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KJIMHUYECKUE PEKOMEHIALTIN
(ITPOTOKOJIBI JIEUEHUS)
T10 JUATHOCTHUKE U JIEYEHUIO TTALITMEHTOB C CUHIPOMOM JIEJIELIAU
22Q11.2

Clinical recommendations (Protocols for patient's cure). Diagnostics and treatment of patients

with deletion 22q11.2

1. O0Js1acTb NIpUMEHEeHUst

Hacrosinuii crangapT ycTaHaBiIMBaeT KIMHUYECKHUE PEKOMEHJAUUU (MPOTOKOJ JIEYEHUs) IO
JTUArHOCTUKE M JICYECHUIO MALKMEHTOB C CUHApoMoM aeneuuu 22qll.2 (mamee — mpoTOKOI),
OTIPEACTISAIONIUN 00hEM U MOKA3aTeNH KaueCTBA BBHIMOTHEHHUS] METUIIMHCKOW MOMOIIU O0JIBHOMY
IIPYU TIOJI03PEHUN HA BPOKIAEHHYIO HEUTPOIICHUIO.

Hacrosiuuii crangapt npeaHasHayeH A NPUMEHEHUS MEIULUMHCKUMHU OpraHu3alMsIMu U
yupexIeHUusIMU (enepanbHbIX, TEPPUTOPHATBHBIX W MYHHIIMIIAIBHBIX OPTraHOB yMPaBICHUS
3[PAaBOOXPAHEHUEM, CHUCTEM OOS3aTEIIbHOTO W JOOPOBOJILHOTO MEIUITMHCKOTO CTpPaxOBaHUS,
OPYTUMH MEIUIMHCKAMU OpPTraHU3alUsMU Pa3jMYHbIX OPraHU3allMOHHO-TIPABOBEIX (QOpM
NEesTeIbHOCTH, HAIPABJIEHHON HA OKa3aHWE MEIUIIMHCKON MOMOIIH.

2. HopmaTuBHbBI€ CCHLIKH

B HACTOAIICM CTAaHAApPTC UCIIOJIb30BaHA CCBHIJIKA Ha CJIGIIyIOH_[I/Iﬁ CTaHOapT:

I['OCT P 56034 — 2014 Kiunuueckue pexoMeHAauuu (IpOTOKOJbI jeueHus). OOmue

IIOJIOKEHUS.
IIpumeuganue — Ilpu nmoap30BaHNM HACTOALINM CTAaHAAPTOM II€IECO0OpPA3HO NMPOBEPHUTH
JIeHCTBHE CCBUIOYHBIX CTaHAApTOB B HWHPOPMAIMOHHONW CHCTeME OOIIero MOoJb30BaHUS —  Ha

opunranpHOM caiite PenepaabHOTO areHTCTBAa 0 TEXHUYECKOMY PEryJIHMPOBAHHIO M METPOJIOTHH B CETH
WHuTepHeT niam mo eXXeroqHoMy HH(GOPMaNMOHHOMY yKazaTento «HarmoHnaabHbIE CTaHAAPTHDY, KOTOPHII
ONMyONMKOBaH MO COCTOSHHIO Ha | SHBaps TEKyHmIeTO ToJa, M 10 BBINYCKAM E€XEMECSIJYHOTO
nH(pOPMAIIMOHHOTO yKa3arens «HannonansHbIe CTAaHAAPTHD) 3a TeKylui roja. Ecim 3aMeHéH cChUIOIHbII
CTaHAApT, HAa KOTOPBIA JaHA HEAATHUPOBAHHAS CCBUIKA, TO PEKOMEHIYETCSl UCIOJb30BATh JEHCTBYIOLIYIO
BEPCUIO ITOr0 CTAaHJApTa C Y4ETOM BCEX BHECEHHBIX B JIAHHYH BEPCHI0 M3MEHEHUU. Eciu 3aMeHeH
CCBUIOYHBII CTAaHIApPT, HAa KOTOPBIA JaHa JAaTHUPOBAHHAs CChLUIKA, TO PEKOMEHIYETCS HCIIONb30BaTh
BEPCHIO D3TOTO CTaHJAapTa C YKa3aHHBIM BBIIIE TOAOM yTBepxkAeHHs (mpuHsaTHs). Ecnm mocne
YTBEPKICHHUS HACTOSILEr0 CTaHAAapTa B CChUIOYHBIM CTaHAApT, HA KOTOPBIA AaHA JAaTUPOBAaHHAs CChLIKA,
BHECEHO WU3MEHEHHME, 3aTparuBarollee IIOJOKEHHE, Ha KOTOpPOE JaHa CChLIKA, TO 3TO IIOJOKEHHUE
pPEKOMEHIyeTCs MPUMEHATh 0e3 ydeTra JaHHOTO M3MeHeHHs. Ecnm cchutouHBIA CcTaHZapT OTMEHEH 0e3
3aMEHBI, TO IOJIOKEHHE, B KOTOPOM JaHa CChLUIKA Ha HEro, PEKOMEHJYETCS NPHUMEHATh B 4acTH, He
3aTparuBarolllel 3Ty CChUIKY.



3. O0Me moJIoKeHus

[Iporokon BemeHus: OOMBHBIX «J[MAarHOCTHMKA W JICYCHHE MAIMEHTOB C CHHIPOMOM JENEIUU
22q11.2» pa3zpaboTtaH A7 pelIeHU CcaeIyomuX 3a1au:

- OIpEeNICHNs] AITOPUTMOB JTUArHOCTUKU U JICUEHHUS MMALIMEHTOB C CUHJPOMOM Jaenernuu 22q11.2;
- yHUQUKAMKM PACYETOB 3arpaT HA MEIUIMHCKYI IOMOIb, pPa3padOTKH MPOrpaMMm
00513aTeTLHOTO0 METUITTHCKOTO CTPaXOBaHUs U Tapu(OB HA METUITUHCKUE YCIYTH;

- OCYIIECTBJICHHUS KOHTPOJIS OOBEMOB, JOCTYTHOCTH M KadyecTBa MEAWIIMHCKOW TOMOIIIH,
OKa3bIBAEMOMW MALMEHTY B MEAUIIMHCKON OpraHU3alliy, B TOM YHCIIE B paMKaX roCy/1apCTBEHHBIX
rapaHTuii obecredeHus rpakaan OecrIaTHOM MEAUIMHCKONW TTOMOIIBIO.

B Hacrosimem craHmapTe HCMONB3YeTCs YHU(PUIIMPOBAHHAS IIKala OLUEHKH YOEeIUTEITHbHOCTH
JI0KA3aTeNIbCTB MPUMEHEHUS MEAUIIMHCKUX TexHoJoru B cootBercTBuM ¢ ['OCT P 56034

3.1 OOmmue BONPOCHI

Cunzppom  gemenuu  22- XpOMOCOMBI —  3TO  COBOKYHHOCTb  MOP(OIOTHYECKHX,
MMMYHOJIOTHYECKUX U HEBPOJIOIMUYECKMX M3MEHEHUH, KOTOPBIE SIBISIOTCS CIEICTBUEM ACIELUU
JUTMHHOTO Tieda 1 xomwwm 22-i xpomocombl — del 22q11.2.

B KkiaccMueckoM TMOHATHM 3TOT CHHAPOM TMPEJICTAaBISAET COOOH KOMIUIEKC CHMIITOMOB,
COCTOSILIYI0 U3 TATOJIOTUH JUIIEBOTO CKelleTa (pacIieMHbI TBEPAOTOo Heba), BPOXKICHHOTO
IIOpOKa CcepAlla, TUIIOIUIa3uM (arla3uy) TUMyca U TUIIOKAIbIIMEMHH, KaK PE3yJIbTaT IMIOIUIa3uu
MapaluTOBUIHOM JKEJIE3bI.

Kak Hu onuu apyroii cunapom, cunapom del 22ql11.2 BapuabeneH B KOJMYECTBE MPU3HAKOB U
CTENEHN MX BBIPAYKEHHOCTH, YTO M OOBACHSIET TOT (PAKT, YTO ATOT CHHIPOM HMEET MOpsAKa
JECSITKAa  pas3IuYHbIX  Ha3BaHuM, Brkmwowas cunipom  Ju/lxopmxku, CATCH 22,
Besokapauodanuansueiii  cugpom, llnpuntnena cunzapom, Kaiinepa CcuHIpOM, CHHIpPOM
JMILEBBIX M KOHOTPYHKAJIbHBIX AHOMAJIMH U T.J.

3.2 DnuaeMHoJIorus

Cunnpom  geneuust 22-i XpOMOCOMBI — OJIHA M3 CaMbIX YacTbIX JENEIUN Cpeau IpYyrux
XPOMOCOMHBIX abeppalfii B 4eI0BEYECKOM I'€HOME, 110 YacTOTE OHA YCTYIMAEeT JIHUIIb CUHAPOMY
Hayna, Tpucomuu 1o 21-ii xpomocome. HYactora BcTpeuaemoctu Bapbupyet oT 1:4000 o 1:6000
HOBOPOXXJEHHbIX. He HaOmomaercs HH TMOJOBOI, HM STHUYECKOW MPEAPACIIONOKEHHOCTH K
JAHHOMY CHHIpPOMY. bDOJBIIMHCTBO NANMEHTOB C CHHApOMOM Jeneunu 22ql1.2 umerot
IIATOJIOTHIO JIMIIEBOTO CKEJIETa U BPOXACHHBIN MOPOK CepAlla U pa3BUBAIOT TUIIOKAIbIIUEMHIO
BCKOpe mocie poxkaeHus. [lanmeHTel, HE UMEIME JaHHBIX CHMIITOMOB, 3a4acTyro
IIPOCMAaTPUBAIOTCS,, W IPaBWIbHBIA JMAarHO3 BBICTABISETCS II03)KE HA OCHOBAaHUM JPYTUX
npu3HakoB. C pa3BUTHEM KapAMOXUPYTHMH, TEHETUKM U HMMMYHOJIIOTUHM Bce OOJbIIeMy
KOJIMYECTBY MAllMEHTOB BBICTABJISIOT IPAaBUIBHBIA TUArHO3, B CBSI3U C YEM Y HUX YBEJIMUUBAETCS
IIPOJOJKUTEIBbHOCTD KU3HU.

3.3 Kuaaccnpuxanus

Hcropuuecku ClOXHIOCh, YTO B JIUTEPATYpPE YACTO HCIONB3YETCS pa3/ielieHUe CHUHApPOMa Ha
MOJIHBINA Y HEMOJIHBIN (4aCTUYHBIN).



* Tepmun «llonHelii cuHapoM aenenuu 22-ii XpOMOCOMBI» HCIOJIB30BAJICS y NAlUEHTOB,
MMEIOIIMX  IIOJIHBIA  CHEKTp TUIWYHBIX IMPOSABICHWUM, BKJIKOYas BBIPAKCHHBIN
UMMYHOJIC(UIIHT.

* Tepmun «YacTuuHbIl cuUHAPOM Jeneuuu 22-i1 XpOMOCOMBI» HCIIOJIB30BAICA Y
MAIMEeHTOB, €CJIM OHM WMEIM JIMIIb HEKOTOPHIE TUIIMYHBIE MPH3HAKH, OCOOCHHO 0e3
NPOSIBIICHUH BBIPAXKEHHOT0 HMMMYyHoAepuuuTa. YacTW4HBI CHUHIpOM Jenenuu 22-i
XpPOMOCOMBI B 3HAYUTEJIBHOW CTENEHU IMPEBAIMPYET IO KOJUYECTBY B CPAaBHEHHUH C
ITOJIHBIM.

Kpome Toro, uyto cuHapoM Jnenenuu 22-i XpoOMOCOMBI accomuupyercss ¢ aeduuutom T-
KJICTOYHOT'O 3BEHA, B MOCJeHee BpeMsi 0OHApyKEHO HEeMaJlo MalMeHTOB, MMEIOLINX U3MEHEHUS
B JIPYTUX 3BEHBSX MMMYHHUTETa (KOJIMYECTBO B-KJIETOK, KOIMYECTBO MMMYHOIJOOYIHMHOB). B
OJTHOM M3 HCCJIeN0BaHUH, BKIoyaromux O6ojee 1000 manmeHTOB ¢ CHHAPOMOM Jeneruu 22-i
XPOMOCOMBI CTapIie Tpex JieT, 15 % OOoNbHBIX UMENTH TunoraMMarioOyJTuHeMHUI0, TIOJIOBUHA 3
HUX PETyJISIPHO MOJIy4aJId 3aMECTUTENbHYIO Tepanuio BBUI'.

3.4 DTHOJOTHA U NATOreHe3

[{uToreHeTnueckre U MOJEKYJSIPHBIE UCCIIEIOBAaHUS NOKa3aiau, uyTo aenenus 22qll.2 sBusercs
BeIyIleH MPUYUHON CHUHIpOMa U BCTpedaeTcs cropanudecku 6omnee ueM B 90%. B 10% ciydaes
JieJIeLUsl HAacJIeLyeTcsl OT OJHOTO U3 POJIUTENIEH, TaK KaK HacJleJ0BaHUE MPOUCXOIUT ayTOCOMHO-
JOMHUHAHTHBIM IIyTeM. B peaxux ciydasx CUHAPOM SIBISETCS MPOSIBICHUEM MEPECTPOEK APYTUX
XpOMOCOM.

Anamn3 JIHK nanueHToB ¢ CHHAPOMOM JIeNeluu 22 XpOMOCOMBI BBISBHIL, 4TO B 85-90% cinyuaes
BBINIAJAIONIMN YYACTOK SIBJISIETCSL OTHUM M TeM ke. Jlokanuzanus npoeuupyercs mexay D225427
Ha 22ql11.21 u D22S801 na 22q11.23. B 3TOM yuacTke J0Kanu30BaHO HEe MeHee 40 TeHOB, 4To
COCTaBJISIET OKOJIO 3 MJIH Map HyKJIEHHOBBIX ocHOBaHUH. B 10-12% ciyuaeB BcTpevarorces 6osee
KOpPOTKHE [IEJCeI[UU, KOTOpble COCTaBIsAOT 1,5-2 MIIH MapHbIX OCHOBaHMM. bbulo omucaHo
HECKOJIBKO MAIMEHTOB C CHHIPOMOM Jeleluu 22-i1 XpOMOCOMBI, UMEIOLIMX JAEICIUH 3a
npenenaMy HauboJsiee 4acTo BBIMAAAIONINX YYaCTKOB. Pe3ybTaThl MPOBEACHHBIX MCCIIEIOBAHUI
CBHUJIETEIICTBYIOT O TOM, YTO CTENEHb BBIPAXKEHHOCTH (PEHOTHIIA HE KOPPEITUPYET C pa3MepoM
JeJIeny, T.€. MAUEeHT ¢ noTteped 1,5 MIIH NapHBIX OCHOBAaHMII MOXXET MUMETh TaKOMl ke 0
TsOKeCTH (PEHOTHI, KaK | ¢ JieNelel B 3 MIIH napHbIX ocHOBaHUil. Kpome Toro, Ob110 3amMeueHo,
YTO BapHadeNbHOCTh (PEHOTUITUYECKUX MPOSIBICHUI BapbUPYeT KaK BHYTPH OJHON CEMbH, TaK U
MEXJ1y CEMbsIMH, HECMOTPSI HA UIEHTUYHbBIE YYACTKHU JIEIICIUHU.

Jlenens BBI3BIBACT BBINAJCHUE YyyacTKa, Bkmouatomero red TBX 1, ren ¢akropa
TPAHCKPHIILINY, YYaCTBYIOIIETO B Pa3BUTUHU (apUHTEaTbHbIX OYr. OTH H3MEHEHHUs, B CBOIO
ouepenb, BEAYT K HapylmeHHIO (opMUpOBaHHMS cepAlla M MarucTpajbHBIX COCY/OB,
MMMYHOJIOTMYECKUM WU3MEHEHUSM, pacIIenIeHUI0 HEOA " BEpXHEH ryOBl,
TUIONIAPATUPEOUTU3MY, 3a1€PKKE YMCTBEHHOTO Pa3BUTHSL.

Hecmotpss Ha To uro TBX 1, 6e3 comMHEeHUS, SBISETCS TJIaBHBIM T€HOM, (OPMHUPYIOIIUM
deHoTHT TIpU CHHApOME Jenenuu 22-i XpOMOCOMBI, B pe3yJbTaTe MCCIEJOBAHUN ObLIH
BBISIBJIEHBl M JPYTM€ T€HbI, HEJOCTAaTOYHAs D3KCIPECCUsI KOTOPBIX MOXKET WrpaTb pOjb B
(dbopMupoBaHny (HEHOTHUITHYECKUX MPOSBICHUMA. 2.

VYuuThiBas pe3yabTaThl paboT MO BBIICHEHHIO MOJIEKYJIAPHBIX OCHOB 3a00JI€BaHMSA, SICHO, YTO B
dopmupoBanun  (eHoTHIIa UTpaeT poib  KOMIUIEKCHOE HapylIeHHWE OKCHOPECCHH H
B3aUMOJICHCTBHS TEHOB, MX MOJAU(UKATOPOB M APYTUX COCTABISIONIMX, YTO MPUBOAUT K
JanbHeIeMy HapyIIeHuo SMOPHO- U OPTaHOTeHEe3a.

6



COOTBETCTBEHHO TMpPU OTCYTCTBUM WJIM HapyUIeHUHM (YHKIMH M DKCIPECCHMH TEHOB H
JTaTbHEUIINX MPOLECCOB MPOMCXOTUT (OPMHUPOBAHUE TOPOKOB PA3BUTHA, XAPAKTEPHBIX IS
CHUH/IPOMA MUKPOJEIEUH 22-11 XpPOMOCOMBI.

3.5 Kiunnvyeckasi KaApTHHA

CrekTp KIMHMYECKHUX MPOSBICHUM IPU CHHAPOME JAeNelUH 22-i XpOMOCOMBI JOCTATOYHO
mmpok.. Kpome Toro, Ju1st 3Toro cuHApOMa XapakTepHO nmpeoliajaHie TeX WM UHBIX MPU3HAKOB
B 3aBHUCHMOCTH OT BO3pacTa IalMeHTa, Yero He CKaXellb O JPYyruX HUMMYHOJC(PHUIHUTHBIX
cocTosHusAX. Tak, y JeTed mocie pOoXICHHs Ha TMEepBOM MecTe IO TSDKECTH MpeoliIagaroT
BPOKIEHHBIN MOPOK CepAlla U TMIOKAJIbLUEMUS, B TO BpeMs, KaK C BO3PACTOM MOSBIISIFOTCS
npoOJaeMbl APYroro xapakrepa: 3alep)KKa ICUXOMOTOPHOTO pa3BUTHS, WHQEKIHMOHHBIE U
ayTOMMMYHHBIE OCIIO)KHEHHs. [lo3ToMy HEOOXOIUMO ONpEAeauTh KIIOYEBBIC CHMIITOMBI H
IIPU3HAKN, COYETAHME KOTOPBIX JOJDKHO HACTOPOXKUTH Bpadya W OTIPaBUTh IAallUEHTa Ha
o0clieioBaHME I UCKITIOUEHHSI CHHAPOMA JIeIelnu 22-i XpOMOCOMBI.

* BpoxaeHHBII NOPOK cepAlia NpeAcTaBiieH He MeHee, ueM B 80% ciyuyaeB. HekoTopsie u3
MIOPOKOB SBJISIOTCS O0Jiee NMAaTOTHOMMYHBIMHU: TaK, MpEephIBaHUE Iyra aopThl, OOIIMIA
apTepuanbHblii cTBOJI U TeTpaga Damio SBISIOTCS Hanbosee YacThIMH CpeAd JTAHHOMN
rpynmsl gereil. OgHaKo Ipyrue MOpoKd He MCKIIIOYAOT JAHHOTO CHHIPOMa, OCOOCHHO B
COUYETaHWH C APYTUMHU IPU3HAKAMU 3TOT'O CUHIPOMA.

* [unokanbUUEeMUs/TUTIONIAPATUPEO3 MOXKET MPOSBIATHCS CYAOPOKHBIM CHHAPOMOM TIpPHU
BBIPQ)KEHHOM Je(pUIINTE KaIbIMs B MJIaICHYECKOM BO3pacTe.

* JlopaxkxeHne HOCOIVIOTOYHOI'O ammapara BbIABIE€HO mnpuMmMepHo B 70% ciydyaeB H
NPOSIBIISIETCS. B BUJE BelIO(hapUHTeaIbHOH HEJOCTAaTOYHOCTH, paclierieHnu HEOa, ryOsl,
pa3aBOEHUM y3[euku HEOA, THyCaBBIM OTTEHKOM TO0JIOCA, TaKXKe OMHCAHO CHIKCHHE
OOOHSIHUS, KOHAYKTUBHAS U/ CEH- COHEBPAJIbHASI TYyTOYXOCTb.

* XapakrepHble 4epThl Jula (YUIMHEHHOE JINLO0, MUKPOTHATHS UM PETPOTHATHSI, IIUPOKAs
NepeHOoCHUIIa, MEJIKME 3yObl, aCMHMMETPHS JIMLA TIPHU TJ1aue, ONMYyIIEHHbIE BHU3 YTOJIKU PTa,
IJIA3HOW THUNEPTENIOPU3M, HU3KO MOCAKEHHBIC U J1e()OPMHUPOBAHHBIC YIIHBIE PAKOBUHBI,
Oynbp0000pa3HbIil KOHYMK HOCA).

* lMmyHonornueckue HapyueHus BcTpedarores B 77% ciydaeB. OqHaKo MHPEKIIMOHHBIE
NPOSIBJICHUS BCJIENCTBUE JAe(ekTa MMMYHHOH CHCTEMBI IEOIOTHPYIOT HE C POKICHHUS.
Yame JOpyrux 3BEHbEB IOpaxaeTrcd T-KIE€TOYHOE 3BEHO, UTO  MPOSBISIETCS
MPEIpPaCHOI0KEHHOCTbIO K TPUOKOBBIM 3a00JI€BaHMSM, ITHEBMOIMCTHOW HWH(EKIHNH,
HEKOTOPBIM OaKTepHaIbHBIM U BUPYCHBIM HH(EKIHIM.

* Hapymenue Bbelpa®oTkn T-KJIETOK MOXET mpeapacnojaraTb K ayTOMMMYHHBIM
3aboseBaHusAM. ONUCAaHbBI TAKHE OCIOKHEHHUSI CHHAPOMA JeNeu 22-if XpOMOCOMBI, KaK
IOPA, XTII, AUT'A, B3K, 6one3np ['peiiBca, ayTOMMMYHHBII YBEUT, OpOHXHATbHAS
actma. Tak, B OTHOM W3 HCCICAOBaHUM, BKIIoYaBieM 130 mamueHToB, M0 BBISIBICHUS
ayTOUMMYHHBIX 3a0oneBaHMid cocTtaBuiaa 8,5%, NpuUYeM pa3BUTHE ayTOMMMYHHBIX
OCJIOKHEHUH MPOUCXOANIIO Yallle y MAUEHTOB ¢ HU3KUM ypoBHeM CD4+ mumdoruros.

n 3anepxka (PU3MYECKOTO Pa3BUTUS HEPEOKO HAOIIOAAeTCsl y MAIMEHTOB C CHHAPOMOM
nenermu 22q11.2-if XxpoMOCOMBI, KOTOPBIE HECKOJIBKO OTIIMYAIOTCS OT CTAHAAPTHBIX TAOIHII.
| 3amepxKKa pPEYeBOro M IICUXOMOTOPHOrO pa3BuTHs HabOmomaercss y 70—90% wu

MNpOoABIACTCA C BO3paCTOM, OJHAKO TCCTHUPOBAHUC MALMCHTOB C 3a;[ep>1<1<0171 Pa3sBUTHA HUMCCT
CMBICJI TOJIBKO B CJIYy4UasaxX COYCTAHUU C APYTUMU NIPU3HAKAMHU.
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3.6 OOmme moaxoas! (MPUHIUIIBI) K IMATHOCTHKE CHHAPOMA fejennu 22q11.2

I'unokanpruemMus, BPOXKACHHBIA IOPOK CEpALA, M XapaKTepHbIE YEPThl JMIA IIOMOIAIOT
3aMoA03pUTh CUHAPOM Jelelnu 22-i XpOMOCOMBI B HEOHATaJIbHOM HNepuozae. Mukpoaenenus B
xpomocome 22q uaentudunupyercs merogoM FISH. ITauuentst ¢ cunapomom nenenuu 22q11.2
OOBIYHO XapaKTEePU3YyIOTCs HE3HAUNTENbHON TUMporieHrnet. XapakTepHO CHIDKEHHE COJIepKaHHS
pa3nuyHbIX CcyOomonmyssiuid  T-KIeTok, CopepxaHne HMMMYHOIVIOOYJIMHOB, Kak IpaBHIIO,
HOpManibHOe, MHOorAa moBblmeH IgE u cHmxen IgA. O6mee xommuectBo CD3+ T-kieTok
cHIKeHO, ogHako CD4 / CD8 cootHomenne He HapymeHo. COOTHOIIEHHEe HauBHBIX T-KIETOK /
T-kneTok namatu noHmwkeHo. OTBET TUMQOIUTOB MOCIIE CTUMYJIISILIMM MUTOT€HOM OTCYTCTBYET,
CHIDKEH, WJIM HOpPMAalbHBIM (B 3aBUCHUMOCTM OT CTENEHM THnoIuiasuu tumyca). CozpepxaHue
CBIBOPOTOYHBIX HIMMYHOTJIOOYJTMHOB YaCTO HE HAPYLIEHO, OJIHAKO OTBET HA IMMYHH3AIIHIO YacTo
CHIDKEH. Br3yanusanus MOXeT 1oKa3aTh OTCYTCTBUE TEHU TUMYCA.

TU®DOEPEHIIUAJIBHBIN JINMATHO3

* TloBbIlIeHHOE YIOTpPEOJIEHHE PETUHOHMIOB BO BpeMsi OEPEMEHHOCTH TMPUBOAHUT K TOMY,
YTO IUIOJI IMEET CXOXKHE CTHTMBI AUCOIMOPHOTEeHE3a C TEMH, YTO TIPU CHHIIPOME JICTICIIHH
22-i1  xpomocoMbl. OnHaKo TpU TEHETHYECKOM OOCIEOBaHUU MYTallUd HE
MOATBEPKIAIOTCS.

* JluaGetuueckast SMOpHOIATHS

¢ (Cxoxune cumnroMsl umeroT manueHTsl ¢ CHARGE-acconmanueit

e TKUWH

*  ANaKuuisi CUHAPOM

* Tonnmenxapa cuHAPOM

3.7 OOmme moaxoas! (MPUHIUIIBI) K Tepanuu CHHApPoOMa Aeaenun 22q11.2

B HacTosiiiee Bpemst He CyIIECTBYET KypaTHBHOM Tepanuu aaHHoro 3aboneBanus. [IpoBenenue
TI'CK npu cungpome penenuu 22-d XpOMOCOMBI HE II0Ka3aHO. Tepamusi NAUEHTOB C
CHHIPOMOM Jejenun 22-i XpOMOCOMBI HampaBieHa TJaBHBIM 00pa3oM Ha KyNHpOBaHHE
OCJIO)KHEHUH, BO3HUKAIOIIMX B TOT WIM WHOW NEpHOA >KM3HM manueHta Koppekuusi mopoxos
cepaua Y JULEBOr0 CKeJIeTa IMPOBOAUTCS IO COOTBETCTBYIOLIMM IPOTOKOJIAaM.. B 3aBucHMoCTH
OT CTENEHM BBIPAJCHHOCTH HMMMYHOJIOTUYECKOTO Je(eKTa MalueHTHl MOTYT HYXXIaTbCsi B
3aMECTHTEOTHOM Tepanuu BHYTPUBEHHBIM UMMYHOTI00YyIMHOB B 7103€ 0.4-0.6 T\KT exeMecsadHo,
npopUIaKTHIECKO aHTHOAKTEepHUaTbHOM, TPOTUBOIPUOKOBOM TEpaIuH.

IIpy BO3HUKHOBEHMM ayTOMMMYHHBIX OCJIO)KHEHUM Tepamus HUX IMPOBOJUTCA IO
COOTBETCTBYIOIUM IIPOTOKOJIAM.

3.8 /IucmaHcepHoe HA0JIKOIeHHE



YacToTra TOCEmIEHUS TOr0 WJIM HMHOTO CIHEHMAIMCTa M YacToTa aHaJIM30B 3aBHCUT OT
KIMHUYECKUX MPOSBICHUN JaHHOTO cuHApoMa. OHAKO rofoBas JUcClaHcepu3alus Heooxoauma
7051 KOHTpOJIA MH(EKIIMOHHON 3a0071€Ba€MOCTH, MIMMYHOJIOTMYECKHX TOKa3zaTesnell u (QyHKUIUH
OCHOBHBIX CHCTEM OpraHu3Ma.

Bakuunauus: I[lanueHTsl He MOMKHBI BAKIIMHUPOBATHCS KUBBIMU BaKIMHAMU (KOpb, MApOTHUT,
KpacHyxa, BETpsiHas OCIIa, )KUBasl OJUOMHUEIUTHAS BAKIIMHA).

3.9 CouuajabHasi M NCUX0JOTMYECKAs] peaduIuTANMNSA

Haunbonee 3HaumMble TpoOIeMbl — MCUXHMATPUUECKOTO IUTaHa. [lamueHTsl HaOMOTaroOTCsS C
JMAarHO3aMHU «IICUXO03» WIH «IIH30()peHUs», «IeTpeccus», «OUMoIspHbIii cuaapom». Tepanus B
OOJIBIIMHCTBE CIIy4yaeB HE OTIMYACTCA OT TAaKOBOM OT OOBIYHBIX JIIOJEH, OJHAKO Y JaHHBIX
MAIMEeHTOB OOJbIIE BBIPAXKEHA PE3HUCTEHTHOCTh. ECIM MMEeT MeCTO TMHOKaJbIIMEeMHUs, TO OHA
JOJDKHA OBITh CKOPPEKTUPOBaHA, TaK KaK OHA CaMOCTOSATENBHO MOXKET CIPOBOLIMPOBATH
obocTpenue Tmicuxo3a. MH(EKIMOHHbIE W ayTOMMMYHHbBIE HAapyIICHHUS JOJDKHBI JICUUTHCS

aJeKBaTHO.

3.10 Bni0op npodeccun

OHpe,Z[GJIHGTCSI YMCTBCHHBIM PA3BUTHUEM U NICUXUYCCKUMH OTKJIOHCHUSMMU.

3.11 OTHomIeHHE K POKICHHUIO AeTeH
W3BecTHBRIM d)aKTOpOM pUCKa ABJIACTCA HAJIIMYUC OAHOTO U3 pOI[HTeHeﬁ C CMHAPOMOM JCJICHHUN
22-i XPpOMOCOMBI, TaK KaK HACJICAOBAHUC ABJISICTCA ayTOCOMHO-IOMHWHAHTHBIM. CJIC,Z[OB&TGHLHO,
50% BepOSITHOCTH TOTO, YTO MATOJNOTUsA yHacieayercs. [Ipu sToM oOHapyKeHO, 4TO y IOTOMCTBA
CUHIpOM 00Jiee BBIPAKEH, YEM Y POJIUTENSI. BONBIITMHCTBO CllydaeB ¢ CHHAPOMOM Jieieruu 22-i

XPOMOCOMBI HOCUT CIIOPAJAMYECKHI XapakTep, U (haKTOpbl PUCKAa HEM3BECTHBI.

3.12 IlpenaTtajbHasi JMATHOCTHKA M FeHeTHYECKOe KOHCYJIbTHPOBaHHE
[IpenaTanpHasi AMAarHOCTHKA HEOOXOIWMa, €CIM OAWH W3 DOAUTENICH HMeeT aenenuto 22
XPOMOCOMBI, TaKk Kak B 50% ciryuaeB MaToJIOTHs HacleayeTcst ¢ 0oiee BBIPAKEHHOMN TAKECTHIO.

[IpoBoautcst FISH-auarnocTuka npu BBITIOJIHEHUH AMHUOLICHTE3a.



4XapaxkrepucTuka TpeOOBaHU I

4.1 Moaeasb nanuenta. Cunapom aenennun 22q11.2

O0s3aTenbpHas COCTaBIISIONIAST MOAEIN Omnucanne coCTaBISIONEH

Ho3zosnoruueckas gpopma Cungpom nenenuu 22q11.2

Craaus 3a001eBaHus Her

®da3a 3a001eBaHUS Her

OcnoxHeHus BupycHsie UHEKIIH (IMB,
aJICHOBUPYCHasI, pOTaBUpYCHas);
MMHEBMOHHMH;  PEUUIUBUPYIOUIUE  OTHUTHI,
CUHYCUTBI
NmMMmyHHBIE yUTOTIEHUH
Aptput
Hedpur

Kop mo MKB-10 D8&2.1

4.1.1 KpwuTepun u npusHaAKH, oNpeaeJs0NIAe MO/eJIb MAIMEeHTA

JlnaraHo3 TOATBEPKIAAIOT TMPU TMOMOINM MOJEKYJISIPHO-TEHETHUECKOTO HcclenoBanus. Ha
CETOAHSIIHUIN JCHb TIPABOMEPHBI CIICIYIONINE PE3YIbTaThl 00CIECTOBAHUS: TTOJIOKUTEIBHBINA TECT
MetonoM (iyopecuentnoit rubpuamzamnueit in situ (FISH) ¢ JJTHK-3oumom TUPLE 1 (HIRA),
oOHapyKeHHE JIOKYCOB C OTCYTCTBHEM T'€HETHYECKOT0 MarepHuala METOJOM IOJIMMEpa3HOM
[EMTHOM PEeaKIuu 1 3IeKTpodopesa ¢ MOMOIIBI0 aHAIM3a MUKPOCATEITUTHOTO OTUMOphHU3MA T10
OTIpeICTICHHBIM JIOKYCaM, IIePEKPBIBAIOIINM 00JIACTh ACTEIUH 22-1 XpOMOCOMBI, MyTalllU B TCHE

TBX1

4.1.2 IlepeyeHb MEJUIUHCKHX YCJIYI OCHOBHOIO M JONOJHHUTEILHOIO
aCCOPTUMEHTA
Ilepeuens MmeauuuHckux ycayr (MY) cornacHo «HomeHknaType yciyr B 3ApaBOOXPaHEHUN» JUIs
JMAarHOCTHKH B CTallMOHApe Mpe/cTaBieH B Taduure 1.
Tabnuna 1 — JluarHocTHKa B CTallmOHApe

Yacrora KpatHocTb
Kog MY HaumenoBanue MY P
NIPEJJOCTABJICHUS | BBIOJIHEHHUS
IIpuem  (ocMOTp, KOHCyJIbTALMs) Bpada-
. 1 100
B01.002.001 | anyepronora-MMMYHOJIOTa IEPBUYHBIN
ExenHeBHBII OCMOTP BpadyOM-aJLIEProJIOrOM-
MMMYHOJIOTOM C HAaOJIOZCHHEM M YyXOJIOM 1 100
CpeJHEro M MJAALIET0  MEIULUHCKOIO
B01.002.003 | nepcoHana B OTAEJIECHUH CTallMOHapa
[Manpmamust  mpu  TATOJIOTMM  OPraHoB 1 100
A01.06.003 MMMYHHON CUCTEMBbI
A11.12.009 B3ssitue kpoBu U3 nepugepruueckoil BEeHbI 1 100
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Kog MV Hanmenosanue MY Hacrora Kparuocts
MIPEJJOCTABJICHUS | BBIOJIHCHHS
OOmuit  (KIMHUYECKUI)  aHAIM3  KPOBU 1 100
B03.016.003 | pa3BepHYTbIil
AHanu3 KpOBH OMOXUMHUYECKUI 1 100
B03.016.004 | obmerepaneBTHYECKUN
A12.05.013 [{urorenernueckoe uccienoBanue (kapuorun) | 1 100
KommiekcHoe ynbTpa3ByKOBOE HCCIIEIOBaHHE 1 100
B03.052.001 | BHYTpEeHHHUX OpPraHOB
HccnenoBanue YPOBHSA CBIBOPOTOYHBIX
A09.05.054 MMMYHOTJIOOYJIMHOB B KPOBH
A12.06.001.0 1 100
01 HccnenoBanne CD3+ numdbormTos
A12.06.001.0 1 100
02 HccnenoBanne CD4+ numdormros
A12.06.001.0 1 100
03 HccnepoBanne CD8+ numdouunTton
A12.06.001.0 1 100
04 HccnenoBanne CD16+/ CDS56+numdonuTon
A12.06.001.0 1 100
05 HccnenoBanne CD19+numdonuTon
A12.06.001.0 1 100
06 HccnenoBanne CD20+mum¢onuToB
A12.06.001.0 1 100
07 Hccnenosanne CD21+numbonuton
A12.06.001.0 1 100
08 HccnenoBanne CD25+num¢onuToB
A12.06.001.0 1 100
09 HccnenoBanne CD45+num¢onuTon
A12.06.001.0 1 100
10 Hccnenosanne CD3+HLADR+mum¢onuTon
A12.06.001.0 1 100
11 HccnenoBanne HLADR+mumdoruTos
[TpoBenenue AIIEKTPOKAPIUOTpahUIECKUX 1 100
A05.10.002 UCCIIEI0BaHUI
Pacmm¢poBka, omnucaHue W UHTEpHpeTaLUs 1 100
A05.10.004 JIEKTPOKAPANOTPpaQUIECKHUX TAHHBIX
A04.10.002 Oxokapauorpadus 1 100
VY IbTpa3ByKoBOE MCCIeNIoBatHe | 100
A04.28.002 MOYEBBIBOASIINX MTyTEH
A06.09.007.0 | IlpunensHas peHTreHorpadus OpraHoB | 100
01 TPYAHOU KJIETKU
DOHAOCKONUYECKass HHAOHA3albHasl  PEBU3US
A03.08.004.0 | mojjocTH HOCa, HOCOTJIOTKM H OKOJIOHOCOBBIX | 1 100
01 nasyx
A12.25.001 TonasbHAs ayMOMETpHUs 100
B01.015.003 | Ilpuem (ocMOTp, KOHCYJbTalMsl) Bpaya- 100

11




Kog MV Hanmenosanue MY Hacrora Kpatnocts
MIPEJJOCTABJICHUS | BBIOJIHCHHS

JETCKOr0 KapAnuoJIora NepBUYHbIN

IIpuem  (ocMOTp, KOHCyJIbTAaLMs) Bpada- 1 100
B01.058.003 | meTcKOro 3H0KPUHOJIOra IEPBUYHBII

IIpuem  (ocMOTp, KOHCyJIbTALMs) Bpada- 1 100
B01.028.001 | oTOpuHOJAPUHI0JIOTA IEPBUUHBIN

IIpuem  (ocMOTp, KOHCyJbTALMs) Bpada- 1 100
B01.068.001 | yenrOCTHO-JIMLIEBOTO XUPYpra NEPBUYHBII

IIpuem  (ocMOTp, KOHCyJbTALMs) Bpada- 1 100
B01.029.001 | odrangpmonora nepBUYHbIHI

IIpuem  (ocMOTp, KOHCyJbTALMs) Bpada- 1 100
B01.023.001 | HeBpoJiOTa NEPBUYHBIN

4.1.3 XapakTepucTHKa AaJIrOPUTMOB M OCOOCHHOCTeH NPHMEHEHHs
MEIHIUHCKHUX YCJIYT PH JAHHOH MOJe/IH NalieHTa

PusukanbHoe 00cIe0BaHue

OneHka (U3NYECKOro pa3BUTHA. BONBIIMHCTBO MAIIMEHTOB MMEIOT HU3KOE M JUCTapPMOHUYHOE
1o Becy (pU3MUECKOE pa3BUTHE, YTO, CKOpPEE BCETO, MPOSIBISETCS CIEICTBHEM CHHAPOMAIHHON
NaTOJIOTUHM W HAJIWYHEM CEpACYHOCOCYIUCTON NAaTOJIOTMH Yy TOAABISIONIETO OOJBIIMHCTBA
MTallUCHTOB.

CTturMel 1UcaMOpUOTeHe3a IIMPOKO BapuadeIbHbl U HE SBISIIOTCSA ATO- THOMOHUYHBIMH, OJTHAKO
yamie Jpyrux TPU3HAKOB oOpamaioT Ha ce0s BHUMaHHE TJa3HOW THUIEpPTEIOpU3M,
Oynbp0000pa3HbIii KOHYMK HOCa M pa3HON (OpPMBI HU3KO MOCaKEHHBIE YIIHbIE PakOBUHBL C
BO3PACTOM HEOOBIYHBIE YEPTHI JIMIA CIJIAKUBAIOTCS, U CHHAPOM MOKHO IPEINOJIOKHUTH 10
IPYTUM MIPU3HAKAM.

[lopaxxenue  00JIaCTH  HOCOTJIOTKM  MOXET  BapbuUpoBaTh  OT  BeJo(papUHIeaTIbHON
HEIOCTaTOYHOCTH 0 TMOJACIM3UCTOrO PACHICIICHUs] U TIOJHOTO pacuiernyieHus HEOa U BepXHEH
ryObl. ['HycaBbIif OTTEHOK T0JIOCa UMEET MECTO Y TOAABIISIONIETO OOIBITNHCTBA AIIUEHTOB.
MoryT TposBISTHCS MPHU3HAKU JIBIXaTEIbHOW U CEPACYHON HETOCTATOYHOCTH, OCOOCHHO IMPHU
teTpaae Pano u ob1IeM apTepruabHOM CTBOJIE — JBYX XapaKTEPHBIX MAaTOJOTHIX MPU JTAaHHOM
CUHJpPOME.

MoryT BCcTpeyaThCsl IOPOKU Pa3BUTHUS AbIXATEIbHOM, MUILEBAPUTEIBHON, KOCTHO-MBIILIEYHOU U
JIPYTUX CUCTEM.

3aziep)kKa YMCTBEHHOT'O M PEYEBOI0 Pa3BUTHUS BCTPEUAETCS Y MOJABISAIOLIETO YHUCIIA ALIUEHTOB C

AaHHBIM CUHAPOMOM.
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JlabopaTopHasi AMArHOCTHKA

. Kinnnyeckuil ananu3 KpoBu

. YpoBeHb HOHU3UPOBAHHOTO KAJIBLIMSL.

. YpoBeHb apaTUPEOUJHOTO TOPMOHA.

n YpoBeHb TOPMOHOB IIIUTOBUIHOM KEJIE3BI.

. YpoBeHb CHIBOPOTOYHBIX HMMYHOTJIOOYJIMHOB M KJIETOYHOTO MMMYHHUTETA, BKIIIOYAst

OIpeJiesIeHUue KOJIMYECTBA HAaUBHBIX T-TUMQOIUTOB.

n Mutorennsiii  otBeT (T-knerounslii nponmdepaTUBHBIA OTBET Ha  BO3JCHCTBUE
AQHTUTCHOB).

. Yposens TRECoB.

. YpoBeHb crieruprUecKuxX aHTUTEN, €CITU peOEHOK BaKIIMHUPOBAH.

HNucTpyMeHTaIbHBIE 00C/I€I0BAHNUS

. OKT.

. OxoKT'.

n Y31 opraHoB MOYEBBIBOJSAIIEH CUCTEMBI.
n PI" opranos rpyiHOM KJIETKH.

. HazodapunreanbHas 3HI0CKOIHSL.

. Aynuomertpus.

. Odranpmonoruueckoe o0ciIe0BaHHE.

. Onenka (pru3nYecKoro pa3BUTHS.

. MPT/KT no noka3zaHusM.

. Anruorpadus, Mo TOKa3aHUAM.

KOHchILTaIII/II/I CIIeIHAJINCTOB

. KoHcynpranus kapauosnora.

. KoHcynpranus ummyHosnora.

. KoHcynpranus 3H10KpHHOIIOTrA.

. Koncynpranus JIOP-ppaua.

. KoHcynpranus 4emtocTHOro Xxupypra.
. Koncynpramus opransmorora.
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. Koncynpranus HeBposora/mcuxuarpa.

[ ] KOHchIBTaL[I/II/I APYrux CICHHUAJIMCTOB I10 IMTOKAa3aHUAM.

MoJiekyJISIpHO-T€HeTHYECKO0e 00c/IeJ0BaHIe

Haubonee yacTo BBIIONHSEMBIC TECTHI IS MOATBEPKACHUS JAHHOTO JHArHO3a — 3TO METOJ
¢dmroopecnientaor Tubpunuzanueit in situ (FISH) ¢ IHK-30am0mM TUPLE 1 (HIRA) u meron
MOJIMMEPA3HON IEMHON peakiuu U AIEKTpodope3a ¢ MOMOIIBI0 aHaTN3a MUKPOCATEIUIUTHOTO
nonmuMopdu3mMa MO OMPEIENICHHBIM JIOKycaM, MEepEeKphIBAIOIIUM 00NacTh jaeneruu  22-i
XpOMOCOMBI. BeTpedaroTcst ManueHThl ¢ KIMHHYECKUMHU MPOSIBICHUSMH CHHIpOMA Aenenuu 22-i

XpOMOCOMBI, HO C OTPUHATCIbHBIMHA PE3YJIbTATAMU IO AUATHOCTUKC ACIICIIUU 22-i XPOMOCOMBI.

B Takux ciydasx Helb3sl HCKIIIOUNTh MyTanuu B rene TBX 1

4.1.4 TpeGoBaHus K JIEKAPCTBEHHOH MOMOIIH CTALMOHAPHOM
TpeboBanus K JIeKapCTBEHHON MOMOIIM CTAI[MOHAPHOM MpEACTaBJICHBI B 3aloJIHEHHOH (opwme,
nokazanHoil Ha Pucynke 4.1.

®apmakorep | AHaTOMO- MexnyHaponHoe Yacrora Opuentupo | DKBHUBaJIEH
a TCPaAINCBTU HCMMATCHTUPOBAHHOC Ha3Ha4YCHU | BOUYHAaA THas
NEBUYECKasl | YecKas HAaUMEHOBAaHUE i CYTOYHas KypcoBas
rpymmna XUMHUYECKast n03a n03a
rpymma
AnMMeHTapHBIN TPaKT U META00IH3M 1 - -
DneKTpOIUTHAS MOAEPKKA 1 - -
Kanbius xnopun 0,5
CucremMHbIe IPOTUBOMUKPOOHEIE ITpenapaThl 1 - -
CucremHble aHTHOAKTepHaNIbHBIE IPEIapaThl 1 - -
K 0,2 200 mr (T.) | 2000 Mr
o 900 wr (C) | T
Tpumetonpum) 9000 Mr
©)
Lledenum 0,2 300 mr 3000 mr
AMHKaIIH 0,2 300 mr 3000 mr
VIMMyHHBIE CHIBOPOTKH M HIMMYHOTJIOOYJIHHBI
HMmMmyHOTIOOYNIMH YenoBeka 0,5 20 000 mr 200000 mr
HOPMaJIbHBII

Pucynok 4.1

[TpuBenennsie B (popme 103bI MpenapaToB SBISIOTCS OPUSHTUPOBOYHON BETUUMHONW. B Kaxkaom
KOHKPETHOM Cllydae J103a IpernaparoB JOJDKHA ObITh MoJo0paHa MAalMEHTy HHIUBHIYalbHO.
OKBHUBaJIEHTHasl KypcoBasl 103a — paccunTaHna ais 10 BBeaeHui npenapara; JUIMTEIbHOCTh Kypca
J0JDKHA OBITH TIOZ00paHa WHAMBHYaJIbHO.
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4.1.5 XapakTepucTHKH aJIrOPUTMOB H OCOOCHHOCTEH NPHMEHEHHS
MeIHKAMEHTOB

Tepanus nanueHToB ¢ CHHAPOMOM JAeNelny 22-if XpOMOCOMBI HarpaBiieHa TJIaBHBIM 00pa3oM Ha
KYIIUPOBAaHUE OCJIOKHEHUM, BO3ZHUKAIOIUX B TOT WIM HHOM IEPUOJ JKU3HU IAIUEHTA.
[IpenynpexaceHue OCI0KHEHUH, XapaKTEPHBIX JJI Pa3HOr0 BO3PACTHOIO IEPUOJA, U aJCKBATHAS
Teparnus 00eceYnBalOT JIYULIHA TPOTHO3 MALUEHTY .

IlepBbie S et KU3HU

Kak mnpaBuno, camplii TsoKeNbId NEpUOJ] >KU3HU Ui Jereid ¢ cuHiapomom Jlu Jxopmxu
00YyCJIOBJIEH CTENEHBbIO MOPAKEHUS CEPACUYHO-COCYJAUCTON CHUCTEMBI. BOJBIIMHCTBO JeTei
TpeOyIOT ONEepPaTUBHOTO BMEIIATEILCTBA B PA3HON CTETICHH.

Taxxe UMEI0T MecTo MpOoOJIEMBl C KOPMIIGHHEM M TJIOTAHUEM BCIIEACTBUE BeJIO(papUHTeaNbHOM
HEJOCTaTOYHOCTU. B  TskenbIX ciydasx YycTaHaBiIMBaeTcs racrpocroma. Ilpum mnosHOM
pacueryieHny HEOA 1 BepXHel ryObl IPOBOIUTCS OTIEPATUBHOE JICUCHHE.

VY uactu nereil METaOOJIMUYECKHE M 3JIEKTPOJHUTHBIC HApPYIIEHUs, MPEUMYIIECTBEHHO B BHJIE
TUIOKAIBLIMEMHH, BIUIOTh 1O THIOKAIBLUEMHUYECKUX CYI0pPOr, TPeOYIOIIe BBICOKUX J103
BBEJICHUS KaJblUsl, B HEKOTOPBIX CiIydasx BUTaMuHa D.

ITo mepe B3pociieHus: pebeHKa obpaiaeT Ha ceOst BHUMaHHE 33/IeP)KKa Pa3BUTHUS pPeUH, KOTOpast
BO3HMKACT HE TOJBKO BCIEACTBHE AedekTa Heba, HO M KaK MpPOSBICHUE HEBPOJIOTHYECKUX
OTKJIOHEHHH. B OonpIIMHCTBE ciydaeB TpeOyeTcs MOMOINb JIOTONeNa, UHOTAA XUpyprudeckas
KOpPPEKLHUS.

[TaneHThl ¢ MMMYHOJIOTHYECKUMH OTKJIOHEHHSIMU HAIPaBIISIOTCS K ©UMMYyHoJory. Ecnu nedext
HE3HAUUTENIbHBIA MM yMEPEHHbIM, creuupuueckas Tepanus HE MPOBOJUTCSA, OJHAKO
MPOBOJIUTCS KOHTPOJIb MHGEKIMOHHOW 3aboneBaemMocTd. Ilpu 3HauuTenbHOM nedexTe
(BeIpaxkeHHON T-mMM@oOneHnn U BBIPAKEHHOM CHIDKEHHH MHUTOT€HHOTO OTBETa) Ha3HAdaeTCs
npopuIakTuyeckas ~— Tepamus ~— TpUMETONpUM/CyilbpameTrokcazonoM.  IIpu  CHUKEHUH
TYMOpaJIbHOIO MMMYHHUTETa IMPOBOAUTCS peryisipHas 3amecturenbHas tepanus BBUI. Ilpu
HAJIMYUU BBIPAXKEHHOTO T-KJIETOYHOTO e(heKTa MPOrHo3 KpaitHe HeOIaronpusiTHBIHN, BHICOK PHCK
JIETaIbHOI'0 UCXO/A.

HIkoabHBII BO3pacT

K mkonpHOMY BO3pacTy y OOJIBIIMHCTBA JETEH MOPOK Cepilla CKOPPEKTUPOBAH U KOPMIICHUE
HaJlaXkeHo. [maBHOM mpoOneMoil B JaHHOW BO3pACTHOW TpyMIe SBISIOTCS MTPOOJIEMBI C
oO0yuyeHueM u mnoBeneHueM. CuHApPOM NeduIMTa BHUMAHUS, TUIEPAKTUBHOCTD, AyTUCTHYECKHUE
3abosneBanus1, podun BCTpeyaroTcs yaiie, 4eM B OOIel momynsauuu aeteid. bonpmmHcTBO Aereit
KOHCYJIBTUPYIOTCSL Y HEBPOJIOTOB, IICUXOJIOTOB M NCUXUATpoB. HecMOTpst Ha TO YTO 3TH J1€TH
UMEIOT 3a/IeP>KKy pe4eBOr0 pa3BUTHsI B paHHEM BO3pacTe, B 1aJbHEMIIEM OHU TOBOPSIT, XOTS U C
THyCaBbIM OTTEHKOM. boublie Apyrux cTpajaioT MareMaTHyeckue crocoOHocTu. B sTom
BO3PACTE YBEIMUUBAIOTCS MH(PEKINUN JIBIXaTENbHBIX MyTEH BCIEACTBUE PA3BUTHUSA KOHTAKTOB, YTO
TpeOyeT MPUCTATIHLHOIO BHUMAHUS M IPOBEACHUS a/IeKBaTHON TEpaIHH.

Bspocible

Haunbonee 3HaunMble mpoOjeMbl B JAaHHOW BO3PACTHOM Tpymiie —IICUXUATPUIECKOTO IJIaHa.
[TanenTsl HAOMIONAIOTCS € JMArHO3aMH  «IICUX03» WIH «IIH30(DPEHUS», «JIEHPEcCHsDy,
«OUMONSApHBIA cUHAPOM». Tepamusi B OOJBIIMHCTBE CIIy4aeB HE OTIMYACTCS OT TaKOBOH OT
OOBIYHBIX JIIOACH, OJHAKO y JaHHBIX TALMEHTOB OOJbIIE BBIpAKEHA PE3UCTEHTHOCTh. Ecim
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UMEEeT MECTO THUIOKAJIbIIMEMHUs, TO OHa JOJDKHA OBITh CKOPPEKTUPOBAHA, TaK Kak OHa
CaMOCTOSITEIFHO ~ MOXET  CIIPOBOIIMPOBAaTH  00OCTpeHHe T1cuxo3a. HMH(peKkunoHHble |
ayTOMMMYHHBIEC HapyIIECHHs JOJDKHBI JI€UYUTHCS aJ€KBATHO.

4.1.6 TpeGoBaHusi K PpekUMY TpPYyAa, OTAbIXa, JeYEeHUA WJIH
peaduanTanumn
OrpaHudeHus B COOTBETCTBUU C TEKYLIUM CTaTyCOM Ial[MEHTa

4.1.7 TpeGoBanuss K YX04y 32 NANMEHTOM H BCIOMOraTeJbHbIM
npoueaypam

CoOroienue manveHTaMy MPaBHIl JTUYHOW THUTUeHbl. TpeOoBaHHS B COOTBETCTBUU C TEKYILIUM
CTaTyCOM.

4.1.8 TpeGoBaHus K AHETHYECKNM HA3HAYCHHUAM U OTPAHUYCHUSIM
HpI/I HaJIMYUHU AJUICProaHaMHE3a UCKITIOYATh NPUINHHO-3HAYUMBIC ITPOAYKThI.

4.1.9 Oco0enHocTn HHGPOPMHUPOBAHHOTO J0OPOBOJIBHOIO  COIJIACHUS
NAalHeHTa NPU BbINOJHEHHH TPOTOKOJa BedeHUS] OOJBHBIX H
JAOTOJTHUTEeIbHAsl HHPOPMALUS 1JIsl NAHEHTA U YJIEHOB ero ceMbH
WNudopmupoBanHoe T0OPOBOIBHOE COTJIACHE MALMEHT (OMEKyH MalMeHTa) JaeT B MUCbMEHHOM
BUJIC.
[Tanmenty (omekyHy) cieayeT OOBSICHUTh HEOOXOAMMOCTh W TpaBWiIa pPEXHMa, JUETHI,
HE00X0IUMOCTh (hapMaKOJIOTHIECKON HHTEPBEHIIHH.

4.1.10 IIpaBnjaa u3MeHeHHs TPeOOBAHUH NPH BBINOJHEHUH NPOTOKOJA H
NpeKpamieHue AelicTBUs TpeOOBaAHMI NPOTOKOJIA

IIporokos mepecraeT AEMCTBOBAThH MOCIIE BHINOIHEHHS TPAHCIUIAHTALMU SMUTEIUAIBHON TKAaHU
TUMyca (MEOUIMHCKas IOMOIIb MAIMeHTy OKAa3bIBAeTCS B COOTBETCTBHM C TPEOOBAHUSAMHU
COOTBETCTBYIOLIETO IIPOTOKOIA).

4.1.11 Bo3MoxkHBIE HCXOABI M X XapPAKTEPUCTHKA
Bo3MmokHBIE UCXOABI TSKEIOW BPOKIAEHHON HEUTPOIIEHUH U MX XAPAKTEPUCTHUKA IPEICTABICHbI
a tabnure 3.
Ta6nuna 3 Bo3MoXHbBIE HCXOABI TKENON BPOXKAEHHONW HEUTPONICHUH U MX XapaKTEPHCTUKA

[IpeemcTBEHHOCTH
OpueHTHPOBOYHOE
Yacrora u JTaIHOCTh
Haumenosanue BpeMs
passutus, | Kputepun u npuzHaku OKa3aHus
HCXo0a o JOCTUKEHUS .
%o MEIULIMHCKON
ucxoja, JeT
ITOMOUIU
JleranbHblil HCXON Hacrynnenue cmepru
B pe3yJibraTe
20 MHQEKITNOHHBIX,
XUPYpPru4ecKux,
9HIOKPUHOJIOTUYECKUX
OCJIOKHEHUH
KonTpons 30
CUMITOMAaTUKH
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SFpaq)nquKoe, cxeMaTH4eckoe U TAa0JIM4Hoe npeacraBjJacHus MPOTOKOJIAa
He npengycmotpensl.
6MoHuTOPHpPOBaHUE NIPOTOKOJIA

6.1 Kputepum ¥ MeTOAOJIOrHSI MOHHUTOPMHIAa M OuleHKH 3¢ deKTHBHOCTH
BBINOJTHEHHSI TPOTOKO.1a

MonuToprupoBaHue MPOBOAUTCA B MEAULUHCKUX OPraHHU3alUsAX, OKa3bIBAIOIIMUX CTALMOHAPHYIO
MEUATPUIECKYIO TTIOMOIIb OOJIEHBIM.

VYupexxeHrne, OTBETCTBEHHOE 3a MOHMTOPUPOBAHHE HACTOALIETO IMPOTOKOJIA, HA3HAYAIOT B
YCTAaHOBJIICHHOM  mopsake. IlepedeHb MEAMIIMHCKHUX: YYpPEKICHUH, B KOTOPBIX IPOBOIAT
MOHUTOPHUPOBAHUE HACTOALLEIO IIPOTOKOJIA, ONPENEISET €KETOJHO YUPEKIACHUE, OTBETCTBEHHOE
32 MOHMTOpUpPOBaHHE. MeIUITMHCKIE OpraHu3auy HHGOPMHUPYIOT O BKIIOYCHUHU B MEPEUYCHb 110
MOHUTOPHUPOBAHUIO IIPOTOKOJIA TUCEMEHHO.

MoHuTOpHpPOBaHUE MMPOTOKOJIA BKIIIOYAET B CeOsl:

- cOop uH(pOpMaMK O BEACHWU TNALKUEHTOB C JMArHOCTHMPOBAHHBIM CHHIPOMOM JEINICIHH
22ql11.2;

- AHAJIU3 TOJIyYECHHBIX JAHHBIX;

- COCTaBJICHHUE OTYETA O PE3yJIbTaTax IPOBEICHHOIO aHAJIN3A,

- mpeacrasieHue ordera B GenepalbHblil OpraH UCIIOJIHUTEIIBHOM BIACTH.

HcexonHbpIMU MaTepuanamMu IIpU MOHUTOPUPOBAHUH SBJISIFOTCS:

- MEIMLIMHCKAs JOKYMEHTaLUs,

- Tapu(bl HA METUIIMHCKUE YCITYTH;

- LICHBI Ha JICKAPCTBEHHBIE IIPEIapaTHhI.

[Tpu HEoOXOAMMOCTH MPU MOHUTOPUPOBAHMM CTaHIAPTAa MOTYT OBITH HCIIOJIb30BAaHBl U UHBIE
MEJIULUHCKUE U HEMEAULIMHCKHAE JOKYMEHTBI.

6.2 IlpuHIMNBI pAHAOMHU3ALNHU
B nHacrosmem npoTtokoie paHmomMuzanus (MEAMLMHCKUX YUpPEXKAECHUMH, MAlMEHTOB M T.JI.) HE
IIpelyCMOTpEHA.

6.3 Ilopsinoxk OLEHKM W JAOKYMEHTHPOBAHUSI NMOOOYHBIX APPeKTOB M Ppa3BUTHA

OCJIOKHEHH I

Hudopmanuio o moOouHbIX 3 (hekTax JeKapCTBEHHBIX CPEACTB, BOSHUKIINX B MPOIECCE BEACHUS
OOJIbHBIX, PETUCTPUPYIOT B OTUETE.

6.4 IIpomesxkyTo4yHasi CIEHKA M BHeCeHHe H3MEHEHMI B IPOTOKOJI

OneHka BBINOJIHEHNS CTaHAApTa MPOBOJUTCS OJUH pa3 B roJl IO pe3yJibTaTaM aHaJlInu3a CBEJCHUI,
IIOJIyYEHHBIX IIPU MOHUTOPUPOBAaHUU. BHECEHHE U3MEHEHUH B NIPOTOKOJ IIPOBOJIUTCA B Cilydac
MOJTy4YeHHs UH(GOPMAIIMH MIPH MOJTYUYEHUH YOCTUTEIbHBIX TaHHBIX O HEOOXOIMMOCTH U3MEHEHUH
TpeOOBaHUI MPOTOKOJIA 003aTEIHHOTO YPOBHSI.
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6.5 Ilopsanok M MCKJIIOYEHHS MAIMEHTOB U3 MOHUTOPHHIA

[TarueHT cywWTaeTcs BKIIOYCHHHIM B MOHHTOPHPOBAaHHE TIPH YCTAHOBJICHHH JHAarHO3a
HelTponeHun. VCKkiarodeHne W3 MOHUTOPUPOBAHUS TPOBOAUTCS B CIy4yae HEBO3MOXXHOCTH
MIPOJIOTKCHUST HAOJTIOICHUSI.
B sToM ciyuae B 0T4ETE perUCTpUPYETCs MPUUMHA UCKITFOUCHUS MAIUEHTa U3 MMPOTOKOJIA.

6.6 IlapameTpbl OLIEHKH KAYeCTBA KU3HHU MPH BBHINOJIHEHUH MPOTOKOJIA

OneHka KauyecTBa JKM3HM MAalMEHTAa @PU  BBIIOJHEHUM HACTOSALIETO IIPOTOKOJA HE
IPeLyCMOTPEHA.

6.7 Ol.leHKa CTOHUMOCTH BBINNOJTHCHUSA IMPOTOKOJIA M ICHBI KaYeCTBa

Pacuer 3arpar Ha BBINOJHEHHE MHUHUMAJIBHOTO 00bEMa MEIUIIMHCKON MOMOIIU MO MPOTOKOIY
IpOBOJAT MO (opMysie, YTBEPKICHHOM B YCTaHOBJIEHHOM mopsnake. [Ipu oueHke 3aTpar
YYMTBIBAIOTCS BCE MEIULIMHCKUE YCIIYTH, JICKAPCTBEHHBIE CPEICTBA, HA3HAYCHHBIC MTALICHTY.
IIpy BKIIOYEHUHU B IIIAH OKA3aHUS MEAMIMHCKOM IIOMOIIM YCIyI' U JIEKAPCTBEHHBIX CPEACTB
JOTIOJTHUTEIBHOTO ACCOPTUMEHTAa OHHU BKIIIOYAIOTCS B PACCUUTHIBAEMYIO OOIIYI0 CTOMMOCTh
BBIITOJIHEHMS IIPOTOKOJIA.

6.8 CpaBHeHue pe3yJbTaTOB

[Tpu MOHMTOPUPOBAHUM CTAHAAPTA €KETOIHO MPOBOAUTCS CPABHEHHUE PE3yJIbTATOB BHIMOIHEHUS
TpeOOBaHUI MPOTOKOIIA.

6.9 Ilopsnox ¢popMupoOBaHHs 0TYETA

B exeromHslli OT4ET O pe3yJbTaTax MOHUTOPUPOBAHUS BKIIIOYAKOTCA KOJIUYECTBEHHBIC
pe3yabTaThl, MOJyYEeHHBIE MPU pa3pabOTKe METUIMHCKUX KapT, U UX KadeCTBEHHBIH aHAIIU3,
BBIBOJIBI, ITPEJIOKECHUS 110 AKTYAJIN3aLUU IIPOTOKOJIA.

Otyer npeiacTaBIsIET B OPraHU3alldi0, OTBETCTBEHHYIO 33 MOHMTOPHPOBAHHE HACTOSILETO
IIPOTOKOJIA.

Pe3ynbraThl 0OTYETAa MOTYT OBITH OITyOJIMKOBAaHBI B OTKPBITON MIEUATH.
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[Tpunoxxenue A
(cipaBouHOE)

YHuduuupoBaHHas IIKaja OLEHKH YOETUTEIBHOCTH JIOKA3aTEeNIbCTB LEIecO00pa3HOCTH
[IPUMEHEHHUs MEIULIMHCKUX TEXHOIOTUI

YHu}UUIUpoBaHHAS LIKaJIa OLEHKU BKIIOYAET B CEOS:

- YPOBEHb YOEIUTENbHOCTH JI0Ka3aTelbcTBAa A — 0Ka3aTeIbCTBA YOEIUTENbHBI: €CTh BECKHE
JI0Ka3aTeIbCTBA MPEATIaraeMoro yTBEPIKICHHUS;

- YpoBeHb YOEIUTENBHOCTH JlOKa3aTenbCcTBAa B — OTHOCUTENbHAas yOeIUTEIHHOCTD
JI0Ka3aTeNIbCTB: €CTh JOCTATOYHO JO0KA3aTeNbCTB B MOJIb3Y TOTO, YTOOBI PEKOMEH0BATh TAaHHOE
MIPEIOKEHHE;

- YPOBEHb YOSIUTEIHHOCTH oKa3aTeabcTBa C — JOCTATOUHBIX J0KA3aTEILCTB HET: HMEIOIINUXCS
JI0Ka3aTeIbCTB HEIOCTATOYHO ISl BHIHECEHUS PEKOMEHIAlMU, HO PEKOMEHAALUU MOTYT OBITh
JaHbI C YYETOM MHBIX 00CTOSITEIILCTB;

- YpOBeHb YOEIUTENBHOCTH J0Ka3aTeNbcTBA D — JHOCTaTOYHO OTpUIATEIbHBIX T0KAa3aTeIbCTB:
UMeeTCs JIOCTaTOYHO JIOKA3aTeNbCTB JUIS TOrO, YTOOBl PEKOMEHJOBATh OTKA3aThCS OT
IPUMEHEHUS J]a WHOTO JIEKAPCTBEHHOT'O CPEJCTBA B KOHKPETHOW CUTYaIlUH;

- YPOBEHb YOeIUTENbHOCTH JOKa3aTeabcTBa E — Beckue oTpuLaTeNbHbIE T0Ka3aTeNbCTBA: €CTh
JOCTaTOYHO YyOeQUTENbHbIE [0Ka3aTeIbCTBA I TOTO, YTOOBI HCKIIOYUTH JICKApPCTBEHHOE
CPEACTBO UM METOJUKY U3 PEKOMEHIAIIH.
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