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3a0o0JIeBaHUs

Kpurepuu onenku kauecTBa MEIUIMHCKON TOMOIIU

CHnuCOoK JIUTepaTypbl

[Tpunoxenue Al. CoctaB paboueit rpymmbl

[Tpunoxenune A2. Metogonorust pa3paO0TKH KIIMHUYECKUX PEKOMEHIAIHiA
[Ipunoxxenue A3. CBs3aHHBIE JOKYMEHTHI
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[Tpunoxenune B. Mudopmanms ais manueHTa

KiroueBble ¢J10Ba: cunapom BrabsiMca, IMarnocTuka, Je4eHne, peabuInTanus.

Cnncok cokpaunieHmii:

CB - Cungpom Bunbsimca;

Ox0KI" — sxokapauorpadus;

KKT - xenyno4yHO-KUIIEYHBINA TPAKT;

BIIP - Bpo>xieHHBIN TTOPOK Pa3BUTHS;

MPT - MarHUTHO-pe30HaHCHAst ToMOTpadus;

VY3U - ynbTpa3ByKOBOE UCCIIEJOBAHMUE;

FISH — ¢nyopecuenTras rubpuausarus in Situ.

TepmuHbI M onpeneeHus

CHHAPOM — COBOKYITHOCTbh CUMIITOMOB C OOLIIMMH 3THOJIOTUEHN U IAaTOTEHE30M

CunapoMm BuibsiMca - COBOKYIMHOCTh CHMIITOMOB C OTIMYUTEIIBHBIMM IPU3HAKAMH: ITyXJIbIE
r'yObl, XpUIUIBIHI TOJI0C, BPOXKIEHHBIN MOPOK CEPlla U COCY/IOB.

1. Kparkas ungopmanus

1.1. Onmnpeaenenue

Cungpom Bunbsmca (CB) MHOXECTBEHHBI BPOXIECHHBIM MOPOK pPa3BUTHS, BKIIOYAIOIIMNA B
ceOs HaJKIaNaHHBIA aOpPTAJbHBIA CTEHO3, CTEHO3 MEpPU(PEPUUYECKUX JIETOUYHBIX apTEpHid,

XapaKTepHOEe JUIO «IMIO 3b(a," YMCTBEHHYIO OTCTAJIOCTh U HU3KOPOCIOCTb, XapaKTepHBIE



nedexTel 3y00B W MHpaHTWIBHYIO runepkambiuemuto [1, 2]. s CB Takke XapaKTepHBI
MyXJIble TYObI ¥ XPHUILIBIN TOJIOC.

1.2. ITHOJOrHSA, IATOTeHE3

[Tpuunnoit CB sBnsercst remusurotHas aeneuus ot 1,5 go 1,8 Mb na xpomocome 7ql11.23,
KOTOPBIN COAEPKUT OKOJIo 28 reHoB. Ha ceromHsumHuii JeHb U3BECTHO O HECKOJIBKUX M3 ATUX
T€HOB MYTaIlMH KOTOPBIX MOTYT opmupoars CB [3]:

e ELN - naronorus cepaeuHO-COCYIUCTON CUCTEMBI;

e LIMK1 - HapymieHue BU3yaabHO-POCTPAHCTBEHHBIX MO3HABATEIIBHBIX CIIOCOOHOCTEH;

e GTF2| — cHmkeHne NHTEIUIEKTA,;

e STX1A - yyacTByeT B BICBOOOX/ICHUU HEHPOTPAHCMHUTTEPA M CEKPEIIMH UHCYIHHA;.

e BAZ1B - mpoaykr rena, Genok BAZIB, cBsa3biBaeT peuentop BuUTamMHHAa D, ecTb

MPEANOJIOKEHUE, YTO OH CBSI3aH ¢ runepkaibiueMueii npu CB;

e CLIP2 - mpennonaraercs yyactue reHa B HapyleHUH QyHKIMK Mo3xkeuka npu CB;

e GTF2IRD1 - cBsa3an ¢ kpannodanuaibHbIMA 0cobeHHOCTAMU CB;

e NCF1 - cBsi3aH ¢ yMEHbIIIEHUEM PHCKA TUIIEPTOHUU.
Poinb apyrux reHOB, KOTOPBIE 3aTparuBaloTCs AelienusMu, B pa3Butun Geroruna CB ocraéres
HEU3BECTHOM.

1.3. DnuaeMuoJorus

Yactora BcTpeuaeMoctu cuHapoma Bunbsimca onenuBaercs B 1:10000 HOBOpOXKICHHBIX; B
Hopseruu vactora Bctpedaemoctu coctapisier 1:7500 HoBopokeHHBIX [4]

1.4. Kon: MKB 10

Q87.1 - Cunapom Bunbsmca

1.5. Kaaccudukamm: Her.

2. JlnarHocruka

2.1. ’Kaio0Ll M aHAMHE3;

e KanoObl Ha OTCTaBaHUE B POCTE, 33A€PKKY HEPBHO-TICUXMUYECKOTO Pa3BUTH.

YpoBenb yoenurebHocTH pekomenaanmii C (ypoBeHb TOCTOBEPHOCTH J0KA3aTEILCTB — 4)

2.2. DuzukaabHoe 00cae10BaAHNE;

B tabnuue 1 npencrasiens! kputepuu nuarnoctuku CB [3,4].

Ta6muua 1. Kputepun auarsoctuky cuaapoma Bumbsamca (6anbHas OleHKa)

IIpusnak

Pocm, pazeumue, numanue (6 anamnese u 6 Hacmosauwiee epems) (3 uz 5 nynkmoe — 1 6ann)

e [lepeHomeHHOCTh > 41 Hep. recranuu

e Pocr u Bec < 5-u NpOUEHTHIIH




e PBoTa u ractpod3odaraibHbIid pedIrokc

® IIJ'II/ITCJ'II)HI)IG KOJIMKH > 4 MHH. MMPOAOJIKUTCIIBHOCTBIO

e XpOHUYECKHUI 3a1op

YpoBens yoenutenabHocTH pekoMeHaanmii C (ypoBeHb TOCTOBEPHOCTH J0KA3aTEeIbCTB — 4)

Ilogedenue u nepeno ncuxuueckoe pazeumue (3 uz 6 nynkmoe — 1 6ann)

e UpesmepHas Ipyxeno0HOCTh

e [lunepakysus

e TpEeBOXKHOCTH

e 3ajepKKa pa3BUTHUS U YMCTBEHHAasl OTCTAIOCTh

e Hapymenus 3putenbHON OpUEHTAIUU

e 3ajepiKKa pa3BUTHS PEUHU C MOCIEIYIONIEH Ype3MEPHON TOBOPINBOCTHIO

YpoBenb yoenuTeibHOCTH pekoMeHaanuii C (ypoBeHb TOCTOBEPHOCTH J0KA3aTeIbCTB — 4)

Juyo (8 uz 17 nynkmoe — 3 6anna)

e bureMnopanbHOE Cy)KeHHE (CIaBICHHUE)

® BHI/IKaHT, IJI0OCKasd NMEPCHOCUIa

e (Crpabu3M (B HACTOSIIEM HIIU TPOIILIOM)

e KopoTkuii HOC U BBIBEpPHYTBIE HO3PH

e JlomHrble mexu

o J[nmuHHBIN QUIBTD

e MaJseHbKre HIHPOKO PACCTaBICHHbIE 3yObl

e [llupokwuii pot

e bousblasg MOYKa yxa

e [Tupoxwuii 106

e [Ipunyxible BEKH

e 3Be3/14YaThl PUCYHOK PATYKKHU

e B3nepHyThIil KOHYHK HOCA

e [unormiasus CKyJI0BOil KOCTH

e [lyxsbie ryObI

e HenpaBuibHBIH NPUKYC (MAJIOKITIO3US)

e MajeHbKas 4eIOCTh

YpoBens yoenutenbHocTH pekoMenaanmii C (ypoBeHb TOCTOBEPHOCTH J0KA3aTeIbCTB — 4)

Cepoeuno-cocyoucmasn cucmema (A) — oannwvie IXOKI (1 uz 2 nynkmoe — 5 6annos)
HankmamaHHBIN cTEHO3 aopTH**

CreHo3 BETBEM JIETOUHON apTepuu

YpoBens yoenutenbHocTH pekoMenaanmii C (ypoBeHb TOCTOBEPHOCTH J0KA3aTeIbCTB — 4)

Cepoeuno-cocyoucmasn cucmema (b) (1 uz 3 nynkmos — 1 6ann)

Jpyrue BpoxaeHHBIE IOPOKU CEpALIA

Cepaeunslii 1ym

l'unepronus

Yposenb yoenureabHocTH pekomenaanuii C (ypoBeHb TOCTOBEPHOCTH J0KA3aTEILCTB — 4)

Jlucnnazusa coeOunumenvnoii mxkanu (2 uz 6 nynkmoe — 2 oéanna)
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XPpHUILUIBINA TOJI0C

Ilynoynas rpeika

JIMBepTUKY KUIIEYHUKA UM MOYEBOTO MY3bIPsI

I[JII/IHHaSI mIesa UJIK IOKAaThIC IJICUH

OrpanudeHus Ui pa300JTaHHOCTh CYCTaBOB

Brinmagenus npsiMoi KUIIKHA

YpoBenb yoenuTeibHOCTH pekoMeHaanuii C (ypoBeHb TOCTOBEPHOCTH J0KA3aTeIbCTB — 4)

Ypoeenwv kanvyusa (1 uz 2 nynkmoe — 2 6anna)

l'unepkanbryeMust

['unepkanbunypust

YpoBens yoenutenabHocTH pekoMenaanmii C (ypoBeHb TOCTOBEPHOCTH J0KA3aTEIbCTB — 4)

Hpumeuyanue: *Eciu 6amnoB <3 — cunapom Buibsmca uckimrouaerca. Ecnmu GammoB > 3 —
pexomenayetrcsi BoimonaHeHue FISH anammza. Cpemnee komwdecTBO OaijioB I CHHApPOMA
Bunpsimca paBHO 9 mpw cTaHIapTHOM OTKJIOHEHHMH paBHOM 2,86. Cucrema mojcdeTra OYKOB
ocHOBaHa Ha uccienoBanuu 107 yemoBek ¢ cuHapomoM Bumnbsamca moarBepxkaeHHbix FISH

aHaJIN30M.

*k o
Ecmm O6H3py>KI/IBaeTC${ HaaKJIalmaHHBIM CTC€HO3 aOPThI, MAMCHT HAIIPABIIACTCA K I'CHCTUKY U

pexomenayercs FISH nccnenosanue.

1 rox 3 roma 6 et
®oro. [TarmmenTts! ¢ CB pa3HbIX BO3pacToB.

2.3. JIaGopaTopHas TUATHOCTHKA:

e [louck nenennu B pernone/(l1.23 FISH uccnenopanue.
YpoBeHb y0eIuTEJILHOCTH peKoMeHAanmii A (ypoBeHb IOCTOBEPHOCTH J0KA3aTeIbCTB — 1a)
e [opmonsl nmutoBuHOM *kene3nl: TTT, T3, T4.
YpoBensb yoenureabHocTH pekomenaanuii C (ypoBeHb IOCTOBEPHOCTH J0KA3aTeIbCTB — 4)
e VYpOBEHb CHIBOPOTOYHOTO KaJbLMS U OTHOIICHMS KaJIbLHS K KPEAaTUHHHY B CIy4aliHOM
o0pa3siie MovH.

Yposens yoenureapbHocTH pexkoMernaanuii C (YpoBeHb JOCTOBEPHOCTH JIOKA3aTeabCTB — 4)

2.4. UHCcTpYMEHTAJbHAS THATHOCTHKA:




e DOxoKIT, MPT, V3U, ayanomerpus.

Yposens yoenureabHocTH pekoMenaanuii C (YpoBeHb IOCTOBEPHOCTH JIOKA3aTeabCTB — 4)

2.5. UHasi THATHOCTHKA

e OIlleHKa KOTHUTHBHBIX CIIOCOOHOCTEN.

YpoBenb yoenureabHocTH pekomeHaanuii C (ypoBeHb TOCTOBEPHOCTH J0KA3aTEILCTB — 4)
JAudpepennuabHasg IMarHOCTHKA

CB cnemyer oTnu4arh OT APYTUX CHHIPOMOB, XapaKTEPHU3YIOIIUXCSA 3aEPKKOM pa3BUTHUSA,
CUHAPOMOM JeduuuTa BHHUMAHUS U TUIEPAKTUBHOCTH, HU3KOPOCIOCTHIO, JIMIIEBBIMU
ocobennoctsamu, u/mim BIIC. K aHum otHOCcaTcs: cunapom Hynan, nenernus 22q11.2 (cuaapom
Hu-Jxopmxu), cuaapom Cmura-Marenuc, cuaapom KaOyku, U amkoroiabHBIA CHHIPOM IIIOAA

(trabm. 2). Jluma c¢ HagkJIanmaHHBIM CTEHO30M AOPThI JOJDKHBI OBITH OOCIETOBAHBI IS

nckirouenusa CB.

Ta6mura 2. Iluddepennuansuas auaraoctrke CB [3,4]

T Knunnueckue npusHaku CHHIPOMOB
un
Cungpom HaunbGonee JIONOJIHUTENBHEIE
HacCJIeAOBaHUsA JInuessle TpU3HAKU
gacteie BIIC MIPU3HAKU
- «3Be3auaras» paayxka
- [lepnopbuTanbHbII
-l'unepkanpuuemus
Hankmaman- | orek o
. . - XpHIUIBIA TOJI0C
Cunzpom HBII - [lIupokwuii pot
Al . - UpesmepHo
Bunbsimca aopTalbHBIN | - BepxHsis ryda B popme
NpY>KECTBEHHOE
CTEHO3 ayka Kynunona
MOBE/ICHUE B OOIIICHUH
- [Tyxnbie TyOBI
- bosbie Mouku
- I'mazHon - KpbimoBugHas ckiiajaka
CUIIEPTEIOPU3M eu
Crenos - [Ipunyxsocts BepxHero |- Kunesunnas rpynb
Cunapom . Beka / IITo3 - COCKOBBIIt
AJl JIETOYHOM N
Hynan A TEDHIL - I'myGokuii punsTp TUIEPTEIOPU3M
pTep - Husko cugsmue, - Jlucmiazus
POTUPOBAHHBIC K3aIH UMb aTHIeCcKOMl
YILU CUCTEMBI
- [Ito3
Cunapom KoHoT - ['unonnasus kpbuibeB |- [ unokanbuueMust
nenenun AJl PYH HOCca - UmmyHOAeunut
KaJbHBIC . N
22q11.2 - Beicokuii kopeHb Hoca |- AHOManuu HEOA
- Manenbkue yimm
- I'my6oko mocakeHHbIE
MytanusRAIL. rasa
Cunapom [IpakTruecku - lucnnasust pagyxKu
P p CenranbpHble A panyx - Camoarpeccus
Cwmura- BCE ClIydau - MoHronouiHbIN pa3zpes N
neeKThI - XpHILUIbIi T0JI0C
Marenuc siBistitoTCs De a3
Novo - Kopotkwuii ryoHOIM
KEIT0O0K
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T Knunnueckue npusHaku CHHIPOMOB
un
Cungpom HaunbGonee JIONOJIHUTENBHEIE
HacCJIeAOBaHUsA JIuuessle TpU3HAKU
yactsie BIIC MPU3HAKU
A - JInuHHBIE pacuienHbI
il rnﬂazz pactl - Pacmierienue ry0sr /
Cunapom Koapkranus HEOa
- BeiBepHYyThIE HUKHHE
Kabyku X crer. A0PTHI ek - [To3BOHOYHBIE
aHOMAJTHH
- bonbmme ymm
- KopoTkue rma3nbie
AJIKOTOJIbHBIN enm
He CenTasbHble | - .
CHUHJIPOM - [Tmockwmit punsTp - PactopmMokeHHOCTh
Hacienyercs |[medeKTh
nioaa - ToHkast BepxHsis ryda
- Manenbkue yimm

IIpumeuanue: A/l — ayTocCOMHO-IOMHHAHTHBIA TUIT HACIEAOBaHUS; X CILIEM. — CIEIIEHHOe ¢ X
XPOMOCOMOM HACIIEOBAHUE.

YpoBensb yoenurteabHocTH pekoMeHaanuii C (ypoBeHb IOCTOBEPHOCTH J0KA3aTeIbCTB — 4)
Jleuenue

3.1. KoucepBaTuBHoOE JeUeHHE

e KoncepBaruBHoe Jeyenne CB cumnTomarndeckoe, TPOBOAUTCS TMPHU  MOSBICHUU

COOTBCTCTBYIOIIUX IMPU3HAKOB BO BPEMA JUCIIAHCCPHOT'O HaGJIIO,Z[GHI/I}I IHaluEeHTOB.
YpoBenb yoenureabHocTH pekomenaanuii C (ypoBeHb TOCTOBEPHOCTH J0KA3aTEILCTB — 4)

3.2. Xupypruueckoe jJedeHue

e Xupypruueckoe jedenue Tpedyercs npu naronoruu CCC.
YpoBenb yoenureabHocTH pekomeraanuii C (ypoBeHb TOCTOBEPHOCTH J0KA3aTEILCTB — 4)

3.3. Huoe Jieuenmne

o Uubie Buasl neyenus T.. JIOK, ¢pusuorepanus, aHTUpeIIIOKCOBas Tepanus, ICUXOTepanus u
JIp. MOTYT TIPH MOSBJICHHH COOTBETCTBYIONIUX OTKIIOHEHUI BO BPEMS IUCIIAHCEPHOTO
HaOJIOAEHUS TAI[EHTOB.

YpoBensb yoenurteabHocTH pekoMeHaanmii C (ypoBeHb IOCTOBEPHOCTH J0KA3aTEIbCTB — 4)

4. PeaOuauranus

Cneyughuueckou peadounumayuu npu CB ne npedycmompeno. J{nsa oxazauusi KOMNIEKCHOU
nomowu U  obecnedyeHuss noaHou  peabunumayuu  nayuenmos ¢ CB  neobxoouma
CKOOPOUHUPOBAHHAS pAbOMA KOMAHObI CHeYUAIUCMO8. 2eHemuKd, neouampd, Hegponamonozd,
OMOPUHONAPUHS0NI02A, OPMOOOHMA, 1020Ne0d HA NPOMSANCEHUU 8Ce20 8PeMeHU OUCNAHCEPHO20
Habnoenus 3a Hum. Peabunumayuonnvie meponpusmus npo8oosmcs UCXo0s U3 KOHKPEMmHbIX
KAUHUYECKUX CUMNMOMO8 (HeB8pOI02UYeCcKUX, NCUXUAMPUYECKUX, JI020NeOu4ecKux u m.0.) u

noouesicam pPaccmomperHuro 6 coomeemcmeyrouux KIuHU4YeCKUux pekomenc)auuﬂx.

5. IpodunakTuka u 1ucnancepHoe Hadronenue [4, 5]
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S.1. Meauko-reHeTHYeCKOe KOHCYJILTHPOBAHNE M NPOPHUIAKTHKA

CB 00b14HO BcTpeyaeTcs Cropajgndecky, OHAKO, PUCK MEepeaaqn Jeseuu XpoMocoMsl 7q11.23,
nersim  coctaBisier 50%. Ilpu orcyrcTBUM y poauTenell KIMHMYECKMX npusHakoB CB,
tectupoBanue FISH poaureneit He sBnsercs ompaBmaHHbIM. Puck mist cubGcoB mpobanma
3aBUCHUT OT cTaryca poautenei: Ecin oquH U3 poauTeneil SBISETCS HOCUTENEM ACNELUH, PUCK
cocraisier 50%; Korga poaureny KIMHUYECKH 370POBBI, PUCK Il CHOCOB MpoOaHa HU3KUIL.
Puck pmns moromctBa mpobanma 50%. Bo3MoxHO mpoBeAeHHE TNpeTUMILIAHTALMOHHOM
T€HETUYECKOU TUarHOCTUKH.

YpoBenb yoenureabHocTH pekomeraanmii C (ypoBeHb TOCTOBEPHOCTH J0KA3aTEIbCTB — 4)

5.2. IlucnagcepHoe HAOJIIONEHUE

MeponpusiTusi AUCTAHCEPHOTO Kiaununyeckue pekoMeHAaIUM 110 BeIeHHIO
HAO0JIOICHHUS M0 CUCTEMAM

Pocm u numanue

KoHTpoJb 32 BECOM, POCTOM U OKPYKHOCTBIO |JleTsM cieyeT HopMaiu30BaTh MUTaHUE:

T'OJIOBEI. - 4aCTo¢C KOpMHeHI/Ie H€60.HBI_HI/IMI/I HOpI_II/IHMI/I
B Bo3pacte 110 1 rona oueHuTh: BBHICOKOKAJIOPUMHOW MPOTEPTON MUIIICH,
- OpaTbHYI0 MOTOPUKY U CIOCOOHOCTH - pa3BUTUE MOTOPUKU POTOBOM MOJOCTH U
MPUHUMATH TTUIILY, TUeToTepanusi,
- ypOBeHb KajJdblui, HOCTYHaIOH_IeI‘O C - HpI/I HGOGXOI[I/IMOCTI/I IIOCTaHOBKA 30H/1A.

MUNIEH U BOIOM.

YpoBenb yoenureabHocTH pekomenaanuii C (ypoBeHb TOCTOBEPHOCTH J0KA3aTeIbCTB — 4)

Cepoeuno-cocyoucmasn cucmema

1. H3mepeHue aprepuagbHOroO e Heo0xomuMOCTh a0PTOILTACTHKH
JABJICHUS HA BCEX YETHIPEX OTIPEICISAETCS BRIPAKEHHOCTHIO CTEHO3a U
KOHEYHOCTAX U ABymMepHas IxoKI’ IrPAJUEHTOM apTEPUATILHOTO ABIICHHUS.

C JOIICPOBCKUM HCCIICOBAHNEM e Jlnsa ycTpaHEeHHs HEKOTOPBIX CTCHO30B,
II0TOKa KPOBH. 0COOCHHO B JIETOUHBIX apTEPHIX

2. Ecnm npu nepBoHaYaIbHOM UCTIONB3YeTCsl OAITIOHHAS KaTeTepHast

o0cne0BaHNM HE OOHAPYKEHO UJIaTalusl.

KaKuX-1u00 aHOMauii cep/ua, T o JleueHue runepTOHNH OOBITHO

JIETH [0 5 JIeT NPODUIAKTUYECKUE MIPOBOJUTCS MEIUKAMEHTO3HO, B TOM
obcIie10BaHuUsL Y Kapauosiora ciydae, €CJIM He MPOBOAMIACH TTOUEeUHAs
NPOXOIAT CXKCIOAHO, NETU aprepuoruiacTuka. Becbma pesynbraruBHa
CTapIICeTO BO3pacTa 1 B3pOCJIbIC Tepanus OeTa-010KaTropamu.

KaXawle 3-5 et

3. Tlepen m00bIM XUPYPIUUECKUM
BMEIIATEILCTBOM TPeOyeTCs
OLICHKA COCTOSIHHS CEPJICUHO-
COCYAMCTOH CHCTEMBI MAIMCHTA;
CTaIMOHAPHOE XUPYPTHUECKOE




JICUCHUC NTPCATTOYTUTCIIBHEC
aMOyJIaTOPHOTO.

YpoBeHb yoeTUuTEILHOCTH peKoMeHaanuii B (ypoBeHb JOCTOBEPHOCTH JOKA3aTCILCTB — 4)

Ckenemnasn u mvliuiedHas cucmema

e  E’XEeroJHO MPOBOAUTH OICHKY
Jara3oHa JBU)KEHUS U COCTOSTHUE
MO3BOHOYHHKA.

J1J1s1 OLIEHKH CTETIeHH TSHKECTH H
JICUCHUSI CKOJIM03a TpeOyeTcs
HaIpaBIECHUE K OPTOTIEY.

[Iporpamma sieueOHOM PUKYITBTYPHI.
[TpuMeHeHne OPTOTIETNIECKUX CTEIICK,
00yBH C BRICOKUMH OepliaMH WITH
TOJICHOCTOITHBIE OPTE3HI.

[Tpu HOYHBIX OOJIAX B HOTaX MOYKHO
Ha3HayaeTcsl (pU3noTepanus,
MMPOTHUBOBOCHAJIMTCIILHBIC CPC/ICTBA,
ANIACTHYHBIC OWHTHI JIJISl KOJICHEH U
JIOIBIKEK.

BaxxHbI perynsipHbIe yIpasKHEHHSI
HEBBICOKOM MHTEHCUBHOCTH AJId PpaCTAKKU
MBI, 0COOCHHO HM)KHUX KOHEYHOCTEH.

e  OcMOTp 71 BBISIBIIEHUS I'PBIK

HEOOX0IMMO IPOBOAUTH MPH KAXKIOM
NpO(QUIAKTHIECKOM BU3UTE

Xupyprudeckast KOppeKuus 1axoBou
I'PBIKU, NPOBOIUTCS CTAHIAPTHBIMU
METOAAMH.

YpoBeHb yOenuTeabHOCTH pekoMeHaanuii B

(YpOBEHb TOCTOBEPHOCTH JIOKA3aTeIbCTB — 4)

Yuwiu u cnyx

e JleTsaiM pEeKOMEHIYETCS €KETOTHOE
ayJoJoru4eckoe 00cie0BaHue.
B3pocabsiM Tpebyercst mpoBeeHIEe
ayJIMOJIOTHIECKOTO 00CIIeIOBaHNS B
Bo3pacte 30 JeT, ¢ MOBTOPHBIMU
00CIIENOBAHUSIMH KaXKIbIE 3 TOJA.

e JleueHue marosoruu opraHa ciyxa u

TYTOyXOCTH IIPOBOJUTCS CTAHIaPTHBIMHU
METOAAMH.

W36erarb cuTyauuii ¢ rpOMKHUMH 3ByKaMu
U B CIy4ae HEOOXOIUMOCTH HaJIeBaTh
peOEHKY HAYIIHUKU MK OepyIIn.

Jereii cTapiiero Bo3pacta u B3pOCIbIX
IIOJIE3HO MPEAYIPEKIATh O IIyME 3apaHee
U OOBSACHATH UM IPOUCXOXKJICHHUE 3BYKa, a
TaK)K€ BO3MOXKHOCTB €r0 KOHTPOJIMPOBAThH
(HanpuMep, Tpu paboTe ¢ IIYMHBIMU
npudopamu).

YpoBeHb yOenuTeabHOCTH pekoMeHaanuii B

(YPOBEHD JIOCTOBEPHOCTH 10KA3aTeJbCTB — 4)

Heeponozusn

e [IpoBeneHME MOTHOTO U TIIATEIILHOTO

HEBPOJIOTHIECKOTO 00CIIeOBaHUS.
[Tpu momo3pennn Ha MaTbhHOPMAITHIO
Apunonbgaa — Kuapu npoectu MPT
yepera.

[Ipu cumnTtoMax UHCYIbTA MALUEHTY
HEO0OXOIMMO CTaHJIAPTHOE
HCCJICJIOBAaHNE METOAMH MAarHAUTHO-
PE30HAHCHOU MU OOBIYHON
aHruorpaguu.

e JleueHue HEBPOJIOTHYECKUX MPOOIIEM HE

OTJINYAETCS OT TAKOBOI'O B OOLLIEH
HOMYJISINH.

YpoBeHb yOeTuTEILHOCTH peKoMeHaauuii B (ypoBeHb J0CTOBEPHOCTH JOKA3aTCILCTB — 4)

chxuttecxoepazeumue U nogeoeHue

e PerucrpupoBarb JOCTHKEHUE
OOJIbHBIM OTIPENIEIEHHBIX ITAIOB
pa3BUTHUS U €r0 yCIIEBAEMOCTD B

e Hapymenue 3puTesibHO-MOTOPHOI

UHTErpaluy TpeOyeT HHTEHCUBHOM
HProTepanuu, BKIKYAKOMENH METOIbI




nikose. BeIsSBIsSTH Hamuune
CHUMIITOMOB HEBHUMATEIbHOCTH W/WIIN
TPEBOXKHOCTH.

JU1sl OLlEHKU HApYLICHUH Pa3BUTHS U
IUTAHUPOBAHUS COOTBETCTBYIOIINX
BMEIIATENbCTB PEKOMEHAYETCS
MYJTBTUIUCIIUILTAHAPHBIN TOAXO, C
MpUBIIEUCHUEM JIoronena, Gpu3no- u
IproTepareBTa.

JleTsim crapiiero Bo3pacta MpoBOAUTh
oOcreoBaHme y TICUX0JI0Ta 1
orpeeNeHne CrocoOOHOCTH K
00y4JeHHIO.

B3pocnbeiM nanuenTam Tpelyercs
TECTHPOBaHUE JIJIs BEIOOpA
npodeccumn.

B ciydae TpeBOKHOCTH UITH ITPOOIEM C
BHHUMaHUEM HAIMpaBISTh K TICHXUATDY,
UMEIOLIEMY OIIBIT JICUEHHUS MAUEHTOB
C YMCTBEHHOM OTCTaJIOCTHIO.

CEHCOpPHOMW MHTETPALIHH.

JleTell Hy’)KHO IIpUyYaThb K IPUMEHEHUIO
UX XOPOIIIO Pa3BUTHIX BEpOATHHBIX U
CITyXOBBIX CIIOCOOHOCTEH JIIst
3aIOMUHAHMS U 00pabOTKH
IIPOCTPAHCTBEHHON MH(OpMAIIHH.
Pa3BuTue HaBBIKOB MHCbMa HEOOXOAUMO
OTAETHUTD OT APYIUX 33JaHUH, YTOOBI HE
3aTPyAHATH O0yYeHHE B IPYTHX 00JIACTSX.
Jloronenus MOXeT IOMOYB € IIPArMaTUKOU
sI3pIKa U MOJJEPKAHUEM TEMBI pa3roBopa.
C panHero Bo3pacra He0OX0AMMO 00y4JaTh
METO/IaM CaMOYCIOKOEHUSI, TAKUM Kak
[TyOOKOE JIbIXaHHUE; 3TH HABBIKH CIEIyeT
MIPAKTUKOBATh €KeIHEBHO. Takke mosie3Ha
uora.

[Ipu TpeBOKHOCTH HAPSLY C
MeIMKaMEHTO3HBIM JIEYUEHUEM, XOPOILIO
IIOMOT'aeT IIpOrpaMma peryispHOro
TICUXOJIOTHYECKOTO KOHCYJIETHPOBAHUSI.

YpoBeHb yoenuTeabHOCTH pekoMeHaauuii B (ypoBeHb 10CTOBEPHOCTH T0KA3aTeIbCTB

—4

O¢dmanvmonocusn

ITonHoe THIaTENBHOE
o rampmMonoruyeckoe 0ocIe0BaHue.

JledeHue narosoruy OpraHa 3peHust
IIPOBOAMUTCS CTAHJAPTHBIMUA METOIAMH.

YpoBeHb yoenuTeabHOCTH pekoMeHaanmii B (ypoBeHb TOCTOBEPHOCTH JIOKA3aTenbCTB — 4)

Jluyeeoii ckenem u 3yowt

OpromoHTHYECKOE 0OCTIEIOBAaHUE B
BO3pacTe 8 JeT.

OpTOAOHTHYECKOE JICYEHUE B
COOTBETCTBUM C BBISIBJICHHOMN IaTOJIOTHEH
110 CTaHIAPTHBIM METOaM.

[TogpocTkam 1 B3pOCIBIM PEKOMEHYETCS
KaXKJple 4 Mecslla MPOXOIUTh
CTOMAaTOJIOTHYECKHIT OCMOTp C
npoecCHOHAIBHON OYHMCTKOM 3y0O0B.

YpoBeHb yOeTUTEILHOCTH peKoMeHaauuii B (ypoBeHb JOCTOBEPHOCTH JOKA3aTCILCTB — 4)

IHOOKpuUHHAA cucmema

KoHTposib 32 ypOBHEM CHIBOPOTOUHOTO
KaJIbIUsl U COOTHOIIEHUEM KaJbIUS K
KpEaTHHHUHY

E>xeronHo ananu3 ropMOHOB U
YIBTPa3BYKOBOE 00CIeI0BaHNE
IIIATOBUIHOMN KEJIE3EI.

HccnenoBanue GyHKINU IIUTOBUIHON
JKeJIe3bl y B3POCIbIX POBOAUTD
Ka)XIple 2 roaa.

[Taumentam crapie 30 aet
HEOOXOMUMO KaxIble 2 rofa
IIPOXOJUTH NEPOPAIbHBIN TECT
TOJIEPAHTHOCTH K TJIIOKO3€E.

Koppekius norpebienus ¢ mumien u
BOJOM KalbITHS.

JueroTepanus U JISYEHUE KETYIT0UHO-
MUIIEBOTHOTO peduIroKCa.

B ciydae ynopHo# runepkajiblueMun
MOXHO IIPUMEHSATH OPAIbHBIE CTEPOUIBI
JUJISl yMEHBIIICHUSI BCAChIBAHUS KaJIbIIS U3
KHIIICUHHUKA U KOCTHOM TKaHH.

Jleuenue runotupeosa NpoBOAUTCA TaK
)Ke, KaK U B OOIIEH MOMYJISIIUY.

Jleuenue caxapHoro auadera MPOBOAUTCS
CTaHJAapPTHO, BKITIOYAst MPO(DUIAKTUKY B
BHJIC 3/TOPOBOTO MUTAHUS U (PU3UIECKHUX
YIPaKHEHUM.
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OrneHka oJI0BOT0 pPa3BUTHSL.

B cinyuae npexneBpeMeHHOro MojI0BOro

CO3pCBAaHM KOHCYIbTAlA SQHAOKPHHOJIOra.

YpoBeHb yoeTuTEILHOCTH peKoMeHaanuii B (ypoBeHb JOCTOBEPHOCTH JOKA3aTCILCTB — 4)

Kenyoouno-kuweunwiii mpaxm

[Tpu GoNsX B )KUBOTE MPOBOTUTCSI
oocnenosanune JXKKT. Hacto
BCTPEYAETCs racTpod30(araibHbII
pedrokc, BO3MOKEH CTEHO3
OpBDKEEUHBIX apTepUil.

JledyeHune 00U B )KMBOTE 3aBHCHT OT €€
IMPUYUHBI U IPOBOAUTCA CTAaHAAPTHO.

YpoBeHb yOeTuTEILHOCTH peKoMeHaanuii B (ypoBeHb JOCTOBEPHOCTH JOKA3aTCILCTB — 4)

Mouenonoeasn cucmema

Bo Bpems mocTaHOBKM quarHosa
nposenenue Y3U nouek. s
B3pOCIbIX NpoBeaeHue Y3U nouek u
MOUYEBOI'0 MY3bIPsi PEKOMEHAYETCS
KaKIbIE 5 JET.

[TpoBenenne anruorpaduu MOYEIHBIX
apTepuii cleayeT paccMaTpuBarh Mpu
HE0OXOJMMOCTH KaTeTepu3alun
Cep/Ia I B paMKax 00ceI0BaHUS
MAIMEHTOB CO 3HAYUTENbHOM
TUIIEPTCH3UEH.

[ucroyperporpadust Bo Bpems
MOYEHCITYCKaHUS MOKET OBbITh
MOKa3aHa B CITydae XPOHHUUECKHUX
WH(}EKIUH MOYEBBIBOSIINX MTYTEH,
XPOHUYECKUX MPOOIIEM €
MOYEHCITYCKaHUEM WIIH e SHype3a y
6onpHOTO cTapie 10 ner.
UccnenoBanust yHKUINN TOYEK U
00IInii aHaTN3 MOYH CIIEAYyeT
NEePUOUYECKH MOBTOPSTH (HE pexke,
4eM KaxKaple 2 To/1a).

[TanuenTam ¢ nepcucTUpyromein
TUIIEPKaJIbLUYyPUEH WU
He(ppOKaTBIIMHO30M, TTIOKa3aHO
HarpasJieHHe K He(poIory s
HETPEPBIBHOW TEpAIHH.

JledeHne CTpYKTYpHBIX aHOMAJIUM MIOYEK U
UH(DEKINH MOYEBBIBOISIINUX YT
MIPOBOAUTCS CTAHJAPTHBIMUA METO/IAMH.

YpoBeHb yoenuTeabHOCTH pekoMeHaanmii B (ypoBeHb TOCTOBEPHOCTH JTIOKA3aTenbCTB — 4)

6. JlomosHuTeAbHAs1 MH(pOPMAaIUsl, BIUSIONIAsA HA TeYeHHe H MCXO/

3a00/1eBaAaHUSI/CHHAPOMA

Kpurepuu oneHkH kayecTBa MeAMIMHCKONU TOMOLIU

Ne Kpurepun kauectsa Yposennb Yposennb
n/n y0enuTeJbHOCTH AOCTOBEPHOCTH
peKoMeHaanmii A0KA3aTeIbCTB
1.
BrITIoTHEH 0CMOTp BpavOM-TE€HETHKOM C 4
2. BrinonHeH ocMOTp BpauoM-IE€TCKUM C 4
KapJInoJIOTOM
3 C 4
' BrInonHeH ocMOTp BpauOM-HEBPOJIOTOM

11




4. BrimonHeH ocMOTp BpauyoM-AE€TCKUM C 4
AHI0KPUHOJIOTOM

5. Brinonsen ocMoTp BpauoMm- C 4
TPaBMaTOJIOTOM-OPTOIEAOM

6. |BbinosHeH ocMOTp BpauoOM-AETCKUM C 4
XUPYprom

7.
Brimonaena sxokapanorpadus C 4

8.
Bemonneno Y3U nouek C 4

9. [Touck neneruu B peruone/qll.23 FISH A 1a
UCCJIEJOBAHHUE.

10. |BbmmonHeHo uccnenoBanrue ypoBHs C 4
CBIBOPOTOYHOT'O KaJIbIIMSL.

11. |BbINOIHEHO UCCIIEI0BAaHUE YPOBHS C 4

TOPMOHOB IIUTOBUTHOM JKETIE3bI.

Cnmcok Jureparypbl

1.

Williams, JC, Barratt-Boyes, BG, Lowe, JB. Supravalvular aortic stenosis. // Circulation 24:
1311-1318, 1961.

Pober B.R. Williams-Beuren syndrome. // New Eng. J. Med. 362: 239-252, 2010.

Morris C.A. Williams Syndrome: https://www.ncbi.nlm.nih.gov/books/NBK1249/

Morris C.A. “Williams Syndrome” Management of Genetic Syndromes. Third edit. Edit. by
S. B. Cassidy, J.E.: 2010; 909-925.

Health Care Supervision for Children with Williams Syndrome Committee on Genetics //
Pediatrics. 2001;107;1192-1204).

Braam W, Smits IMG, Didden R, Korzilius H, Geijlswijk IMV, Curfs LMG Exogenous
melatonin for sleep problems in individuals with intellectual disability: A meta-analysis. Dev
Med Child Neurol. 2009, 51, 340-349.

Sargent J.D., Stukel T.A., Kresel J., Klein R.Z. Normal values for random urinary calcium to
creatinine ratios in infancy. // J Pediatr. 1993, 123, 393-397.

IIpuaoxenue Al. CoctaB padoueii rpynibl

Ne 0)5(0) VYyenas VYyenoe [Toyernsie | Yuactue B [Ipod.
CTETIeHb 3BaHUE 3BaHUS U Accoranusx
Harpajbl
1 Hazapenko Jlrommuia .M.H npodecco YJICH
[TaBnoBHA p npodeccruoHaIbHO
1 Accoruanuu
2 HuxoHOB AnekcaHjp K.M.H WIEeH
MuxaitnoBud podeCcCHOHATBHO
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\ | | \ 1 Acconmanuu \

IIpunoxenune A2. MeTon0J10rus pa3spadoTKH KIMHUYECKUX PeKOMeHAAluil

MCTOI[LI, HUCITIOJIB30BAHHLIC IJ1A cﬁopa/cenexunn A0Ka3aTeJIbLCTB

JlokazarenpHas 0a3a Ui CO3/IaHUs KIIMHUYECKUX PEKOMEHIalui coOpaHa Ha OCHOBAHHUH
nyonukanuii, Bomeamux B Koxpanosckyto 6ubnuoreky, 6a3pl nanusix EMBASE, MEDLINE,
ORPHANET u OMIM, a Ttakke MexayHapOIHbIX KIMHUYECKUX PEKOMEHIAIUA 10
JTINarHOCTHUKE, JICYCHUTO u BEJICHUIO OOJIbHBIX c CHUHIPOMOM Bunbsmca
(https://kr.ihc.com/ext/Decmnt?ncid=521096050&tfrm=default).

Bbeutn Mcnonb30BaHbl MHTEPHET-IAHHEIE, IPEICTABICHHBIC HA MK IYHAPOIHBIX U
HallMOHAJIBHBIX CaliTax OOIMIECTB peAKUX OOJIE3HEH 1 OOIIECTBEHHBIX Opranu3anui. [ myonna
MOMCKa COCTaBJIsIA 5 JIeT

MeToabl HCIO0JIb30BAHHBIE JIJIsI OIIEHKH KAYECTBA U CHJIBI JI0KA3aTeNbCTB

OueHka ypoBHSI JOKa3aTeIbCTB U CUJIbI PEKOMEHAAIMI MOATBEP)KICHA KOHCEHCYCOM
9KCIEPTOB. ODKOHOMUYECKMH aHauu3 M NyOonuKauud 1o  (apMakodKOHOMHUKE  He
aHAJM3UPOBATNCH. Bamunuzamuss pekoMeHmanuii 0a3upoBaiach Ha BHYTPEHHEW OSKCIEPTHOM
ounenke. P®. Huamkaropel noOpokadectBenHoit mnpaktuku (Good Practice Points, GPPs)
0a3MpOBATUCH HA KIIMHUYECKOM OIIbITEe pabouel TPYyIIbI O pa3paboTKe peKOMEHAAlNH.

Kputepun oueHkn ypoBHEH A0KAa3aT€IbHOCTH W CHJIBI PEKOMEHJAIMN MNPUBEIACHBI B
COOTBETCTBHE C I'paJallusiMu, IPeACTaBICHHBIMU B Tabauax 1 u 2 cOOTBETCTBEHHO.

Tabmuua 1.I'paganus ypoBHS 10Ka3aTeIbHOCTH

YpoBeHb
Tumn naHHBIX
JIOCTOBEPHOCTHU

la Merta ananu3 paHJOMHU3UPOBAHHBIX KOHTPOJIUPYEMBIX HCCIIETOBAaHUMN
(PKI)

1b Xots 0s1 oqno PKHN

2 XoTst ObI OTHO XOPOIIIO BBHIITOIHEHHOE KOHTPOIUPYEMOE UCCIICIOBAHNE
0e3 paHoMHU3aIIH

b XoTst ObI OTHO XOPOIIIO BBHITTOIHEHHOE KBAa3UIKCIIEPUMEHTATHHOE
HCCJIEIOBAaHNE

3 XOpoI1I0 BHITIOJHEHHBIE HE SKCIIEPUMEHTAIBHBIC UCCIICIOBAHUS:
CpaBHHUTEJIbHBIC, KOPPETSIIUOHHBIE HITH «CITYy4ail-KOHTPOJIb)

4 DKCTepTHOE KOHCEHCYCHOE MHEHHE JTUOO0 KITMHUYECKUN OTIBIT
MIPU3HAHHOTO aBTOPUTETA

Tabauua 2. I'paganus cTeneHu CHUJIbI peKOMeHIANU

CreneHn I'paganus
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Joxa3zarenscTBO | ypoBHS Mnu ycToiurBbie MHOrouuciaeHHble qanubie 11, I nnum
A IV ypoBHS 10Ka3aTeI5HOCTH.

Hoxazarensctsa I, Il unu IV ypoBHS, cuuTaronimecs B 1eI0M YCTOMUYUBBIMU

B TAHHBIMH.

JloxazarenbcTBa 1, 1, IV ypoBHSI, HO maHHBIE B IEJIOM
C HEYCTONYHUBEIE.

Cnabnle WIM  HECUCTEeMATUYECKHUE SMIUPHUSCKHE JJOKA3aTeIhCTRA.
D

KOMMGHTapI/II/I, IMOJIYYCHHBIC OT J3KCHCPTOB, CHUCTCMATU3HUPOBAIIMCH U OGCy)KI[aJII/ICB Ha
SKCIICPTHOM COBCTC INIABHBIMU BHCUITATHBIMHU CIICOUAJIMCTAMU 110 MGHHHHHCKOﬁ reHetuke M3

P® npencenarenem u wieHaMH SKCIIEPTHOTO COBETA.

IleaeBas ayiuTOpHs JAHHBIX KJIMHUYECKNX PEKOMEeHIALINIi:

12. Bpau-reHeTuK;

13. Bpau-neauarp;

14. Bpau-TeparieBr;

15. Bpau-HeBposior;

16. Bpau-nicuxuarp;

17. Bpau-aeTckuii KapIuoJior;

18. Bpau-aeTckuii SHIOKPHUHOJIOT,
19. Bpau-aetckuii Xupypr;

20. Bpau-cToMaTonor-aeTcKuii;
21. Ilcuxomnor-nemaror;

IIpuaoxkenne A3. CBA3aHHLIE JOKYMEHTDI

JlaHHBIC KIIMHUYECKUE PEKOMEH/IAINK Pa3paOd0TaHbl ¢ YUYETOM CIICIYIONTUX HOPMAaTHBHO-
MPABOBBIX JOKYMEHTOB:

4. ®enepanbHblii 3akoH" O06 0CHOBAX OXpaHbI 310pOBbs IpaxkaaH B Poccuiickoit
®enepanun" (N 323-d3 ot 21.11.2011 (pen. ot 03.07.2016)).

5. [Topsinka oxazaHuWsT MEIUITMHCKON MOMOIIM OOJBHBIM C BPOXKIECHHBIMU W (WJIH)
HacyencTBeHHbIMU 3a0oneBanusamMu ([Ipukaz M3 PO or 15.11.2012 roga N 917#).

6. Kpurepun onenku kauectsa meauuuHcko nomouu (Ilpukaz M3 P® or 7.07.15

Ne 422 an).
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IIpuaoxenue b. AIropuTMbI Be1eHUS MAIHEHTA

[Tatment ¢ npuzHakamu CB

EI/IaFHOCTI/IKa

[wnarnos
MTOATBEPKACH
?

Her [Iponomxenue
JTUArHOCTHYECKOTO
MOMCKA B paMKax
JIPYroro CUHApoMa

[a

Jla Brrasiena
THIIEPKAJIBIINE
MUs
v
Jleuenne .| Peabunuranus JlucnancepHoe
THITEPKaJIbIUE i HaOJIoIeHUE
MU

IIpuaoxkxenne B. Undopmanus 1151 nanueHTa

Poautensam nereit ¢ CB:
e OOpamare BHMMaHHE Ha TIOJHOIEHHOE MHTaHWE W IJOTaHWe mNUmU. [Ipu "MHOOBIX

HapYIICHUAX MUTaHUs 00s3aTelbHO 00palaThCs K Bpady-Tieauarpy.
15



e KonTtpons ciayxa exerogHo 1-11 net, 4To0bl MpegOTBPaTUTH MPOOIEMBI Pa3BUTHUS PEUH.

e BHHMMaTEeNnbHO CIIEAUTH 32 HEPBHO NMCUXUYECKUM Pa3BUTHE PEOCHKA.

e EsxeronHo npoBoauts 9xo KT

e (Cneayer NpoBOAUTh CKPUHHMHI KOAryjsIMMM OOUH pa3 B JOUIKOJBHOM M MIIAJLIEM
IIKOJIFHOM BO3pacTe, U nepes 00JbIIoi onepanuei.

e PerynspHble IPOXOAUTH CTOMAaTOJIOIMYECKHE OCMOTPBI.
B3pocabsim nanuenTam ¢ CB:

e [lanuentam ¢ CB pexoMeHyeTcs €XeroqHo npoxoauTs Ixo KI.

e Meauko-reHeTHYeCKOe KOHCYJIbTUPOBAHHUE MTPH IUIAHUPOBAHUH OEPEMEHHOCTH.
Jlisa cemeit ¢ CB cymecTByIOT MEXAyHapOAHbIE IPYIIIbI HOAACPKKU:

Acconuanusi Cunapoma Bunbssimca (Williams Syndrome Association)
P.O. Box 297
Clawson, M1 48017-0297
Tenedon: (248) 541 -3630
dakc: (248) 541-3631
E-mail: WSAoffice @aol. com
Be6-caiir: http://www.williams-syndrome.org

®oua Cunapoma Buabsimca (Williams Syndrome Foundation Worldwide Web)
http://www.wsf.org
CallT coep>KUT CIMCOK OpraHu3alui MOAAEPKKU B PA3JIMYHBIX CTPAHAX IO aJpecCy:
http://www.wsf.org/family/support/orgsint.htm
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