBAHHAs paOOThl KOMaH/BI CIICIUAIICTOB: HEWPOXHPYpTa,
YeNIOCTHO-IMIIEBOTO  XUpPypra,  OpToleaa,  TIeHEeTWKa,  OpPTOJOHTa,  CTOMATOJIOra,
OTOPUHOJIAPUHTOJIOTA, CypJoJIora, Meauarpa, HeBpojora, Ie(eKToIora-jioronena, nCUxosora.
PeaOumuTanioHHble MEpONPUATHS MPOBOAATCS HCXOAS W3 KOHKPETHBIX KJIMHHYECKHX
CHMIITOMOB (HEBPOJIOTMYECKUX, JIOTONEANYECKUX W T.A.) W TOIJISKAT PACCMOTPEHHIO B
COOTBETCTBYIOUINX KIIMHUYECKUX PEKOMEHIALUIX.

JlocTarouno xoporas peadbunuranus aereit ¢ cunapomom Ildaiiddepa Bo3MoKHA Kak € TOUKH
3peHHs] BOCCTAHOBJICHHUSI HOPMalbHOW (DYHKLMHU, TaK M YCTPAHEHUS TKEIBIX KOCMETHUECKUX
nedopmanuii. IlpaBUIBHO W CBOEBPEMEHHO MPOJICUYCHHBIE JETH MOTYT PAacCUMTHIBATh Ha
XOpomrylo amanTtanuio B oOmectBe. [lpm CcBOeBpeMEHHO Ha4aTOM JICYCHWH CHHIpPOMA
[¢aiiddepa 1-ro THIAa BEDKUBAEMOCTh OONBHBIX 3HAUUTENBHO yBenuuuBaercs. K coxanenwuro,
00beM MEIMIIMHCKOM IMOMOIIM 3a4acTyl0 HEAOCTaTOYEH JJISi MOJHOLEHHOIO JICYeHUsT OOJIBHBIX
cunapomoM Ilpaiiddepa 2-ro u 3-ro TUTIOB.

bopr0a ¢ BHyTpHUepenHoii THIIEpPTeH3UEH UTPaeT HEHTPAIbHYIO POJIb B MAITMATHBHOM JICUCHUN
cuanpoma lldaiipdepa. Ecnu ke y mHanueHTOB HMEETCs YMCTBEHHAs OTCTalIOCTh, TO €€

BBIP)KEHHOCTh CHUKAETCS ITyTeM MICUXOKOPPEKIIMOHHOMN paboTHI.

5. lIpopuiakTuka U (UCaHCepHOE HAOIIIeHHe

[TpopunakTuka 3akitoyaeTcss B IUIAHOBOM BEACHUM OEPEMEHHOCTH, B Ciydae BBIABICHUS
3a00J1€BaHNsl HEOOXOIUMO MEIUKO-TEHETHUECKOE KOHCYJIBTUPOBAaHHUE, KOTOPOE 3aKIIH0YaeTCsl B
YTOUYHEHUH JHarHo3a, OOBSCHEHHs PUCKaA Iepenadyn 3a00JeBaHUs MOTOMCTBY, (OH COCTaBIISET
50%), BO3MOKHOCTH MOJIEKYJISIPHO-TEHETUUECKOIO MCCIEN0BAHUSA, ONPEICIICHUs MYyTaluu C
MOCJEAYIONEH MPEeHaTaTbHON JUAarHOCTUKOM.

[IpenatanpHast ynbpTpa3ByKOBas auarHoctuka cuaapoma [ldaiidhdepa Tpynna mz-3a mo3gHero
(GopMHpOBaHUSI CHHOCTO3a, KOTOpPBHIH MOXKeT ObITh BbIABICH B Hawane Il Tpumectpa

6epemennoctu[9,10].
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MuHUMaNTbHBIA KOMIUIEKC TOCJICONEePAIlMOHHOTO HAOIOACHUST BKJIIOYAET B CEOsl pPeryisipHbIC
(He pexxe pa3a B 6 MecCsAIeB) OCMOTPHI OMEPHUPYIOMINX XUPYpProB, HEBpoiora, odraapmorora,
nenuatpa. Ilpu momo3peHMHM Ha  peUMAMB, BTOpUYHBIE JAedOpMaluM, YXYALICHHUS
HEBPOJIOTHYECKOTO, OPTATHMOJIIOTHYECKOTO U JIPYTHX CTaTycoB MamueHTa - mpoBenaeHue KT,
MPT, 331" u npyrux uccienoBaHUi UCXOJ U3 KIMHUYECKOW KapTUHBI.

6. lonosiHuTe1bHASA MHGOPMALK, BJUAIOIIAS HA HCXO0] 3200/1eBaHUs

[Iporno3 cunnpoma Ildaiiddepa onpenensercss BappanToM 3TOro 3adosieBanus. [lepBwiii THIT
XapaKkTepU3yeTcss OTHOCUTENBHO OJArOMpPUSATHBIM  MPOTHO30M, KOTOPBIM  3aBUCHUT  OT
CBOEBPEMEHHOCTH BBISBICHUS TMATOJOTMM M TPaBWIBHOCTH MOJ00paHHOro JedyeHus. B
OJarOTMPUSATHBIX YCIOBHSX OOJBHBIC COXPAHSIOT HOPMAIBHBIA WHTEIUICKT, JOXKHBAIOT [0
NPEKIIOHHOTO BO3pacTa W COCOOHBI UMETh TIOTOMCTBO — IIPY ATOM PHCK Iepeadn 3a00IeBaHHS
noromctBy coctaBisier 50%. Cunapom Ildaiidpdepa 2-ro um 3-ro TUmoB obnamaeT KpaiiHe
HEeOJIaronpUsTHBIM IPOTHO30M — COBOKYITHOCTh HEBPOJOTMUYECKUX M JPYTUX HapyLUICHUH 4acTo
CTaHOBSITCSI TPUYUHOW JIETATLHOTO HWCXO/Ja B paHHeM JercTBe. Jlake TpW BBINOJHEHUH
MaJUTMATHBHBIX MEPOIIPUATUNA y OOJBLHBIX HAOIIOAACTCS BRIpAXKEHHASI OJUTOPPEHUS U TITyOOKast
uHBamau3anus. [lpodunakruka cungpoma Ildaiipdepa, yuuTbiBas dYacTo CIOHTAHHBIN
MEXaHU3M pa3BUTHS JTOro 3a0ojieBaHMs, BO3MOXKHA TOJBKO B paMKax IpPEeHaTaIbHOU
JMArHOCTUKH YJIbTPa3BYKOBBIMH WIIA T€HETHUECKUMH METOJAMH.

Kpurepun oueHkun kayecTBa MeIUIIMHCKONH MOMOIIA

Ta6muma 1. Kputepun o1ieHKu KauecTBa MEIUITMHCKOW TTOMOIIIH.

Ne Kpurepun xauecrBa Yposenn Yposenn
A0CTOBEPHOCTH y0eauTeIbHOCTH
A0KA3aTeJbCTB peKoMeHaanui
1  [[IpoBexeHa cBOeBpeMEHHasi TUArHOCTHKA |2 A
cunapoma [ldaiibdepa
2  [[IpoBeneHa MHCTpYMEHTAbHAS 2 A
TMarHOCTHKA
3  [[IpoBeaeHBI OCMOTPHI CIICITUATHUCTOB, 2 A

HaMEUCH IJIaH XUPYPrUYECKOTO JICUCHUS
10 KOPPEKIIMY MO3TOBOTO U JIULIEBOTO
yepena

4 JIoCTUTHYT yIOBIETBOPUTEIHHBIN 2 A
KOCMETUYECKUN U (PYHKIIMOHATBHBIH
pe3yabTar

5>  |Co3naHbl ycnoBHS 1711 HOPMAJIBHOTO 2 A
[pOCTa 1 pa3BUTHS F'OJOBHOIO MO3ra
6 |HopMmanbHOE HHTEIUIEKTyalbHOE 2 A
pa3BUTHE, NALlUEHT UHTETPUPOBAH B
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Ipuio:xkenne Al. CoctaB padoyeil rpynibl

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

2. CunenbHukoBa Hpuna AsnekcanHapoBHa — TeHETHK, wWieH Poccuiickoro o0mecTBa
MEJUIIMHCKUX T€HETHUKOB.

3. CompynoBa Hpuna BrnamumupoBHa — K.M.H., TJIaBHBIH BHEIITATHBIA CIEIHAIUCT TIO
MEJUITMHCKOW TeHETHKE MUHUCTEPCTBA 31PAaBOOXPAHCHHS ACTpaxaHCKOW 00JacTH, WICH
Poccwuiickoro o6mecTBa MEIUIIMHCKIX T€HETUKOB.

4. TkaueBa Haranbst BnagmmupoBHa — K.M.H., Bpa4-HEBPOJIOT.

KoH(paukT uHTEpEeCcoB OTCYTCTBYET.
Ipuio:xkenne A2. MeToago/iorusi pa3padoTKu KJIMHUYECKHX PEeKOMEHIalu i
IleneBast ayquTOpHsl JaHHBIX KIMHUYECKUX PEKOMEHIALN:

Bpauu-renetuku
Heonaronoru
[Tenuatpsl
Hespomnor

el N =

MeToabl, HCII0JIb30BAHHbBIE ISl COOPa/cesIeKIIMU 10KA3aTeIbCTB:

1.TTouck B 3NMEKTPOHHBIX 0a3aX JaHHBIX.

2.Hayunbie myOIMKaIuy U CTaThH.

3.Knuandeckue pexoMeHaanuu: BpoxaeHHbIE aHOMATMK KOCTEH 4ueperna | JIMIA, BPOXKICHHBIC
KOCTHO-MBIIIeuHbIe Jedopmaruu rosoBbl U una.( benpuenko B.A.; bapantok U.C.)

Onucanue MeTO0B, NCIOJIb30BAHHBIX J1JIs1 cOOpa/cesleKIIUN 10KA3aTeJIbCTB:
Jloka3zaTenbHON 0a30ii sl peKOMEHAAINN SBIISIOTCS IMyOJNUKAIUY, BOIIEAIINE B 0a3bl JAaHHBIX
OMIM , MEDLINE, ORPHA

MeToabl, MCTIOJIL30BAHHBIE /1JIsl OLEHKH KAYeCTBA M CHJIBI 10KA3aTeJILCTB:

-KOHCEHCYC 3KCIIEPTOB;

-OLI€HKAa 3HAYMMOCTHU B COOTBETCTBUU C PEUTHUHIOBOI cxemou (TadJ. 1).
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Ta6muma [11. YpoBHHM TOCTOBEPHOCTH JOKA3aTEIbCTB ¢ YKa3aHUEM HCITOIh30BaHHON

KJaccu(UKaluy ypoBHEH JOCTOBEPHOCTH JJOKA3aTEIbCTB.

YpoBeHb
AOCTOBEPHOCTH

HcToYyHNK 10KA3aTEJILCTB

(1)

HpOCHeKTI/IBHBIe paHI[OMI/I3I/IpOBaHHBIe KOHTpOJII/IpyeMBIe HUCCIICIOBAaHUS
JlocTaTouHOE KOJIMYSCTBO UCCIICAOBAHUI C IOCTAaTOYHOM MOIITHOCTHIO, C
y‘-IaCTI/IeM 6OJII>H_IOI‘O KOJIMYECTBA ITAIITMUCHTOB U nonyquHeM GOHBI_HOFO
KOJIMYECTBA JAHHBIX

KpyrHble MeTa-aHaIu3bl

Kak MUHMMYM OJTHO XOpOILIO OPraHU30BaHHOE PaHI0MU3UPOBAHHOE
KOHTPOJIMPYEMOE HCCIIEA0BAHNE

PenpesenTarrBHasi BHIOOpKaA NAI[IEHTOB

Q)

HpOCHeKTI/IBHBIe C paHHOMHBaHHGﬁ i 6e3 HCCIICA0BaHUA C OrPaHUYICHHBIM
KOJIMYECCTBOM JaHHBIX

HeckoyibKko MccaeIoBaHni ¢ HEOOJIBIIUM KOJINYECTBOM MallEHTOB
X0opoI110 OpraHn30BaHHOE TPOCIIEKTUBHOE UCCIICIOBAHUE KOTOPTHI
MeTa-aHaau3bl OrPaHUYCHBI, HO TIPOBEACHBI HA XOPOIIIEM YPOBHE

Pe3ybpTaThl HE MPE3EHTATUBHBI B OTHOIICHUH 11E€I€BOM TOIYIISIIMH

X 0poI1110 OpraHU30BaAHHBIE UCCIIEOBAHUS «CIy4al-KOHTPOJIb)

11 (3)

HepaH1oMH3UPOBaHHBIC KOHTPOJIUPYEMBIC UCCIICIOBAHHUS
lcciteroBaHus ¢ HEJJOCTATOYHBIM KOHTPOJIEM

PanoMH3UPOBaHHBIC KIMHUYECKUE UCCIIEIOBAHUS C KAK MUHUMYM |
BHAYUTEIIEHOM MJTM KaK MUHUMYM 3 HE3HAYUTEIbHBIMU
METONOJIOTHYECKUMHU OIIUOKAMHA

PeTpocriekTUBHBIC WM HAOIOIATEIbHBIE HCCIIETOBAHUS

Cepusi KIMHHYECKUX HAOTIOACHHMIA

[ [poTBOpEUNBLIE JaHHBIE, HE MO3BOJISIONINE CHOPMUPOBATD
OKOHYATEJIbHYI0 PEKOMEHIalluI0

IV (4)

MHeHHe SKCTepTa/TaHHbIE U3 0TYETa SKCTIEPTHOH KOMUCCHH,

OKCIICPUMCHTAJIbHO IMMOATBCPKACHHBIC U TCOPCTUYCCKU 000CHOBaAHHEBIC

Ta6muma [12. YpoBHEM yOeAUTEIPHOCTH PEKOMEHIAIINN ¢ YKAa3aHUEM MCTI0JIb30BAaHHOM

KJaccu(pUKaluy ypoBHEH yOeAUTEIbHOCTH PEKOMEH JAIIHA.
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YpoBeHb

Onucanne Pacuu¢poska
y0eauTeJIbHOCTH
PexoMeHalusi OCHOBaHa Ha BHICOKOM
YPOBHE JOKa3aTeIbHOCTH (KaK
MUHUMYM | yOenuTenpHas MeToa/Tepanus IepBOM JTUHUY;
A nyonukanus [ ypoBHs 100 B COUETAHUU CO CTaHAAPTHOMN
ITOKa3aTeIIbHOCTH, TOKA3BIBAIOIIAS METOAMKOM/Tepanuei
BHAYUTEIHHOE MPEBOCXOACTBO
MOJIH3bI HAJT PUCKOM)
PexomeHa1Hsi OCHOBaHA Ha cpeiHeM [MeToj/Tepanusi BTOpOi JIMHUY;
YPOBHE JTIOKa3aTEIbHOCTH (KaK 6o mpu OTKa3e,
MUHUMYM | yOenutenbHas [TPOTHUBOIIOKA3aHUH, UITU
B nmyonukarus 11 ypoBHs Hed(DPEKTUBHOCTH CTaHIAPTHOM
NTOKa3aTeIbHOCTH, TIOKA3bIBAIOIIAs  [METOJIUKU/TEPATUH.
3HAYUTEIILHOE MPEBOCXO/ICTBO PekoMeH1yeTcss MOHUTOPUPOBaHHE
MOJIb3BI HAJI PICKOM) MOOOYHBIX SIBICHUN
Pexomenpanus ocHOBaHa Ha ciiaboM |[HeT Bo3pakeHui MPOTHUB TAHHOTO
YPOBHE JI0Ka3aTeNbHOCTH (HO KaK METO/1a/Tepanuu Uik HEeT
MuUHUMYM | yOenutenbHas BO3paXKEHUI MTPOTUB MPOIOTHKEHHUS
nyonukanus 111 ypoHs TAaHHOTO METOJ1a/Tepanun
C TOKAa3aTeNbHOCTH, TOKA3bIBAOIIAS
BHAYUTEIHHOE MPEBOCXOACTBO PexoMeH10BaHO MPH OTKa3e,
MOJIb3bI HAJl PUCKOM) 1Y [TPOTHUBONOKA3aHUH, UITU
Hed((HEeKTUBHOCTH CTaHIAPTHOMN
HET YOeIUTEeNbHBIX TaHHBIX HU O METOIMKH/Tepanuu, MpH yCIOBUU
10JIb3€, HU O PUCKE) OTCYTCTBHSI TOOOUHBIX 3(h(eKTOB
OTcyTcTBUE YOAUTETBHBIX
nyonukanuii 1, 11 umu 111 ypoBHs
TOKa3aTENbHOCTH, MOKa3bIBAIOLINX
BHAYUTEIHHOE MPEBOCXOACTBO
D [10JIb3bI HaJl PUCKOM, JIHOO He pexomenn0oBaHoO

yOeaurenbHble myonukanuu 1, 11 nmu
11 ypoBHSI mOKa3aTENbHOCTH,
[10Ka3bIBAIOLME 3HAYUTEIILHOE

MTPEBOCXOJICTBO PUCKA HAJT MTOJIb30M

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

Ipuioxkenne b. AropurMbl BeleHUs MANHEHTA

AJITOPUTM BeJleHUd JeTell ¢ CHHAPOMAJIBLHBIMH KPAHUOCHHOCTO3aMHU

v

OcMoTp U 00cnetoBaHNe y TeHETHKA

é

N

OCMOTp U 00cCleIoBaHUE

Y HEBPOJIOTa,

OIICHKAa COMAaTUYCCKOr'o craryca
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(mexmatp)

K A

OcmoTp, obcnenoBanue, HAOIIOACHUE U JICYCHHE Y YEPETTHO-TTUIIEBOT0 XHUpypra

CornuanbHas ajganTamus, MOCCICHUE Pa3BUBAIOIINX PEAOUITUTAIIMOHHBIX IEHTPOB, 3aHATHS C
JoroneaoM, 1e(eKTOIOrOM

Ipunoxenue B. Undopmanus 11 NaHEeHTOB

Cunnmpom [ldaiipdepa (B 3aBucumoctd OT (OPMBI) SBISIETCS TSDKEIBIM MPOSIBICHUEM
CUHAPOMAIIBHBIX ~ KPAaHMOCHHOCTO30B, HO  CBOCBPEMEHHOE  XUPYPTUYECKOE  JICUCHHUE
KPaHHOCTEHO3a CIIOCOOCTBYET POCTY W Pa3BHTHIO TOJOBHOTO MO3ra, MCHUXOMOTOPHOTO H
pPEUEBOro pa3BUTHS, XOPOIIMA KOCMETHYECKHH Pe3ysIbTaT aJanTHpyeT peOeHKa B OOIIECTBE H
ceMbe. PeKOMEHIOBAaHO BBIMIOJIHATH BCE MPEA- U MOCICONEePAIMOHHBIE TIPEITUCAHNS JICYAIero
Bpauda. B mocrieomnepanroHHOM Meprojie 00sS3aTeNbHBIM SIBISIETCS PETYIsIpHOE HaOMoieHue (He
pexe 1pasa B 6 MecsIeB) y CIEIUAINCTOB, BOBJICYECHHBIX B TPOIECC JICYCHHUS (YEITIOCTHO-
JUIEBON XUPYPT, HEUPOXUPYPT, HEBpoJor, odTaasMoor, neauarp). HacnegoBanue cuHapoma
ayTOCOMHO-IOMHUHAHTHOE, PHUCK TMepenadn IMoToMcTBY cocTtaBiusier 50%. PexomeHnmoBaHO
MEINKO-TeHETHUECKOe KOHCYIhTHPOBAHUE, MOJICKYISIPHO-TEHETUYEKOE O0CIICIOBAHHE C LIETIBIO

BBISBJICHUS MYTAIlMU B CEMbE C MOCIEAYIONIECH MpeHaTaIbHONW TUarHOCTUKOM.
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