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JlononHuTenbHas HHGOpMAIUs, BIUAIONIAs HA TEUCHHE U UCXO]]
3a0o0neBaHus

Kputepuu oneHku kayecTBa MEAUIIMHCKON MOMOIIN

Crnucok nureparypsl

[Tpunoxenue Al. CocraB pabodeii rpymiibI
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Cnucok coOKpaneHui:

ADII - anpda-detonporenn

Ox0KI - axokapauorpadus

MPT - MarHUTHO-pe30HaHCHAasE ToMorpadus

V3U - yapTpa3ByKOBOE HCCIIEIOBAHUE

TepmuHbI M onpene/eHUs

CHUHIIPOM — COBOKYIHOCTh CUMIITOMOB C OOIIIMMU 3THOJIOTHEN U TaTOT€HE30M

Cungpom bekButa-Bugemana reHETMUYECKM TE€TOPOT€HHOE COCTOSTHUE, XapaKTEepU3YIOIIeecs
TpHUAJON MPU3HAKOB - oM(asolene, MaKpOrIoOCCUel 1 MaKpOCOMUEHA.

1. Kparkas ungopmanus

1.1. Omnpenenenne

Cunapom bexBura-Bunemana (CBB) TEHETHYECKHU TETEPOreHHOE COCTOSIHHUE,
XapakTepu3ylIeecss TPUAAOW MPU3HAKOB - oMdastorene, MaKpoOrIOCCHEed W MaKpOCOMHEH.
JononauTtenbHble KinHUYeckue mpu3Haku CBB BKIIOYAIOT Te€MUTHIIEPIUIA3UIO, MYMOYHYIO
TPBDKY, IUACTa3 MPSMBIX MBIIII KUBOTA, SMOPUOHAIBHBIE OIYXOJH, IUTOMETAINI0 (heTaabHOU
KOpbl HAJIMOYEYHUKOB, HACEYKM HA MOYKE yXa, CIUIAHXHOMETAJIHMIO, aHOMAaJIWHM I[OYeK U
HEOHATAIbHYIO runorukeMuro [1]. JlonosHuTEnpHbIE IPU3HAKK MOTYT BKJIIOYaTh MHOTOBOJAME,
MPEKIEBPEMEHHBIE POJIbl, YBEIMUEHUE TUIALIEHThI, KApAUOMETAJINIO U XapaKTEPHbBIE YePThI JIHILIA.
[Tocnennsist ocoGeHHOCTH OoJiee y3HaBaeMa BO MJIa/ICHYECTBE M CTAHOBHUTCSI MEHEE OUEBHUIHOM B

6onee crapuiem Bo3pacte. CbB — 3T0 ciioxHast MyJabTUT€HHAs! ATOJIOTHSI, PUYMHONU KOTOPOU



SBJSIFOTCSL  Pa3IMYHblE TCHETUYECKHE W OJIUTCHETHYECKHE W3MCHCHUS, BIUSIONIME Ha
AKCIIPECCHUIO POCT-PETYIUPYIOIIMX TeHOB Ha XpoMocome 11p15.

1.2. DrTHoJ0rus, Narore’es

B mnacrosmee Bpems mnox CBB moHMMaoT KOMIUIEKCHOE, MYIBTUTEHHOE 3a0o0ieBaHUE,
BbI3BAHHOE PSJAOM pa3IUYHbIX TE€HETHYeCKuX MpuuuH (mocnenosarenbHocTh JIHK) wu
snureHeTndeckux (Merunuposanue JIHK, Momudukanmum rucTOHOB) H3MEHEHMH, KOTOpHIC
NPUBOJAT K HAPYLICHUIO PETYIALMH TPAHCKPUIILIMK T€HOB PETYISIIUU POCTa HA XPOMOCOME
11p15 (tabn. 1) [1-3]. TeHeTHueckas/ aMUTreHETHYECKAs TETEPOTEHHOCTh OCIIOKHSET CHUHIPOM,

OJTHAKO, CaMbI{ MPOCTOM MOAXO0J K IIOHWMAHHUIO €T0 STHOJIOTHH BKITIOYAET pa3jesieHne OO0IbHBIX

CbB mno cemeiHOl HCTOpUH,

TCCTUPOBAHUA.

KapUOTUIy U pe3ylbraraM MOJEKYISPHO-TEHETHUYECKOTO

Tabnuma 1. [eHeTnueckue 1 SMUTeHeTHYECKUEe MOJeKynsapHble rpynnsl CbB

MoutekyisspHble Yacrora Hacnenyemocts IToBTOpBIH pHUCK
TpyHIbI

[loteps 50% Crnopaguueckast | Huskwuii (ecnu He cBs3aH C

MetunupoBanus 1C2 W3MEHEHUSIMU T€HOMA)

(KCNQ1OT1) na

MaTepUHCKOU

XPOMOCOME

OToBCKasg 20% Cnopagnveckass | O4eHb HUBKUH

OJTHOPOJUTEIIbCKAS

JICOMUS

Myranus CDKN1C 5% B [Tepenaya nmoutu | 50% B ciyuae

50% CIIOPaIUYECKUX WCKITFOUYUTEIBHO | HACJIEIOBAaHUS OT MaTepH,
CITyqasix 4yepes MaTh HEU3BECTEH B CITyJae
40% - npu HacJIEIOBaHUSA OT OTwa ?
YHACIIeIOBAaHHOM
COCTOSTHUH

['unepmerunupoBanne | 5% [l'unepmernnuposanue 1C1

IC1 (H19) Ha (H19) na marepuHCKO#

MaTEpUHCKON XPOMOCOME:

XpPOMOCOME:

e 0e3 menenuu Cnopannueckast | Huzkunit

e jeneuuet Hacnenyercs 50%, ecin MaTh HECET

(uepe3 marp) I S10510)

[{uToreHeTnyecKu <1% Hacnenyercs VYBenuuuBaeTcst mpu

BUUMAS TYTUTAKALIHS (uepes oTIa) nepenaue yepes orua’

xpoMocombl 11p15

Tpancnokarus/ <1% Hacnenyercs 50%, ecnu TpaHcIOKaIus

HWHBEPCHS XPOMOCOMBI (uepes marh) nepeaaéTcsi OT MaTepu

11p15

Crydan 3a0071€BaHUs B | HET IaHHBIX Hacnenyercs Moxet ObITh Oomee 50%

CeMbe (uepe3 marp) (0OBIYHO TIEpesaua uepes

MaTh)

Ilpumeuanue: B uenom, 85% ciydaeB nposiBieHuss CBB dABisloTCA NEPBBIMH B CEMbE

(crmopaguyeckue), B TO BpeMs Kak 15% ciaydaeB cBs3aHbl ¢ BEpPTUKAJIbHOH mepenaueit (T. e.,
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OosieH poauTenb). MoJekyaspHbIe TPYIIBI B 3TOW Ta0nuile He BKIOYarOT Bce cinydau ¢ CbB u
HE SIBJISIFOTCS] B3aUMOMCKITIOYAIOIINMH.

1.3. DnuaeMuoJorus

[Nonynaunonnas yacrora BcrpeuaeMoctyu CbB onenuBaercs B 1:13700 ¢ paBHON BEpOATHOCTBIO
JUISL MYXKYHMH W KEHITUH [4, 5]. OTa yactoTa, BEpOSATHO, 3aHMKEHA, TaK KaK OOJIbHBIC C MATKUM
(EHOTHIIOM MOTYT 3a4acTyl0 OCTaBaTbCsi HE JAMAarHOCTHMPOBaHHBIMU. HekoTtopble ciydan
U30JIUPOBAHHOM T€MUTHIIEPIUIA3UM  MOTYT TpeAcTaBisaTh coboir CBB ¢ mnoHmxeHnHon
HKCIIPECCUBHOCTHIO. J[JIsI reMHUrHIepIuia3uyu 4acToTa BcTpeyaeMocTH oreHuBaercss B 1:86 000
[6] mpu TOM HEKOTOPBIE aBTOPHI COOOIIAIOT O 00JIee BHICOKOW YacTOTe y yKeHITH |7, 8].

Kon: MKB 10

Q87.3 - CbB

1.4. Kaaccudukanmuu: Her.

2. JImarnocTruka

2.1. ’Kano0bl ¥ aHAMHE3;

2KamoOpl Ha Upe3MEepHBIN POCT U BEC, OOJIBIIION S3bIK, ACUMMETPHIO Tea, Ne(eKT nepeaHen
OpIOIIHOM CTeHKH: oMdasolese WK ImynodHas rpeika. [Ipu coope cemeitHoro anamHe3a
PEKOMEHIYeTCs pacCIPOCUTh O MAKPOCOMHUH MPH POXKICHUH U OIYXOJISIX CPeIu
POABCTBEHHHKOB.

YpoBeHb y0enUTEIbHOCTH peKoMeHAanuii B (ypoBeHb 10CTOBEPHOCTH JI0KA3aTEIbCTB — 3)

2.2. DuzukaabHoe 00cae10BaAHNeE;

B tabnuie 2 npeacrasnens! kputepuu auarnoctuku ChB.

Tabmuua 2./luarnoctudeckue kpurepun CbB [9] (doTo)

bonpmme npusHaku:

e JledekT nmepeaHeli OPIONIHON CTEHKH: oMpaltoresie Wiin mynoyHas Tpbhka

e Makpornoccus

e Makpocomuu (pocT u Bec> 97-T0 IPOLIEHTHIIS)

o [lepennue ckiagku MOYKH yXa M / WU 33JHUE CIIUPAJIbHbIE SMKH (IBYCTOPOHHHE WU
OJTHOCTOPOHHUE)

¢ Bucuepomeranus; ne4eHu, Movek, ceae3eHKH, MOHKETYI0UYHOM JKee3bl U HaAMOUYEYHHUKOB.
e DOMOpHOHAJIBHOE OITYXOJIH B JETCKOM BO3pacTe

e [emurunepruiasus

e [luTomeranusi KOpbl HAAMIOYEYHUKOB TUIO/IA, KaK MPaBMIIo, MU y3Has U IByCTOPOHHSSA
e AHOMaJHH MOYEK, B TOM YHCIIE METY/UIApHAs AUCIIIA3Us C TIOCIEAYIOUINM Pa3BUTHEM
MENYJUIIPHOH ry0uaToil moYKu

e OrsromenHocTs ceMbr 1o CbB

e Pacmenuna He6a

Mauisie nnpusHaku

e bepeMeHHOCTh: MHOTOBOAIME, OOJIbINAs TUIALIEHTA M / WM TOJICTas IYIIOBUHA,
IIPEXKIEBPEMEHHBIE POJBI

e HeoHaraibHas rMIOMIUKEMUS




[TImamenerommii HeByC

Kapaunomeranus / cTpyKTypHBIE aHOMAIIMU CepIia / KapAHOMHUOTIATHS

XapakTepHOoe U0

JlnacTas npsMbIX MBIIIL )KUBOTA

OnepexxeHre KOCTHOrO BO3pacTa

Juisa mocraHoBKH KiauHHYeckoro auardo3a CBbB TpeOyercsi Hanu4yume, no kpaiiHeii mepe,

TPEX «0OJbIIMX» MPU3HAKOB I ABYX «00JIbIINX» U OTHOT0 «MAJIOTr0» MPHU3HAKA.
YpoBeHb yoeTuTeILHOCTH peKoMeHaaumii B (ypoBeHb J0CTOBEPHOCTH I0KA3aTEIbCTB — 3).
Kommentapuii. /ladxe eciu ocobennocmeli Mano, HO OHU BKIOUAIOM MAKPO2LOCCUIO U
RYNOYHYIO 2pbloicy, 8 OugghepenyuanvHulll OuacHos Heodxooumo exmouums ChB ¢ nposedenuem,
1O B803MOJNCHOCMU, MOJEKYISPHO-2eHemuiecko2o mecmupoganus. Kpome mozo, oasice 6 crnyuae
ompuyamenbHo20  pe3yibmama Mmecmuposanusi, HeoOX00UMO YYUMbIBAMb B03MONCHOCb
nosignenus onyxoaeil, maxK KaK y HeKOmopvlx nayuenmos ¢ curopomom bexeuma-Buoemana
Modcem HAOI0OAMbC COMAMUYECKULL MOZAUYUIM.

2.3. JIabopaTopHasi TUATHOCTHKA:

JlaGopatopHasi TeHernueckas auarHoctuka CBbB mpoBoguTcs wucxoms W3 TeHETHYECKOM
TeTepOreHHOCTH CHHAPOMA, TIPECTABICHHOH B Tabmuiie 3.

YpoBeHb y0eTUTEIHLHOCTH peKoOMeHAanuii A (YpOBEHb TOCTOBEPHOCTH J0KA3aTeIbCTB — 1a)

. PexomeHyeTcss NpoOBECTHM aHalIM3 KpPOBM Ha IIIOKO3y, HMHCYynMMH, A®II, xanbuuii,
KpEaTUHUH.

YpoBenb yoenureabHocTH pekomeraanuii C (ypoBeHb TOCTOBEPHOCTH J0KA3aTEILCTB — 4)

Tabmuua 3. Inarnoctudeckoe tectupoanue st CbB[1,9]

Kapuorun Bce neru, ¢ npusznakamu CbB 1071KHBI TPOUTH KapUOTUITMPOBAHUE B
na0opaTopuu IUTOTEHETUKH, TaK KaKk B cCly4ae IYIUIMKALUU WA
TpaHciokauu 11p15 nporros 3a0oneBaHus OTIIMYACTCS

KCNQ10T1 ONUTreHeTUYeCKUEe U3MEHEHUSI MOTYT OBITh OOHAPYKEHBI C TIOMOIIIBIO
aHaJIM3a METUJIMPOBAHUSL.
OnHoponutenbekas OPJl moxer ObITh OOHapyxeHa JHOO aHAIM30M METHUIMPOBAHUS,

mucomus (OPID) 11pl5 | nubo  nmyrém  aHanmm3a  TOTUMOP(PHU3MOB  TOBTOPSIFOUTUXCS
nocnegosarenbHocTe JJHK. I3-3a comarndeckoro Mo3aumu3ma
MOTYT BO3HHMKHYTb TPYAHOCTH WHTEPIPETALMU IOJOKUTEIbHBIX
pe3yJIbTaTOB, TMOJYUYEHHBIX MPU aHAINW3E METUIUMpOBaHUS. Takum
0o0pa3oM, 3TU pe3ynbTaThl, KaK MPaBUIIO, TOATBEPKAAIOTCS aHAIU30M
nonumopdusmoB JIHK. OrpunarenbHblii pe3ynbTaT HeE SBIISETCS
yOeTUTETHLHBIM.

Ananus ONUTreHeTUYECKUE U3MEHEHUS MOTYT ObITh OOHAPYKEHBI C IIOMOIIIBIO
metunupoBanug H19 | ananmza meTunmpoBaHusi.

CDKN1C (p57KIP2) MyTaImu 3TOro TeHa 0OHapYXKUBAIOT cekBeHnpoBanneM JJHK

[Mpumeuanwue: /[ns u301upo6aHHOU ceMucUnepnia3uu, mecmupo8anue OOIHCHO BKIIOUAMD & ceDs
nepevle uemvlpe svlilenepeyucieHuble kameaopuu, Ha cecoOHswHul oeusb, mymayuu CDKNI1C
APU UONUPOBAHHOU 2eMUSUNEPNIIAZUL ONUCAHBI He DbLIU.

YpoBensb yoenurteabHocTH pekoMeHaanuii C (ypoBeHb IOCTOBEPHOCTH J0KA3aTeIbCTB — 4)
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2.4. UHcTpYMEHTAJbHAS THATHOCTHKA

e PexomengoBanbl 9XO KI'u OKI' [9].

KommenTtapuii. V nayuenmos ¢ CBB uacmo ecmpeuaemcs xapouomezanus, CmpyKmypHbvie

anomaniuu cepdua, Kapc)uomuonamuﬂ.

YpoBensb yoenureabHocTH pekomenaanuii C (ypoBeHb IOCTOBEPHOCTH J0KA3aTeIbCTB — 4)

e Pexomenpaoansl KT, MPT, Y3U, pearrenorpadus.

Kommenrtapmuid. /lamoenomonuunvim npusnaxkom 011 ChB sensemcs eucyepomezanus u blcoKas

yacmoma onyxwzeﬁ Ppas3iuvyrsvlx JZOKCIJZMS’QL;MZZ.

YpoBenb yoenureabHocTH pekomeHaanmii C (ypoBeHb TOCTOBEPHOCTH J0KA3aTEILCTB — 4)

2.5. UHasi THATHOCTHKA

¢ (OreHkKa KOTHUTUBHBIX CIIOCOOHOCTEMN.

YpoBensb yoenureabHocTH pekomeHaanuii C (ypoBeHb IOCTOBEPHOCTH J0KA3aTeIbCTB — 4)

Kommenrapuii. [Ipu CHB ¢ HeonamanbHoM nepuode 803MONCHA SUNO2TIUKEMUSL, NPUBOOAUWAS K

nopasiCeHUuIo 20J106H02c0 mMosed.

JAnddepennuanbHas IMATHOCTUKA

CBEB Heobxooumo ougpepenyuposames co  CLeOVIOUUMU CUHOPOMAMU  NPOSBIAIOUUMUCS

maxpocomueti: cunopom Cumncou-Ionabu-bBemens, cunopom Ilepimana, cunopom Kocmenno,

cunopom Comoca u Mo3auyum no OMy0B8CKoOl 00OHOPOOUMENbCKOL oucomuu (maon. 4).

Tabmuna 4.Jludbdepenumansuas auarHoctuka CBB ¢ cuHmpomamu, COMPOBOXKIAFOIIMMUCS

Makpocomuei [9]

Tun Hacie-
Cungpom CxoxnctBo ¢ CBEB Otnmnune ot CbB
JIOBaHUsA

e TpyObIe YepTHI JINLIA:
AHTHUMOHTOJIOMIHBIN pa3pes mias,
[TIa3HOW TMIEPTETOPU3M

e Makpocomuu p PHSM,
MaKpOCTOMUSI, CpeIMHHAsE 00po3/1a Ha

e CrutaHxHOMeTalus N
HIDKHEH Ty0e

e Makpornoccus o

Cumricon- e Pacmenuna BepxHel TyObl
X-cn e IloueyHbIC aHOMAIIMU

['onabu-bemens

e [IOBBIIICHHBIN PUCK
SMOPHOHAIBHBIX
OILyXOJeH

¢ CTpyKTypHbIE aHOMAJIUU cepla 1
HapyIIEHUs TPOBOAUMOCTHU

e CKeJeTHBIE AdHOMAaJIMH, BKJITOYasa
IIOJIUJAKTUIIU IO

e OrcraBaHu€ B YMCTBEHHOM
pa3BUTUU

YpoBeHb yOeTUTEIHLHOCTH peKoMeHaauuii B (ypoBeHb JOCTOBEPHOCTH JOKA3aTCILCTB — 4)

[lepimana AP

e Makpocomuu
e BrIcokuii puck 1o
onyxoyii Bunemca

e UepThl numa (MUKPOTHATHSI, HU3KO
MOCaKEHHBIC YIIIH, BAABICHHAS
MepeHocuIla, nepeBepuyras V-
o0pa3Hoil popMbl Kaiima BepXHei
TyOBI)

e Bricokas HeoHarasibHas

CMEPTHOCTb




Tun Hacie-
Cunnpom Cxoncteo ¢ CbB Otnuune or CbB
JTIOBaHUS

¢ 3HauuTeNbHbIC UHTEIIEKTYaIbHbBIE
HapyIICHUS

YpoBeHb yOeTUTEILHOCTH peKoMeHaauuii B (ypoBeHb JOCTOBEPHOCTH JOKA3aTEILCTB — 4)

1. Hapymenus cepaeunoi

Kocremnno AT e Tonbko B NesITeIbHOCTH
HeoHaTabHOM Tepuoge |2. OTcTaBaHKe B pa3BUTUU

3. Orpy0bsenue yepT nuia

YpoBeHb yOeTUTEILHOCTH peKoMeHaauuii B (ypoBeHb JOCTOBEPHOCTH JJOKA3aTCILCTB — 4)

1. Yeprs! nuna (qomuxomnedaius,
TOOHBIC YTOJIICHHUS,
AHTHUMOHTOJIOMIHBIN pa3pes 1iias,
OCTPBIN TTOI00POJIOK)

Coroca Al *  Maxkpocomus 2. Pentkue BOOCH B IOOHO-TEMEHHOM
oOmactu

3. UnTennexryanbpHas
HEI0CTaTOYHOCTh

4. Makpoueganus

YpoBeHb yOeTuTeIbHOCTH peKkoMeHaanuii B (ypoBeHb JOCTOBEPHOCTH JI0KA3aTenbCTB — 4)

* bBonpmoi ais
reCcTalMOHHOIO
BO3pacTa

e bonblag mianeHTa
* [lomuruapamHuoH

L]
Mo3aunusm 1o Makpormoccus 7. Ilpu3Haku xapakTepHble AJs

OTITOBCKOM cnopagu- | l'nnormukemus MMIPHHTHHTA
OITHOPOIUTENb- yeckuii  [BCICACTBHC 8. BripaxkeHHas 3a/IepiKKa Pa3sBUTHSI

CKOM JHCOMHUH THIICDHHCYITMHU3MA 9. TsKeCTh NPE3EHTALMN
3. Ilymounas rpepka

4. T'emaromeranus

5. T'emanruoma

6. IloBbIIEHHBIN PUCK
OTyXO0JIeH (ITOYKH,
ME€YCHb, HAITIOYEYHUKH )

YpoBeHb yOeTUTEILHOCTH peKoMeHaauuii B (ypoBeHb JOCTOBEPHOCTH JOKA3aTEILCTB — 4)

3. Jleuenue

3.1. KoucepBaTuBHoe JieUeHHe

° BBenenue miroxo3ml.

YpoBeHb yoeTuTeILHOCTH peKoMeHaanuii B (ypoBeHb J0CTOBEPHOCTH T0KA3aTEIbCTB — 3)
. XuMUOTEpanus OMmyXxoJeil.

YpoBeHb yoenuTeIbHOCTH peKoMeHaauuii A (YpOBEHb JOCTOBEPHOCTH JJOKA3aTEILCTB — 1a)

3.2. Xupypruueckoe Je4eHue

Xupypeuueckas nomowp npu CBB nompebyemcs eciu y nayuenma umeiomcs ciedyioujue

HapyuweHus.



¢ Owmdanouene Tpedyrolee OnepaTUBHOE JICUCHHE.

YpoBenb yoenureabHocTH pekomenaanuii C (ypoBeHb TOCTOBEPHOCTH J0KA3aTEILCTB — 4)
e Onyxonb BuibMca nim Ipyrue onyxosiu.

YpoBenb yoenureabHocTH pekomenaanuii C (ypoBeHb TOCTOBEPHOCTH J0KA3aTeILCTB — 4)
e B ciydae BbIpaXXCHHOM MAaKPOINIOCCUU 3aTPYNHEHUIO3EH IUTAaHUE U PA3BUTUE PEUU.
YpoBenb yoenureabHocTH pekomeraanmii C (ypoBeHb TOCTOBEPHOCTH J0KA3aTEILCTB — 4)
e Dnuduseones runepriiazupOBaHHON BepXHEH KOHEUHOCTH MOXET PacCMaTpPHUBATHCS B
cilydae, eciu e€ JJIMHA JOCTUIVIa MPeICcKa3aHHOW KOHEYHOM JJTMHBI JUIsl HOpMaIbHON HOTH (Kak
IIPABUJIO, ONIEPALIMS IPOBOIUTCS NIEPE]] HAYAIOM [TOJIOBOTO CO3PEBAHMUS).

YpoBensb yoenureabHocTH pekomeHaanuii C (ypoBeHb IOCTOBEPHOCTH J0KA3aTeIbCTB — 4)
e [InacTuyeckast KOpPEKIMS JIMIIA TIPU BBIPAKEHHOH reMudanuanbHON TUIIepIIa3u.
YpoBensb yoenureabHocTH pekomeHaanuii C (ypoBeHb IOCTOBEPHOCTH J0KA3aTeIbCTB — 4)

3.3 Unoe Jeuenue

e (CrenuanbHble KOPPEKIIMOHHBIC AEPEKTOIOTHIESCKUE MTPOTPAMMBI.

YpoBenb yoenureabHocTH pekomeraanmii C (ypoBeHb TOCTOBEPHOCTH J0KA3aTeILCTB — 4)

4. PeaOuauranus

[Tartuentsl ¢ CBB TpeOyroT moKu3HEHHOE HAOIIOEHUE, MOHUTOPUPOBAHUE OPTaHOB M CHUCTEM C
LENbI0 MPEAOTBPAILIEHUS OCTOKHEHUH.

YpoBensb yoenureabHocTH pekomeHaanuii C (ypoBeHb IOCTOBEPHOCTH J0KA3aTeIbCTB — 4)

5. [IpodpuiaakTuka U TUCTIAHCEPHOE HADIIOIeHe

5.1. Meanko-regeTnyeckoe KOHCYJLTHPOBaHNE H NPOMHIAKTHKA

BblsicHeHHE MONEKYIIpHOM STHOJOTMM MMEET pELIAlollee 3HadeHWe [UIsl OIpPENeNICHUs
TeHETHYECKOr0 MPOTHo3a 3abosieBaHus B cembe. Cumntaercsi, 4To noBTOpHBIA prck CbB HH30K
OpU OTCYTCTBHUM T€HETHUYECKUX W3MEHEHHUH Yy poauTeNed WM ciydaeB 3a0o0jieBaHUS Y
poncTBeHHUKOB [1,9]. DTOT HM3KMH PHUCK HE PAcCHpOCTPAHSAETCS Ha CEMbH, TAe HaOMomaeTcs
ayTOCOMHO-JIOMUHAHTHAsI Iepejadya CHUHApPOMA, a TakKe Uil NAIUEHTOB C OIpeneia¢HHOU
MoJekynsipHoit atuonorueir CBB. [lng mocneanel rpynmbl puCK MOKET OBITH YBETHUYEH WU
YMEHBUIEH B 3aBUCUMOCTH OT MOJIEKYJISIPHOM Narosioruu. bosiee KOHKPETHBIM pPHUCK Ui
OT/ICJIbHBIX TAIMEHTOB WM CEMEW B HEKOTOPBIX KinmHUYeckux rpynmnax CbB paccmorpens! B
(tabm. 1). Cunraercs, YTO PUCK PELUAMBA N30JUPOBAHHON TeMUTUIIEPIUIa3UN OUYeHb HU3KUH, HO
3aBUCUT OT STHOJIOTUH. B cilyuae M301MpOBaHHON TE€MHUTHIEPIUIa3Ud B CEMbE, HEOOXOAUMO
WCKJIIOYaTh TE€HETUYECKHE CHUHAPOMBI MPU KOTOPBIX BCTpedaeTcs AHTOT mpuszHak [9,10].
[Ipenaranpaas npodrraktrka CbB npeacrasnena B moapasaene 5.2.

YpoBensb yoenureabHocTH pekomenaanuii C (ypoBeHb IOCTOBEPHOCTH J0KA3aTeIbCTB — 4)

5.2. JucnaHcepHoe HAOJIIOICHUE




[InanupoBaHue JUCHIAHCEPHOTO HAOMIOACHUS OCHOBBIBaeTcs Ha xapaktepHbix it CBB

NpU3HAKaX ¢ yY4ETOM IMPEIoIaraéMbIX OCaOKHEeHu#H (Taom. 5).

Tab6muia 5./{ucnanceproe nadmonenue CbB [1, 9].

Onenka KJIMHIYECKHX
0COOEHHOCTEeH, TUArHOCTHKA 10
nepuoaam

Kannunueckne PEeKOMEeHAAIUMH IO BCICHUIO

Ilepunamanvnwiiti nepuoo

[Tpu oGHapyxenun npuzHakoB CBB y mioxa
0EepeMEHHOCTb OTHOCAT B TPYIILY BBICOKOTO
pPHUCKa ¢ COOTBETCTBYIOIIMMU METOAAMH
Tepanuu

[IpenynpexneHue BO3MOKHBIX
NepUHATaIbHBIX OCIOXKHEHUS: MHOTOBOJME,
IPEdKIAMIICHH/3KIIaMIICHH, oM(aolene,
HEJOHOIIIEHHOCTh, MakpoIiedaanto, OOIbIION
BEC IIPU POXKACHUH, MAKPOITIOCCHIO U
TUITONINKEMHUIO.

MeHnee yacTo - THIOKaJIbLIUEMUS WIIH
HOJIULIUTEMHUS.

Tepanus KaxxJ10ro U3 OCI0KHEHUN He
OTJINYAETCS OT OOIIE NPUHSTOM.

Pojipl B crienimanbHO 000pyIOBaHHOM LIEHTPE.

[Tpu nocneayromux 6EPEMEHHOCTIX MaTepH
peoéuka ¢ CBB wmm ecnu omuH U3
ponuteneit umeer CbB

e A®II B 16 Henen» GepeMEHHOCTH
e VY3U ga 19-20 u 32 uenene

VY nepBoro 00apHOTO pebEHKA HITH
MTOPaXKEHHOTO POIUTENS OBLITH OOHAPYKEHBI
TCHETHYCCKUE OTKJIOHEHHs (Harpumep,
myTaruu win Mukpozenenun CDKN1C).

HpeHaTaJII:HaH JUarHoCTuka ¢ IOMOIIbBIO
ouorncun XOpHOHA UJIIN aMHHUOILICHTE3a.

VY mona npeHaraabHO AUarHOCTUPOBAH

CbB

KOHTpO.HI: THIIOTTIMKCMHUH HOBOPOXKACHHOTIO.

YpoBeHb yoeauTEILHOCTH peKoMeHaauuii B (ypoBeHb JOCTOBEPHOCTH JOKA3aTEILCTB — 4)

Pocm u numanue

OHGHKa KOCTHOT'O BO3pacCTa

[Iporuo3upoBaHuy pocTa MaueHTa Bo
B3pPOCJIOM BO3pAacTe.

Makpornoccus

Ecnu xopmileHne 3aTpyqHEHO - UCII0JIb30BaTh
YIUIMHEHHYIO COCKY, WJIM HAa30raCTPAJIbHBIN
30H]

[Tpy MaKpoOCOMUM HE CYIIECTBYET
CrenupUIECKOro JICUCHHUSI.

I'emurunepriazusi: peryiasipHo B TEUYEHHUE
HECKOJIbKUX JIET TPOBOIUTH HU3MEPEHUSA
MOPaXEHHBIX YacTed TeJla - JUIMHBL U
00X Bara.

Hanpasnenue x oproneay eciy pasHuua B
JUIMHE HOT IIpEeBbIIIAET | cM.
[IpuMeHEHNs OPTONETNYECKUX CTEIEK

[Tpu HEOOXOMMMOCTH, TTPOBEICHUS
XUPYPrUUECKOTO JICUCHHUS B ONITUMAJIbHBIC
CPOKH.

Onuduzeones TUepia3supOBAHHON HOTH
MOXKET pacCMaTpUBAaTLCS B Cydae, €Ciu €€
JUTMHA TOCTUIIIA MPEICKA3aHHON KOHEUHOU
JUTMHBI JIJ1s1 HOpMaJTbHOUM HOTH (KaK MPaBUIIo,
onepaius IPOBOAUTCS Mepe]] HauaaoM
TIOJIOBOTO CO3PEBAHUS).

Kinuangeckoe o0OciieqoBanue MO3BOHOYHUKA
JUTSL BBISIBIIEHHS CKOJIMO3a

3HaunTENLHAS TCMUTUIICPIUIA3UA JINIA

Koncynpranus yepenHo-auneBoro Xxupypra
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YpoBeHb yoeauTEILHOCTH peKoMeHaauuii B (ypoBeHb JOCTOBEPHOCTH JOKA3aTCILCTB — 4)

chxulte(:xoepazeumuﬂ U nogeoeHue

3aiepKKa MCUXUYECKOTO Pa3BUTHUS U
HapyIICHUs MTOBEICHUS.

CrnennanbHble KOPPEKIMOHHBIE TPOTPAMMBbI

[TateHTHI ¢ 3a1EPKKON ICUXUYECKOTO
pasButus u ono3penueM Ha CbB n/mm
TeMUTUIIEPILIaZUEN

OO0cnenoBanue IS BBISIBICHUS UHBIX
CHUHJPOMOB MJIM XPOMOCOMHBIX aHOMAJIHI
(1S MOCTeIHeH TPYIIBI AaHAN3bI BKITIOYAIOT
XPOMOCOMHBIE UCCIIEOBAHUS KOXKH).

YpoBeHb y0eauTEILHOCTH peKoMeHaauuii B (ypoBeHb JOCTOBEPHOCTH JOKA3aTCILCTB — 4)

Cepoeuno-cocyoucmas cucmema

Kapaunonoruueckoe obcnenoBanue, B TOM
gucie DKI' u OxoKIT.

JleyeHne aHomanuii cepaua MPOBOAUTCS TEMU
e METOJIaMU, YTO M I 00Iel MOy,

Hapymenue nposogumoctu

JuddepenunanbHas AMArHOCTHKA C
cunapomamu Kocremio nnu Cumriicona-
Tonabu-bemens

YpoBeHb yoeTuTeIbHOCTH peKkoMeHaanuii B (ypoBeHb JOCTOBEPHOCTH JI0KA3aTenbCTB — 4)

IHOoKpunnan cucmema

I'mmornukemus.

B Teuenune nepBbIX HECKOIBKUX JHEN KU3HU
HeoOxoaumo o0ciieqoBaTh Ha
TUTOTTIMKEMUIO B T.4. 6€CCHUMITTOMHYIO.
YpoBeHb, MU KOTOPOM HEOHATAIbHAS
THIOTVIMKEMHST CTAHOBHUTCS KIMHHYECKHU
BaKHOH U TpeOyeT BMEIIATe/IbCTRA,
onpenenéH He 1ocTatoyHo. ['unormukemus
MOJXKET MePCUCTUPOBATD, YTO TPeOyeT
JOJITOCPOYHOTO MOHUTOPHUHTA.

KoHcynbranus sHA0KpHUHOJIOTA.

Ecnu Bo Bpemst oxxugaHus 1a00paTopHOTO
MOATBEPKIACHNS TUITOTIIMKEMUU TIPOSIBIISIFOTCS
€€ KIIMHUYECKUE CUMIITOMBI, CJIEyeT BBOJUTh
IJIFOKO3Y BHYTPb WM BHYTPUBEHHO. BIGOD
crioco0a BBEICHUS ONPEIEISAETCS M0 YPOBHIO
IJIFOKO3BI U TSDKECTU KIIMHUYECKUX
IIPOSIBJICHUH.

Jnist mi000T0 NanueHTa JeYeHne
TUTIOTTIUNKEMUH CIIEAYET MPOBOAUTH MIPHU
THIATEITLHOM TTOCIIE0BATEILHOM ONPEACTICHUN
DJTI0KO3BI ¢ 15-30-MUHYTHBIMH MHTEpBaIaMHU,
noka e€ ypoBeHb He ogHumetcs 10 60-100
mr/nn (3,3-5,5 mmons/).

[Ipu pedpakTepHO TUTIEPTIIMKEMUH IS
JICUCHUSA MOKCT MPUMCHATBHCA PAA
MPEnaparoB, TAKUX KaK JAUa30KCU] N
COMATOCTAaTHH.

.FI/IHOKaJ'II)HI/ICMI/IH " TUIIOTHUPECO3.
MeToabl UX OLEHKH SBJISIOTCS
CTaHJApTHLIMU.

Jleuenue y nereit ¢ CbB npoBoautcs cornacHo
00IINM CTaHapTaM.

Pannss BeIMUCKa U3 pomaoma.

[IpokOHCYTBTUPOBATh POAUTENEH O TUITUYHBIX
KIIMHUYECKUX MPOSBICHUIX U CIOC00ax
JIeYeHUs TUIIONIIMKEMHUH, a TaKke 00eCIeunTh
BO3MO)XHOCTb OBICTPOTO JOCTYIA K
MEIUIIMHCKON ITOMOIITH.

YpoBeHb yoeauTEILHOCTH peKoMeHaauuii B (ypoBeHb JOCTOBEPHOCTH JOKA3aTCILCTB — 4)

Juyo u uepen

Makpornoccus:

Jetu ¢ IE€rkoi Win yMepeHHOU
MaKpOITIOCCUEH, KaK ITPaBUJIO, OCBANBAIOT
yIpaBiieHHe COOCTBEHHBIM SI3BIKOM 10 MEpe
pOCTa JTULEBBIX KOCTEH, TAK YTO CO BPEMEHEM
OHH MOT'YT IIOJTHOCTBIO YIAEPKUBATH SA3BIK B
IIOJIOCTU pTa. TaKuM IETIM MOXKET
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noTpebOBaThCs NTUTEILHOE HAOIOCHIE
OIBITHBIX YEPEITHO-JIUIICBBIX XUPYPIOB.

® 3aTpyIHEHHE PEUH;

3aHATHE C JIOTOIIEIOM.

® AaITHO3 BO CHC

KOHCYJIbTallMsl OTOJIAPpUHI0OJIOTa, UCCICIOBAHUC
CHa

e [IpU 3HAYUTEIBHOW MAaKpPOITIOCCHS, C
BO3MOXKHBIMH OPTOJJOHTUYECKUMU U/WITH
KOCMETHYECKUMHU MpoOIieMaMu WIIH
O0CTpyKIIMEH ABIXaTeIbHBIX ITyTEH.

Onenka MHOTOTPO(UITEHON KOMaHI0M,
BKJIFOYAIOILIEH JETCKUX XUPYPrOB,
MJIACTHYECKUX XUPYPTOB, 1e(PEKTOIOTOB U
OpPTOJIOHTOB.

Pesexnus s3p1Ka.

TepaHGBTI/I‘IeCKHG YHIpaKHCHHUA IJI A3bIKa HC
JAar0T SHAYMMBIX PE3YIILTATOB.

YpoBeHb yoeauTeILHOCTH peKoMeHaauuii B (ypoBeHb JOCTOBEPHOCTH JJOKA3aTCILCTB — 4)

Kenyoouno-kuweunwiiit mpakm

V3, peHTreHoN0TuYeCcKoe UCCIIEeI0BaHNE
BepxHUX oTAes0B JKKT.

JledexT OpIOIIHON CTEHKU U TTIOPOKHU
pazButus XXKT: crutanxHomeranus,
CTCHO3HI, ane?)I/II/I nJin MaJIBpOTaI_[I/II/I.

[TokazaHbl cTaHIAPTHBIE METOBI
XUPYPrUUECKOTo JICUECHUSI.

Bo3MoxxHbBIE XUPYpru4eCcKrue pUCKH CBSI3aHbI C
TUIOTTIMKEMHUEH WIIU 3aTPyIHEHUEM
UHTYOAINH B CBS3U C MAKPOITIOCCUEH MIIH
AHOMAJIMSIMH CEpPALA.

YpoBeHb yOeTUuTEILHOCTH peKoMeHaauuii B (ypoBeHb JOCTOBEPHOCTH JOKA3aTCILCTB — 4)

Mouenonoeas cucmema

Y31 MIOYEK. IKCKpELUH KaJIbIHs

COOTHOIICHHE KAJIBIHSI K KPEaTHHUHY

. He(PPOKAIBLIUHO3 Koncynpranus nenuarpa-nedponora u/mimm
. MeyJUIApHas Ty0uaras modka | yposiora

ITokazanbr CTaHAApPTHBIC MCTOAbI JICUCHU
I1aTOJIOIM ITOYCK.

YpoBeHb yoeTuTeNbHOCTH peKkoMeHaanuii B (ypoBeHb JOCTOBEPHOCTH JI0KA3aTenbCTB — 4)

Ilpogpunaxmuxa 3nokauecmeennoui onyxonu [10]

Y3U OpromiHoii MoIocTH.
ITpu 5TOM 00paIaTh BHUMaHKE Ha:

KaXKJple 3 Mecsliia 10 Bo3pacTa 8 JeT

rernaroMeranuio, Hepomeranuio u
CIIJICHOMETAJIUI0

KKPYIHYIO» TIODKETYI0UHYIO JKeJIe3y W/Uin
OpBDKEEUHbIE Y3JIbI

OO6HapyXeHHbIE B TICUEHU WM MTOYKaX
o0pa30BaHMsI CTIENYET OTINYATh OT TAKUX
MOpPaXEHHM, KaK TeMaHTHOMBI

KT nan MPT,
KOHCYJIBTAIlUA OHKOJIOTA W/UITH
COOTBETCTBYIOILIETO CIIEUAIIUCTA

N3mepenne ADII

Kaxaele 2-3 mecsana a0 4 JeT.

[ToBbiienHsI ypoBenb ADII

Kontpons A®II 1 pa3 B mecsnn
KT nan MPT,

PEHTTEH IPyIHOUN KIIETKH,
KOHCYJIBTAllUd OHKOJIOTA.

Knunnuecku 310poBble MOHO3UTOTHBIE
CUOCHI MOPaKEHHBIX MAIICHTOB

Crnenyer y4yuThIBaTh BO3MOKHOCTH IOSIBIICHUS
OIyXOJI€H M3-3a BEPOATHOCTH COMATUYECKOIO
MO3aHuLIM3Ma WM 3a0poca KJIETOK ¢ TeHOTUIIOM
CbB o BTOPUYHBIM COCYQUCTBIM
aHacToMo3aM in utero.
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‘ YpoBeHb yoeTuTEILHOCTH peKoMeHaauuii B (ypoBeHb JOCTOBEPHOCTH JJOKA3aTCILCTB — 4)

6. I[OHOJIHI/ITEJILHaﬂ I/IH(l)OpMaIII/IH, BJIUAIOIIAA HA TCUCHUEC U UCXO0]
3a00/1eBaHNsI/CHHAPOMA

* PexomeHayeTcst CBOEBpeMEHHOE BhIsIBJICHHE HOBOPOKIeHHBIX ¢ CHbB ¢ menbro mpodrrakTuku
TUIIONIMKEMUU U TIOPAXKEHUS TOJIOBHOTO MO3Ta.

YpoBensb yoenurteabHocTH pekomeHaanuii C (ypoBeHb IOCTOBEPHOCTH J0KA3aTeIbCTB — 4)

* PerymsapHoe oOcnenoBanue maunueHToB ¢ CBbB Ha paHHee mposBIeHHE 370KaUeCTBEHHBIX
OIyXOJICH.

YpoBensb yoenureabHocTH pekomeHaanuii C (ypoBeHb IOCTOBEPHOCTHU J0KA3aTeIbCTB — 4)

KpuTtepumn onieHKku kayecTBa MeIMIMHCKOI MOMOIIHA

Ne Kpurepun kauectsa Yposennb Yposennb
n/n y0enuTeJbHOCTH JA0CTOBEPHOCTH
peKoMeHaanmii A0KA3aTeIbCTB
1. BrITIoTHEH 0CMOTpP BpadOM-TE€HETHKOM C 4
9 BrimonaHeH ocMOTp BpauoM-A€TCKUM C 4
' KapA1OJIOTOM
C 4
3. BrimonaHeH ocMOTp BpauoM-HEBPOIOTOM
4 BrIimonHen ocMOTp BpauoM-/1€TCKUM C 4
' SHJIOKPHUHOJIOTOM
5 BrinonHen ocMoTp Bpauom- C 4
' TPaBMaTOJI0rOM-OPTOIEAOM
6 BrimonHen ocMOTp BpauoM-/1€TCKUM C 4
' XUPYProM
7. | Bpimonnena sxokapauorpadus C 4
8. Bemonneno Y3U nouek C 4
9 BrinonHeHo uccnenoBaHue ypoBHs C 4
" |TOPMOHOB IIUTOBUAHOM JKEJIE3bI.

Cnmcok Jureparypbl
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2. Li M., Squire JA., Weksberg R. Molecular genetics of Wiedemann-Beckwith syndrome.//
Curr Opin Pediutr.- 1997.- Ne 9.- P. 623-6209.

3. Li M., Squire J.A., Weksberg R. Molecular genetics of Wiedemann-Beckwith syndrome. //
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IIpunoxenune Al. CocraB paGoyeil rpynmnbl

Ne dUO Yuenas Vuyenoe IloueTHsbIe Vyactue B
CTENEHb 3BaHUE 3BaHUS U IIpod.
Harpazisl Accormanusax
1. | Hazapenko Jlronmuiia I.M.H npogeccop qiieH npog.
ITaBnoBHa Accormanuun
2. | HuxoHoB Anekcanp K.M.H qJieH pod.
MuxainoBuu Accoruanuu

Ipuiaoxenne A2. MeTomo10rusi pa3padoTKu KJIMHUYECKUX PeKOMEeHIauuii

MeTOI[bI, HUCITIOJIB30BAHHLIC IJ1 cﬁopa/cenekunn A0KA3aTeJIbLCTB

JoxazarenpHass 0aza Ui CO3MaHMS KIMHMYECKUX peKoMeHaaiui coOpana Ha oCbBoBanum
nyonukanuid, Bomeamux B KoxpaHoBckyro Ounbmmoreky, 6a3pl nanasix EMBASE, MEDLINE,
ORPHANET u OMIM, a Ttakke MexXIyHapOIHBIX KIMHUYECKHX PEKOMEHAAlUH 110
MUATHOCTUKE, JIEYCHHI0O W  BENCHUIO OOJBHBIX ¢ CcHHApoMOoM bekButa-Bupemana
(https://omim.org/entry/1306507search=130650&highlight=130650).

bt wcnonb30BaHBI  WMHTEpHET-IaHHBIE,  NPEICTaBIEHHBIE  HAa  MEXKIYHAPOIHBIX

(https://www.ncbi.nlm.nih.gov/books/NBK 1394/, http://birthdefects.co.uk;

http://magicfoundation.org) u HalMOHANBHBIX calTax OOIIECTB peaKkux OoJe3Hedl u

oO0I1ecTBEHHBIX opraHu3anuii. [ myOuHa rnmoucka cocrasisiia 5 JieT.

MeToabl HCII0JIHL30BAHHbIE JIJIS OIIEHKH KAYeCTBA M CHJIbI JI0KA3aTeJbCTB
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O1ieHKa ypOBHS JI0KA3aTEIbCTB U CUJIbI PEKOMEH AN MOATBEPAKIEHA KOHCEHCYCOM YKCIIEPTOB.
DKOHOMUYECKUA aHaMW3 W NyOauKanuu 1o (PapMakOdIKOHOMHUKE HE aHAIM3UPOBAIIUCH.
Banmuau3zanus pexomenmanuii 6a3upoBanach Ha BHYTPEHHEH SKCTIIEPTHOU OIeHKe. MHIUKaTOphI
nobpokadectBennoi npaktuku (Good Practice Points, GPPS) GasupoBanuch Ha KIMHUYECKOM
OTBITE paboyvel rpyMIbI IO pa3paboOTKE PEKOMEH AU,

Kputepun omeHKrM ypOBHEM [10Ka3aTE€IbHOCTM M CHJIBI PEKOMEHJAIUA TMPUBEACHBI B
COOTBETCTBHE C TPaaIUsIMU, MPEACTABICHHBIMU B TaOMUIaX | U 2 COOTBETCTBEHHO.
KomMeHTapuu, MONMy4eHHBIE OT OKCHEPTOB, CHUCTEMATU3UPOBAIMCH M OOCYKJAIHCh Ha
SKCIEPTHOM COBETE IJIaBHBIMM BHEIITATHBIMU CIEHHATMCTAMH MO MEAUIMHCKOW TeHeTuke M3
P® npencenarenem u wieHaMH 3KCIIEPTHOTO COBETA.

Tab6auua I11 - YpoBHH 10CTOBEPHOCTH J0KA3aTeIbHOCTH

YpoBeHb
Tun naHHbIX
JOCTOBEPHOCTH

la Meta aHanM3paHIOMU3UPOBAHHBIX KOHTPOJIUPYEMBIX HCCIICIOBAHUIN
(PKI)

1b Xots 061 onHo PKU

24 XoTst ObI OTHO XOPOIIO BBHITOJTHEHHOE KOHTPOJIUPYEMOE HCCIICIOBAHNE
0e3 paHIOMHU3AINH

b XoTs ObI OTHO XOPOIIIO BBHITIOJTHEHHOE KBa3UIKCIIEPUMEHTAIBHOE
HCCIIEIOBAaHUE

3 XOopolI10 BEITIOTHEHHBIE HE SKCIIEPHUMEHTAIILHBIC HCCIICIOBAHMS:
CpPaBHUTEJBHBIC, KOPPEISAIUOHHBIE HIIH «CITy4ail-KOHTPOJIb»

4 DKCHEepPTHOE KOHCEHCYCHOE MHEHUE JTMOO0 KIIMHUYECKUHN OTIBIT
MPU3HAHHOTO aBTOPHUTETA

Taoauuna I12 - YpoBHU y0eauTeIbHOCTH PeKOMEH AU

YpoBeHnb

e p— OcHOBaHHe peKOMEeH 1Al

OcHoBaHa Ha KJIIMHUYECKUX UCCIEAOBAHMIX XOPOILEro Ka4ecTBa, 0 CBOEH
A TEMaTUKE HETIOCPEACTBEHHO MPUMEHUMBIX K TAaHHOU crieruduuecKoi
PEKOMEH/IalNH, BKITIOYAONINX 110 MeHbIel mepe ogHo PKU

OcHoBaHa Ha pe3yapTarax KJIMHUYECKUX UCCIIEIOBAHUN XOPOIIEro AU3aiiHa, HO
0e3 paHoMHU3aIIH

CocraBiieHa Mpu OTCYTCTBUH KJIMHUYECKUX MCCIIEI0BAHUN XOPOILIEro KaYeCTBa,
HETOCPEJACTBEHHO MPUMEHUMBIX K JAHHOW peKOMEHIAITNN

IleeBasi ayIuTOpUS JAHHBIX KJIMHUYECKHX PEKOMEHIAIIMIA:

1. Bpau-reneruk;
2 Bpau-nenuarp;
3 Bpau-teparnesr;
4, Bpau-neBposor;
5

Bpau-ncuxuarp;
14



6 Bpau-nerckuit kapauosnor;

7 Bpau-nerckuit 3H10KpUHOIOT;

8. Bpau - nerckuii onkouor;

9 Bpau - nerckuii ypoaor-aHaposor;
10.  Bpau-TpaBMaTOJIOT-OpTOMET;

11.  Bpau-gerckuii Xupypr;

12. Bpau-cromarosnor-nerckuit;

13. IIcuxonor-nemaror;

14,  Bpau-nabGopaTopHBIi T€HETHUK.

15.  Bpau-nedpoor;

16.  Bpau oO1iel MpakTHKH (CEMEHHbIN Bpay);
17.  Bpau-memuarp ropoiackoi (paifoHHBIN);
18. Bpay-nieANATP YYACTKOBBIM.

IIpuniaoxkenne A3. CBsi3aHHbIE JOKYMEHThI

JlanHbIE KIMHUYECKUE PEKOMEHIAIMU pPa3padOTaHbl C YYETOM CIEAYIOMUX HOPMAaTUBHO-
MPaBOBBIX JOKYMEHTOB:

1. ®denepanpHblil 3ak0H" O0 OCHOBaX OXpaHbI 37I0POBbA IpakaaH B Poccuiickoit
Denepanun" (N 323-03 ot 21.11.2011 (pex. ot 03.07.2016)).

2. [Mopsinka oKa3aHWS METUIIMHCKOW TMOMOIIM OONBHBIM C BPOXICHHBIMH U (HJIH)
HaciencTBeHHbIMU 3a0oneBanusaMu ([Ipukaz M3 PO or 15.11.2012 roga N 917#).

3. Kpurepun onenku kadectsa meauruackoit momoru (I[Ipukaz M3 P® ot 7.07.15 Ne 422

aH).
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Ipuaoxenue 5. AJIropuTMbI BeIeHUS MAIMEHTA

[Tauuent ¢ npuznakamu CbB

Jnarnocruka

!

Her [Iponomxenue
JTUATrHOCTHUUYECCKOT'O
MOMCKa B paMKax
JIPYroro CUHIpoMa

a Jnaruos
MOATBEPXKIE

H?

Ia BrisBnena
3JI0Ka4Y€CTBEH
-Hasi OIlyXOJIb
N/
Jleuenne Peabunuranus S JucnancepHoe HaOmoAeHNE
OITYXOJIN

IIpuniaoxxenune B. Undopmanus nJis1 nanueHra

Poautenam nereii ¢ ChB:
1. OOpamiate BHUMaHHE Ha IMOJHOIICHHOE MMHUTAaHWE W ToTaHue mnumm. [lpu mmroObIX

HAPYIICHUSX MUTAHUS 00s3aTeIbHO 00paIaThCs K Bpady-TieaAuaTpy.

2. O0s3arenpHO0 00CiIEN0BaTh Ha TUIIOINIHKEMUIO.

3. BHumarenbHO ciaeauTh 3a HEPBHO ICUXMUYECKUM pa3BUTHE peOeHKa.
4. EsxeromHo npoxonuts Y3 OpIoIHOI MOIOCTH.

5. Esxxerogno npoxoauts OxoKI" u OKT.

B3pocabim nanuentam ¢ CbB:

6. [Tarimentam ¢ CBB pexomenayeTcst exxeroaHo mpoxoauts Y 3W OpromrHoi mogocTH.
7. Esxxerogno npoxoauts OxoKI' u OKT.
8. Menuko-reHeTHYeCKOoe KOHCYIBTUPOBAHHE TIPH IJITAHUPOBAHUH OEPEMEHHOCTH.
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Hns cemeit ¢ ChbB cylecTBylOT MEXK1YHAPOAHBIE ITPYMIIbI HOIIEPKKH:

®onp [dereit ¢ cunapomom bekBura-Buaemana
Be6-caiit: http://www.beckwith-wiedemannsyndrome.org
I'pynna nogaep:xku npu cunapome bexksura-Buaemana
Be6-caiit: http://www.bws-support.org.uk/

®opym Cemeii ¢ cunipomom bexkBura-Bunemana
Be0-caiit: http://www.beckwith-wiedemann.info/
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