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e [uMnokanbunemms
e [wnnonapatupeos
o [leneumnsa 22 xpoMOCOMbI

e [ledekT T-kneTo4YHOro 3BeHa

o 3agepxka peyeBoro v NCMXOMOTOPHOrO Pa3BUTHA

o 3agepkka M3n4eCcKoro pasBuTUs

e BHyTpMBEHHbIE MMMYHOrNOBYNMHBI

e VHdeKUMOHHbIE OCNOXHEHNSA

o PacwenneHne Heba 1 BepxHeWn rybbl

e CuHagpom Oun[xopoxu

CnucoK COKpaleHuu

AUTIA — ayToMMMyHHas remonntuyeckas aHemMus
ANT — anaHnMHamMmnHoTpaHcdepasa

ACT — acnaptatammHoTpaHcdepasa

BBUIT — BHYTpMBEHHbLIE UMMYHOTIO0YNHbI

B3K — BocnanutenbHble 3aboneBaHns KULLEYHNKA
BINC — BpoxaeHHbIM NOPOK cepaua

'KC — rntokokopTuKocTepouabl

OHK — nesokcnpunboHyknenHoBas Kucnorta

KKT — xenygo4YyHO-KULLEYHbIN TpaKT

NTIM — nmmyHHas TpombouunToneHms

KM — KOCTHbI MO3r

KT — komnbtoTepHada Tomorpadums

JIOP - napuHrooTopuHosnor

JINY — ne4vebHo-NpodhmnakTudeckoe yupexgeHue

M3 — MuHncTepcTBO 34paBOOXPaHEHNS

MKB-10 — MexayHapoaHas knaccudukaums 6onesHen 10-ro nepecmoTpa

MPT —marHuTHO-pe3oHaHCcHasa Tomorpadus

PKW — paHgomMunanpoBaHHble KOHTPOSIMpYyEMble UCccneaoBaHus

PHK — pnboHyknenHoBas kucnota

P® — Poccuinckaa ®egepaunsa

CwuHgpowm del 22911 — cnHapom geneumm 22 XxpoMocoMbl=cuHapom AunIhxopoxu

con - cnngpom Oubxopaxm



TICK — TpaHcnnaHTaumsa reMono3aTUYeCKnx CTBOSMOBbIX KNEeToK
Y3W — ynbTpasBykoBOe nccnegoBaHne

OKI — anekTpokapanorpamma

OxoKI™ -axokapanorpadus

FOPA — 10BEHUNbHbIA peBMATOUAHbLIA apTpUT

del 22q11.2 — geneuuns OANUHHOIO nrieya 22 XpoMocoMbl flokyc 11.2

CATCH 22 - Cardiac defects, Abnormal facies, Thymic hypoplasia, Cleft palate,
Hypocalcemia, 22q deletion — nopok cepaua, nvueBble aHoManuu, runonsasvs Tumyca,
pacwenuHa Heba, rmnokanbuemus, geneuns 22

FISH —fluorescent in situ hybridization - donyopecueHTHas rmbpugmsaums in situ
TBX 1 reH —T 6okc 1 reH

TREC - T-cell Receptor Excision Circles

TepMuHBI U onpeaeIeHUs

BHyTpuBEHHbIE UMMYHOINOOYNUHbI — Npenaparbl, cogepXallne npenmMyLecTBEHHO
HopManbHbIK YenoBeyeckuin IgG. 3rotoBnsoTca U3 NynNnMpoBaHHOW Nnasmbl TbiCSY
3[0pOBbIX JOHOPOB, C NPUMEHEHNEM CreunarnbHbIX METOAOB OYUCTKU U
BUPYCUHAKTUBALUW.

Hdeneumnsa — noteps y4actka XpOMOCOMbI

XpomocoMHble abeppaumumn — M3MEHEHNE Yncna n\unm CTPYKTYpbl XPOMOCOM
MukporHaTtus - HegopassuTtue (rMnonnasng) YesCTHBIX KOCTEN.

PeTporHaTtus - cmelleHne YerntCTHOM KOCTU B Aop3aribHOM HanpasneHuu (k3agu)
M'MnepTenopuam - yBennMYeHHOE pacCTosiHUE MeXay rnasamm

TREC — konbuesble oparmeHTsl [JHK, obpasytowmeca npu pa3sutun T nMmdoumTos B
TUMYCe, B HYaCTHOCTW, B npoLiecce doopmMmpoBaHus T KneTo4Horo peuentopa. Mx
KOHLUEHTpauus B KpOBU oTpaxaeT 3pdpeKTMBHOCTb TMMOMN033a. cnonb3yeTca Ans
CKpUHUHIra T KNeToYHbIX UMMYHOAEMUUNTOB.

TpaHcnnaHTaumsa reMaTono3TUYEeCKMX CTBOJIOBbLIX KIT€TOK — METO NeYeHuns
HEKOTOPbIX HACNEeACTBEHHbIX U NPUOBPETEHHBIX rEMATONOrMYECKNX, OHKONOTMYECKNX U
MMMYHHbIX 3aboneBaHuin, OCHOBaHHbIN Ha 3aMeHe COBCTBEHHOrO, NaToONOrM4YecKoro
KpOBETBOPEHMNS BONbHOrO Ha HOpMarbHOE KPOBETBOPEHNE AOHOPA.

1. Kparkas undopmanus

1.1 Onpeneaenune

CwuHpgpom geneunn 22-n xpomocoMbl (cuHgpom del 22q11) unu cnHapom Ouxopxu
(COO) — 310 COBOKYNHOCTH MOPMOSIOrMYECKMX, UMMYHOMOMMYECKNX U
HEBPOOrMYeCckUX N3MEHEHNI, KOTOPbIE ABMAIOTCA CrneacTBUEM Aeneunn ASIMHHOMO
nneya ogHou konuu 22-1n xpomocombl — del 229g11.2 [1,2].



B knaccmyeckom NoHATUKM 3TOT CMHAPOM npeactaBnseT cobon KOMMNEKC CUMNTOMOB,
COCTOSILLMIM M3 NaTONOrMn NMLEBOrO ckeneTa (pacLuenuHbl TBepaoro Heba),
BPOXOEHHOro nopoka cepaua, MMmyHogeduumTa BCrneacTeme runonsnasum (annasmm)
TMMyCa M rMnokKanbuMeMnn, Kak pesynbTaT rmnonnasmm napawmToBMAHOM Xenesbl
[1,3].

Kak H1 oguH gpyron cuHapom, cungpom del 22q11.2 BapnabeneH B konnyecTse
NPU3HAKOB N CTEMNEHN UX BbIPAXXEHHOCTU, YTO M OOBACHSAET TOT (PaKT, YTO ITOT
CYHAPOM B nNuTepaTtype nMmeeT nopsiaka AecATka pasfnyHbiX Ha3BaHUN, BKOYas
cuHgpom Oubxopoxn, CATCH 22, BenokapgnodaumanbHbein cuapom, LnpuHTueHa
cvHapom, Kannepa cMHApOM, CUHAPOM NNUEBBIX U KOHOTPYHKaNbHbIX aHOManum n
1.0.[1,3,4].

1.2 9THOJIOruS ¥ NMATOreHe3

B ocHoBe 3aboneBaHus NexuT HapyLleHne (hopMmMpoBaHUs OpraHoB, MPOUCXOOSALLNX
NX TpeTben xabepHon ayrn (HUKHAS YacTb NIMLEBOrO ckeneTa, TMMyC,
napawuToBuaHas xenesa, BepxHue otaensl cepaua n MarucTparnbHbIX COCYya0B).
LinToreHeTnyeckne 1 MonekynapHble nccrnegoBaHus nokasanm, 4to geneunsa 22q11.2
asnsetca seaywen npuymHon CAL v Bo3HukaeT cnopaguyeckn 6onee 4yem B 90%
cnyyaes [5,6,7]. B 10% cnyyaeB geneuus HacregyeTcsa OT OOQHOMo U3 poauTenen, Tak
Kak HacrnegoBaHue NponucxoauT ayTOCOMHO- JOMUHAHTHBLIM nyTem [1,4]. B peakux
cny4yasax CUHOPOM SIBNSIETCA NPOSABIIEHNEM NEPECTPOEK APYTMX XPOMOCOM, a Takke
MyTaummn reHa TBX1 [4].

Ananua AHK nauneHTtoB ¢ CA[ xpomocoMbl BbisiBUIl, 4TO B 85-90% cnyyaes
BbiMagatroLmnm y4acToK ABNAeTCs ogHUM 1 TeM xe. [ledekT Haxoantca mexay D22S427
Ha 22911.21 n D22S801 Ha 22q11.23. B aTom y4yacTke nokanvM3oBaHo He meHee 40
reHOB, YTO COCTaBNAET OKOMO 3 MJIH Nap HYKNenHoBbIX ocHoBaHun. B 10-12% cnyyaes
BCTpeyvatTca 6onee KopoTkme aeneumm, Kotopble coctaBnaoT 1,5-2 MAH NapHbIX
OCHOBaHM. bbiNo onMcaHo HECKOMNBbKO NaUMEHTOB C CUHAPOMOM Aeneunn 22-i
XPOMOCOMbI, UMEKLLMX Aeneunn 3a npegenaMmm Hanbonee 4acTto BbinagaroLwmx
y4acTKoB [5,6]. PesynbTaTbl NpOBEAEHHbIX UCCea0oBaHUI CBUOETENbCTBYIOT O TOM, YTO
CTENEHb BbIPAXXEHHOCTN PEHOTMMNA HE KOPPENUPYET C pa3MepoM Aeneumu, T.e.
naumeHT ¢ notepen 1,5 MAH NapHbIX OCHOBaHU MOXET MMETb TaKOM XKe MO TSHXKECTU
deHOoTMMN, KaK 1 ¢ geneumnen B 3 MinH NapHbIX OCHoBaHun [2,5]. Kpome Toro, 6bir1o
3aMeyeHo, 4YTO BapnabenbHOCTb PEHOTUMUYECKUX NPOSABIIEHUIN BapbUPYET Kak BHYTPU
O[HOW CeMbW, TaK N MeXay CEMbSIMU, HECMOTPSA Ha UOEHTUYHbIE Y4aCTKM aeneunn [5].

[eneuuns BbI3bIBaET BbiNageHWe yvyacTka, BKtovarwero reH TBX, reH paktopa
TPaHCKPUNLMK, y4acTBYHOLLErO B pasBUTUN (hapuHrearnbHbIX ayr [5,6]. 3TM nsameHeHus,
B CBOIO oYepenb, BeayT K HapyLLeHnio (hopMUpoBaHns cepaua u MarmctpanbHbIX
COCYA0B, UMMYHOOIMMYECKUM N3MEHEHMSAM, pacLuensieHnto HEGa n BepxHen rybeol,
rmnonapaTupeovanamy, 3agepxke YMCTBEHHOIO pa3BUTUS.

HecmoTp4a Ha To, 4To TBX1, 6€3 COMHEHUs, ABMSETCA rMaBHbIM reHOM, (POPMUPYHOLLIM
doeHoTUN Npu cUHApPOME Aeneumm 22-in XpoMOCOMbI, B pe3yribTaTe UccrnegoBaHum
ObINV BbISIBAIEHBI U APYrMe reHbl, He4oCTaTOYHas IKCNPeccust KOTOPbIX MOXET Urpatb
posib B hOPMUPOBAHNN (PEHOTUNUYECKMX NPOSABIEHNUN [6,7].

YuntbiBas pesynbtatbl paboT No BbISCHEHMIO MONEKYNAPHbBIX OCHOB 3aboneBaHus,
SICHO, 4TO B OOPMMPOBaHUN heHOTMMNa UrpaeT posib KOMMIEKCHOE HapyLLeHne
9KCNpeccumn 1 B3anMogencTBus reHoB, MX MOANNKATOPOB U APYrMX COCTaBMSIOLLNX,
YTO NPMBOAMT K JaNbHENLEMY HapyLUEeHMO aMBpuo- 1 opraHoreHesa [4,5,7].



COOTBeTCTBeHHO, npn OTCYyTCTBUN UM HapyLUEHUN C*)yHKLI,VIVI M SKCrpeccnm reHoBs 1
AanbHEeNLnX NpoLeccoB Nponcxoant opMmnMpoBaHME NOPOKOB Pa3BUTUSA, XapaKTEPHbIX
ana COn0 [1,5].

1.3 DnuaeMuoJiorus

CuHgpom geneumnm 22-1m XpoMOCOMbl — OHa U3 caMblX YaCTbIX Aeneuun cpeam apyrux
XPOMOCOMHbIX abeppauunii B 4eNnoBe4YeCKOM reHoMe, Mo YacToTe OHa ycTynaeT Nnullb
cungpomy layHa, Tpucommm no 21-n xpomocome. Hactota BCTpedaeMocTn BapbupyeTt
ot 1:4000 go 1:6000 HoBopoOXaeHHbIX [1,2,3]. He HabntogaeTcst HU NONOBOW, HU
3THUYECKOWN NpeapacnosioXXEeHHOCTU K AaHHOMY CUHAPOMY. BOnbLWNHCTBO NaLUMEHTOB C
CL vmetloT naTonornio NUMLEBOrO CKeneTa 1 BPOXAEHHbIN NOPOK cepaua U pa3suBatoT
rmnokKanbUnemMunto BCcKkope nocne poxaeHus [6]. NayneHTbl, He nMetoLmne JaHHbIX
CYMNTOMOB, 3a4aCTy ANArHOCTUPYIOTCHA B paHHEM BO3pacTe, U NpaBusibHbIN
3HA4YUTENbLHO 3anasabiBaeT.

1.4 KoaupoBanue no MKb-10
Opyrne ummyHoaeduumntel (D84):

D84.1 — Cungpom Ouleopra.

1.5 Kaaccudbukanus

McTopuyeckn CnoXxmnoch, 4To B NUTepaTtype 4acTo UCNoNb3yeTca pasgeneHune
CYHOPOMA Ha MOSHBLIN U HENOMHbBIV (YacTu4HbIn) [1,3,5]:

e TepmuH «lNonHbin cungpom Oubkopokm» ncnosib3oBancs y nauneHTos,
UMEKLLMX MOSHbIN CNEKTP TUMNYHBIX MPOABNEHNI, BKITIOYASA BblPa)KEHHbIN
UMMYHOAEDULMT.

e TepMuH «HacTnuHbii cuHgpom OuIbkopaxu» ncnonb3oBasncs y NnauneHTos,
€CN1 OHN NMENUN NULLb HEKOTOPbIE TUMWUYHbIE NMPU3HaKN, 0CobeHHO 6e3
NPOSABNEHUN BbIPaXXeHHOro MMMyHogeduumnTa. HacTudHbI CMHAPOM Aeneumm
22-1 XPOMOCOMbI B 3HAYUTENBHOW CTENEHN NpeBanupyeT No KONM4ecTBy B
CpaBHEHWUN C NOJTHbIM.

2. luarsocruxka

2.1 ’Kaa00bl 1 aHAMHE3

Criekmp KNUHUYECKUX rposieneHuli npu cuHopome deneyuu 22- XpOMOCOMbI
docmamoyHo wupok [3,6,9,11,12,14,15], noamomy xanobebl u aHamHe3 3abosieeaHusi
Mo2ym bbimb KpalHe pasHoobpasHbIMU U PasiuYyHbIMU 10 CMerneHuU 8bIPaXxeHHOCMuU:

e BpoxdeHHnbIl nopok cepdya npedcmaesrieH He meHee, Yem 8 80% cry4aes.
Hexkomopeble u3 nopokoes siensromces 6ornee namo2HOMOHUYHbIMU. MpepbisaHue
Oyau aopmbl, obwul apmepuarsbHbil cmeon u mempada Parnio [engrmcs
Haubonee YacmbiMu cpedu daHHoU epyrrbl demed [6,11].

o [unokansbyuemus/2unonapamupeo3 Moxem rposiesIimbscsi CyOOPOXHbIM
CUHOPOMOM rpU 8blpaxxeHHOM deghuyume Kasbyusi 8 Miia0eHYEeCKOM 803pacme
[6,12].



e [lopaxeHue HOCO2/10MOYHO20 arirapama 8bisierieHo rpumepHo 8 70% cryvyaes u
nposienisiemcs 8 sude gesioghapuHaeasbHolU Hedocmamo4yHocmu, pacwernneHuu
Héba, 2ybbl, pa3ddeoeHuU y30e4ku HEGa, 2HycasbIM OMMEHKOM 20/10ca, maKxe
OrnucaHo CHUXeHue 060HSIHUSI, KOHOYKMUBHasi u/unu CeH- COHegsparsibHasi
myaoyxocme [6,10,13].

e XapakmepHble Yyepmbi 5luya (yOrnuHeHHoe /Uy0, MUKpoa2Hamus unu
pempoaHamusi, Wupokas rnepeHocuya, Mesikue 3ybbi, acumMmempusi nuya rnpu
rnnaye, onyweHHbIe 8HU3 y20IIKU pma, aria3Hol aunepmesiopu3m, HU3KO
rocaxeHHble U 0eghopMupo8aHHbIe YUWHbIE PaKo8UHbI, 6yrib600bpa3HbIl KOHYUK
Hoca) [2,5,10].

o MMmyHonoauyeckue HapyweHusi ecmpeydatomcsi 8 77% crny4aes. O0HaKko
UHQPEKUUOHHbIE rnposierieHuUsi ecrnedcmeue 0eghekma UMMyHHOU cucmembl
Oebromupyrom He ¢ poxdeHusi. Hawe Opyaux 38eHbes ropaxaemcsi T-
Kriemo4Hoe 38€HO, Ymo rposienisiemcsi npedpacrosioxXeHHOCMbIO K 2pUbKO8bIM
3abosiegaHuUsIM, NHeaMoyucmHoU UHgbekyuu, HekomopbiMm bakmepuaribHbIM U
8uUpyCHbIM UHgekyusam [1,8,10].

e HapyweHue sbipabomku T-Kriemok Moxem ripedpacriosiazame K
aymoumMmyHHbIM 3abonesaHusim. OrucaHbl Makue OCJIOXXHEHUSI CUHOpoMa
Oeneuuu 22-uU xpomocomsl, kak FOPA, XTT1, AUIA, B3K, 6onesHb [petisca,
aymoumMMyHHbIU yeeum, 6poHxuarnbHas acmma [1,9,10,14].

o 3aldepxka ¢usuyeckoz2o pazeumusi HepeOKo Habrirodaemcs y nayueHmos ¢
CUHOpomom Oenevyuu 22q11.2-0 XpOMOCOMbI, KOMOPbI€ HECKOJIbKO
omrnudaromcesi om cmaHdapmHbix mabnuy [1,2,6,10].

e 3aldepxka peyesozo U rncuxoMomopHo20 passumusi Habmrodaemcsi y 70—90% u
rposierisiemcs ¢ 803pacmom, 0OHaKo mecmupogaHue rnayueHmos ¢ 3afepxXKou
passumusi UMeem CMbICIT MOJIbKO 8 Crlydasix codemaHuu ¢ Opyaumu
npusHakamu [2,10,15].

2.2 Ou3ukaJIbLHOe 00CJIeTOBAHNE

dusudeckoe pazsumue 6osbWUHCMBa NayueHmMos HU3Koe U Ouc2apMOHUYHOE 10 8ecy
[1,10].

Cmuambl ducambpuoeeHesa WupoKo eapuaberibHbl U HE S187151H0MCs
namoaHOMOHUYHbIMU, 0OHaKo Yauwje Opyaux npudHakose obpawarom Ha cebs BHUMaHuUe
enasHou aurnepmernopusm, 6yrib6006pa3HbIl KOHYUK HOCa U HU3KO MOCaXeHHbIe U\ umnu
OehopmupoBaHHbie yuwiHble pakoguHsbl [6,10,13]. Mocym nposensambcs npusHaku
ObixamesibHoU u cepdeyHol HedocmamoyHocmu [2,11]. Moeym ecmpedambCsi MOPOKU
passumusi ObixamesibHoU, nuuesapumesibHol, KOCMHO-MbIWeYHOU U Opyaux cucmem.
3adepxka yMcmeeHHO20 U pe4ye8o20 pa3gumusi cmpedaemcs y nodasnsrouezo
yucsa nayueHmos ¢ 0aHHbIM cuHOpomom [2,3,15].

2.3 JlabopaTopHasa IMArHOCTHKA

o PekomeHayeTcs KNMHNYECKNIN aHanm3 Kposu [2,3].

YpoBeHb yoeauTenbHOCTU pekoMeHaaumm B (ypoBeHb AOCTOBEPHOCTH
AoKasaTenbcTB — 3)

e PekomeHayeTcs nccnegoBaHue YPOBHA MOHU3NPOBAHHOIO KarbLms,
napaTupeonHoro ropmoHa [12].



YpoBeHb yoeantenbHOCTU pekomMeHaauun B (ypoBeHb fOCTOBEPHOCTU
AOoKa3aTesnbCTB — 2)

« PekomeHayeTcsa nccnegoBaHue ypoBHA rOPMOHOB LLUTOBUAHOW xenesbl [12].

YpoBeHb yoeautTenbHOCTU pekomeHaaummn C (ypoBeHb AOCTOBEPHOCTHU
AoKasaTtenbcTB — 3)

o PekomeHpyeTca nccnegoBaHme YpPOBHS CbiIBOPOTOYHBIX UMMYHOMNO6YMHOB U
KNEeTOYHOro MMyHUTETA, BKIoYas onpeaenieHne Konnmyectsa HauBHbIX T-
numdoumnTtos [1,10,16,17].

YpoBeHb yoeauTenbHOCTU pekomMeHaauun B (ypoBeHb AOCTOBEPHOCTHU
AOoKa3aTesnibCTB — 2)

KommeHTapumu: Ommeyaemcs He3aHadyumersbHas nuMgorneHus. XapakmepHo
CHUXeHUe codepxxaHusi pasnuyHbix cybronynsayud T-knemok. CodepxxaHue
UMMYHO2/106YIUHO8, KaK rpasursio, HopMmarsbHoe, uHo20a nosbiueH IgE u cHuxeH IgA.
Obuwee konudecmeo CD3+ T-krnemok cHuxeHo, o0Hako CD4 / CD8 coomHoweHue He
HapyweHo. CoomHoweHue HaugHbIX T-Kremok / T-Knemok namsimu rnoHUXeHO
[1,10,16,17].

o PekomeHayeTcs nccnegoBaHme MUToreHHoro oteeTa (T-KneToYHbIN
nponmdepaTBHbIA OTBET Ha BO3AENCTBME aHTUreHoB) [17].

YpoBeHb yoeauTenbHOCTU pekoMeHaauun B (ypoBeHb [,OCTOBEPHOCTU
[oKasaTenbCcTB — 2)

KommeHnTapuu: Omeem numgouyumos rocrie cmumynsayuu Mumo2eHom
omcymcmeyem, CHUXeH, Ui HopMaribHbIU (8 3@aeucumMocmu om cmereHu aurnornasuu
mumyca) [17].

o PekomeHayeTcs nccnegosanue ypoBHsa TREC (T-cell Receptor Excision Circles)
[10,17].

YpoBeHb yoeauTenbHOCTU pekoMeHaauun B (ypoBeHb AOCTOBEPHOCTU
AoKasaTenbCcTB — 2)

o PekomeHayeTcs uccnegoBaHue YpoBHSA cneumuyecknx aHtuTen, ecnm pebeHok
BaKumMHuposaH [9,10,17].

YpoBeHb yoeauTenbHOCTU peKkoMeHaauun B (ypoBeHb JOCTOBEPHOCTU
[oKasaTenbCTB — 2)

KommeHTapum: CodepxxaHue CbI8OPOMOYHbIX UMMYHO2/106y1uH08 Moxxem bbimb He
HapyweHo, 00HaKo omeem Ha UMMYHU3ayuro Yacmo cHuUXxeH [9,10,17].

2.4 UHCTpYMEHTAJIbHAA JUATHOCTHKA

o PexomeHgyeTtca nposegeHue anektpokapauorpadcgpum (OKI) [2,11,18].

YpoBeHb yoeauTenbHOCTU pekomMeHaauun B (ypoBeHb 4OCTOBEPHOCTHU
AoKasaTenbcTB — 3)

o PexomeHgyetca npoBegeHue axokapaurpadum (3xokKr) [2,3,6,11,18].

YpoBeHb yoeauTenbHOCTU pekomMeHaaumm A (ypoBeHb AOCTOBEPHOCTH
AoKasaTenbcTB — 1)



PekomeHgyeTcsa npoBefeHne ynbTpa3BykoBoro nccrnenosanus (Y3M) opraHos
MouyeBbiBOAsLWen cuctemsl [10,16].

YpoBeHb yoeautTenbHoOCTU pekomeHaaummn C (ypoBeHb AOCTOBEPHOCTHU
AoKasaTtenbcTB — 3)

PekomeHayeTca npoBeaeHue peHtreHorpadum (PIN) opraHoB rpygHOM KNeTku
[2,3,10].

YpoBeHb yoeauTenbHOCTU pekoMeHaauun B (ypoBeHb [,OCTOBEPHOCTU
[oKasaTenbCcTB — 2)

KoMmeHTapuu: Busyanusayus Moxem riokazame 0mcymcmeue meHu mumyca
[2,3,10].

PekomeHayeTtcsa HasodapuHreansHasa aHgockonus [9,10].

YpoBeHb yoeauTenbHOCTU pekomMeHaauumn A (ypoBeHb AOCTOBEPHOCTHU
AoKasaTenbcTB — 1)

PekomeHayeTtcsa npoBeneHne ayguometpun [3].

YpoBeHb yoeauTenbHOCTU pekoMeHaauun B (ypoBeHb OCTOBEPHOCTU
AoKasaTtenbcTB — 3)

PekomeHayeTca opTanbmonorndyeckoe obcnegosaxue [2,3].

YpoBeHb yoeauTenbHOCTU pekoMeHaauun B (ypoBeHb AOCTOBEPHOCTU
AoKasaTtenbcTB — 3)

PekomeHayeTcs oueHka cumsnyeckoro passutuga [1,2,16].

YpoBeHb yoeauTenbHOCTU pekoMeHaauun A (ypoBeHb AOCTOBEPHOCTU
AoKasaTenbcTB — 1)

PekomeHayeTca MarHMTHO-pe3oHaHcHas Tomorpadua (MPT)/koMmnboTepHas
Tomorpadus (KT) no nokasaHusm [10].

YpoBeHb yoeauTenbHOCTU peKkoMeHaauun B (ypoBeHb JOCTOBEPHOCTU
[oKasaTenbCcTB — 3)

PekomeHayeTca aHrmorpadgus no nokasaHuam [10].

YpoBeHb yoeauTenbHOCTU peKkoMeHaauun B (ypoBeHb J,OCTOBEPHOCTU
AoKasaTenbCcTB — 3)

2.5 UHast {MarHoCTUKA

2.5.1 MonekynsipHo-reHeTu4eckoe obcreaoBaHue

PekomeHayeTcst MONeKkynsapHo-reHeTU4ecKoe uccrefoBaHne MeToaoM
drnitoopecueHTHon rmbpuamnsaumm in situ (FISH) ¢ AHK-3ongom TUPLE 1 (HIRA)
[6,7,8].

YpoBeHb yoeauTenbHOCTU pekomeHaauun A (ypoBeHb AOCTOBEPHOCTU
AoKasaTenbcTB — 1)

PekomeHayeTca MONeEKynapHO-reHeTu4eckoe uccrnegoBaHne MeTogom
nonumepasHon LenHom peakummn n anekTpodopesa ¢ NoOMOLLbI aHanmsa
MUKpOCaTEeSNUTHOrO nonuMmopdunamMa rno onpeerieHHbIM NTIoKycam,
nepekpbiBaoLWmm obnacTtb geneumm 22-n XxpoMocomb! [7].



YpoBeHb yoeantenbHOCTU pekoMeHaauun A (ypoBeHb AOCTOBEPHOCTU
AoKa3aTenbcTB — 1)

KommeHTapuu: Bcmpedyaromcs nayueHmsl ¢ KIUHUYECKUMU MPOSi8IeHUSIMU CUHOpoMa
Oerneyuu 22-0 XpOMOCOMbI, HO C ompuuyamersibHbIMU pe3yribmamamu rno duagzHocmuke
Oerneyuu 22-0 XpOMOCOMbI. B makux criy4dasix Heslb3s UCKTYUMmMb Mymauuu 8 2eHe
TBX1 [7].

2.5.2 KoHcynbTauum cneuuanucToB

PekomeHOyromcs KOHCcyrnbmauuu criedyrowux creyuanucmos: kapouosoaa;
UMMYHOJ102a; Ye/1l0CMHO-IULUEe8020 Xupypaa; 3HOoKpuHosioza; JIOP-epaya;
ogmarnbmosioza; Hegporioza/ncuxuampa; Opyaux creyuanucmos rno
rnokasaHusm [1,3,9].

T-cell Receptor Excision Circles

3. Jleuenune

3.1 KoHcepBaTHBHOE JICUEHHE

B Hacmosiwee 8peMA He cywecmeyem KypamueHoEl meparuu 0aHHo20 3aboriesaHusl.

Llenb neyeHusi: KOpPEKUUs XXU3Hey2poxarouux Mopghorioaudeckux deghekmos,
obecnieqyeHue npubnuXeHHbIX K HopMaribHbIM pocm u pa3sumue pebeHka,
obecrneyeHue xopoweao Kadyecmea XU3HU nayueHma

o PekomeHayeTcs 3amecTuTENbHAA Tepanns BHyTPUBEHHBIM MMMYHOT06YIMHOM
yenoseka HopmarnbHbiM B fo3e 0.4-0.6 r/kr exxemecsa4Ho [1,2,3,10].

YpoBeHb yoeanTenbHOCTU pekoMeHaauun A (ypoBeHb AOCTOBEPHOCTU
AoKasaTenbcTB — 1)

o PexkomeHayetca aHTUbakTepuanbHasa Tepanusa (Hambornee 4yacTo UCrnornb3yemMble
aHTMbakTepumanbHble npenapaTbl: Ko-Tpumokcason (CynbdameTokcason +
TpumeTtonpum), Ledennum, AMmkaumH) [2,3,9].

YpoBeHb yoeauTensHOCTU pekoMeHaauun A (ypoBeHb JOCTOBEPHOCTU
AoKasaTenbcTB — 1)

o PekomeHayeTcs npoTtmBorpmnbkoBas Tepanusa (dgntokoHason) [2,3,9].

YpoBeHb yoeauTenbHOCTU pekoMeHaauun A (ypoBeHb JOCTOBEPHOCTU
AoKasaTenbcTB — 1)

o PekomeHayeTcs anekTponuTHasa nogaepxka (Kanbums xnopua) [3,9].

YpoBeHb yoeauTenbHOCTU pekoMeHaauun B (ypoBeHb 4OCTOBEPHOCTHU
JoKasaTenbCcTB — 2)

KommeHTapun: [Npu 803HUKHOBEHUU aymMOUMMYHHbIX OCIIOXKHEHUU meparnusi ux
rnposodumcsi o coomeemcmeaywum rnpomokonam. lNayueHmsl ¢
UMMYHOII02U4€eCKUMU OMKIIOHEeHUSIMU r1071y4arom mepariuro 8 3agucumMocmu om
8blpaxkeHHOCMuU UMMYHHO20 Oeghekma. Ecriu deghekm He3HadumeribHbIt Uy
YMepeHHbIU, creyuguyeckass meparnusi He rnpoeoodumcsi, 00HaKko npoeodumcs
KOHMPpPOJib UHgheKyuoHHou 3abonesaemocmu. [pu 3Ha4umenbHom deghekme
(8bipaxkeHHOU T-nuM@OneHuUU U 8bIpaXXeHHOM CHUXEHUU MU202eHHO020 omeema)
Ha3Ha4Yaemcs npoghunakmuyeckas meparnusi mpumemonpum/cyrnbghamemoKca3onom.



lpu cHUXeHuU 2ymopanibHO20 UMMyHUMmMema rnpoeodumcs peayrspHasi
3amecmumernbHas mepanusi BBUI. [Npu Hanu4duu ebipaxxeHHo20 T-Kriemo4YyHo20
Oegbekma rpo2HO3 KpalHe Hebria2onpusmHbil, 8bICOK PUCK flemarsibHO20 ucxoda.

Y vacmu demel memabonudyeckue U 351eKmposIuUmHbIe HapyuweHus,
npeuMywecmeeHHo 8 gude aurnokanbyuemuu, 8rninoms 00 2unoKaabyueMu4ecKux
cyodopoe, mpebyrouwue 8bICOKUX 003 88e0eHUs KallbUusi, 8 HEKOMOPbIX Cr1yqasix
eumamuHa D [1,2,3,9,10].

3.2 Xupypruueckoe Je4YeHue

e PekomeHpyeTca koppekumnsa nopokos cepgua [1,3,9,18,20].

YpoBeHb yoeauTenbHOCTU pekoMeHaauun A (ypoBeHb [ OCTOBEPHOCTU
AoKasaTenbcTB — 1)

KommeHTapum: Kak npasuso, cambilt msixesnbil nepuod Xu3Hu 018 demel ¢
cuHopomom [u [Jxopdxu obycriosrieH cmerneHbio rnopaxeHus cepdeyHo-cocyoucmou
cucmembl. Koppekyusi nopokos cepdua rnpoeodumcs ro coomeemcemeyouwum
KnuHU4ecKkum pekomeHoauusm [9,18].

o PekomeHayeTcsa koppekumnsa nopokos nvuesoro ckeneta [1,3,9,19,20].

YpoBeHb y6eauTenbHOCTU pekomeHaauun A (ypoBeHb AOCTOBEPHOCTU
AoKasaTenbcTB — 1)

KommeHTapuu: Haubonee yacmo Koppekuyuu nodnexum pacuienneHue Héba u
gepxHel 2ybbl. KoppeKyusi MopoKoes nuyeso2o ckeriema rnposooumcs ro
coomeemecmeayuwUM KIuHU4YeckumMm pekomeHoayusm [19,20].

3.3 UHoe J1eueHHne

o [lpoBeaenHue TI'CK npu cuHapome geneunmn 22-in XxpOMOCOMbI HE
pekomeHgoBaHo [2,10].

YpoBeHb yoeauTensHOCTU pekoMeHaauun A (ypoBeHb [OCTOBEPHOCTU
[oKasaTenbcTB — 1)

e Y nNaumeHTOB paHHero Bo3pacta npu npobriemax ¢ KOpMIEHMEM U FNOTaHMEM
BCneacTBMe BenodapuHreansron HeJOCTaTOMHOCTU PpEKOMEeHOYyeTCH
yCTaHOBIIeHNE racTpocTomsbl [9].

YpoBeHb yoeauTenbHOCTU pekoMeHaauun B (ypoBeHb J,OCTOBEPHOCTU
AoKasaTenbcTB — 3)

« PekomeHayeTcsa neveHune y HeBpornora, noronega, ncuxmnatpa [10,15].

YpoBeHb yoeauTenbHocTu pekomeHaauun C (ypoBeHb AOCTOBEPHOCTU
AoKasaTtenbcTB — 3)

KommeHTapum: lNpu 3adepxke pa3gsumusi peyu nayueHmam OOWKOIbHO20 8o3pacma
pekomeHdo8aHa rnomMouwb Hegporioza, riozorneda. [nasHoul rpobriemoli 8 WKOSIbHOM
go3pacme sierisiromces npobremsi ¢ 0byyeHuem u nosedeHuem. CuHOpom deghuyuma
B8HUMaHUS, 2uriepakmueHOCmb, aymucmu4yeckue 3abosiegaHusi, pobuu ecmpedyaromesi
yauwje, Yem 8 obwel nonynayuu demed. bonbwuHcmeo demeli KOHCYIbMUPYOMCS y



Hes8pos10208, NMCUX0s10208 U ncuxuampos. Bapocsbie nayueHmsi Habrirodaromcs ¢
OuacHo3aMu «CuUxX03» UNU « WU30GghpeHUsI», «Oernpeccusi», «bunonsipHbIl CUHOPOM»
[10,15].

4. PeaOunauranusa

Cneuugbudeckue peabunumayuoHHbIe Mepornpusimusi He NPUMeHSIFOMCH.

5. llpoduiiakTuka v AMCIAHCEPHOE HADJII0IEHUe

Cneyugpudeckas npogunakmuka 0aHHo20 3abonesaHusi omcymcmeyem. [lpu
cemeliHbix cnyyqasax CL/[] nposedeHue cemeliHo20 KOHCYIbmupo8aHusi u
rnpeHamarsbHoU duazHocmuKu rnpedomepauw,aem poxoeHue opyaux 0emeu ¢ OaHHbIM
3abonesaHuem 8 cembe ¢ CLL [21]. [lpeHamanbHas duazHocmuKka peKkoMeHOo8aHa,
ecsiu 00uH u3 podumerneu umeem desieyuro 22 XpPOMocoMbl, mak Kak 8 50% criydaes
rnamornoausi Hacnedyemcs ¢ bornee ebipaxxeHHoU msixecmbio. [Tpoeodumces FISH-
OuasHoCcmuKa rpu ebInofHeHUU amHuoueHmesa [1,9,20].

Yacmoma noceweHuUss moeo usnu UHo20 crieyuasucma u yacmoma aHanu308 3asucum
0Om KUHU4YeCKUX rposierieHull daHHo20 cuHopoma. PekomeHdosaHa 20008ast
oucrniaHcepu3auus 055 KOHMPOosis UHGEKUUOHHOU 3abonesaemocmu,
UMMYHOJI02U4eCKUX rnokasamersel u (hyHKUULU OCHOBHbIX cUCMeM op2aHu3mMa.

lMayueHmbl He OOMKHbI 8aKUUHUPO8aMbCS XUBbIMU 8aKUUHaMU (Kopb, napomum,
KpacHyxa, eempsiHasi ocra, »xueas rnofiuomuenumuas eakyuHa) [10,16]. bonbwuHcmeo
nayueHmos Habndaromces rncuxoso2amu U rcuxuampamu 8 meyeHue scel XU3HU 8
€8513U C rnosedeH4YecKkuMU rpobriemamu pasiudyHo20 xapakmepa [15].

6. JlomostnuTebHast MHGoOpManusi, BIAUAIONIAA HA TeYeHHEe U
HCXO0/1 3200 1eBaHUA

[MpedynpexdeHue 0CroXHEeHUU, xapakmepHbiX 07151 pa3Ho020 803pacmHo20 rnepuooda, u
adekeamHasi mepanusi obecrneyqugaom fyHuwul MPO2HO3 nayueHmy.

6.1 OTHOLIEHUE K POXKACHUIO JIETEH

U3eecmHbIM chakmopom pucka sensiemcs Hanu4due o0Ho20 u3 podumernel ¢
cuHOpomom deneyuu 22-0 XpPOMOCOMbI, MakK Kak HacriedoeaHue s8rsiemcs
aymocoMHo-0oMuHaHmHbIM. CriedosameribHo, 50% eeposimHocmu moao, 4mo
namonoaus yHacnedyemcs. [lpu 3mom obHapyXeHo, Ymo y nomomcmea cCuHOPOM
borniee sbipaxeH, 4em y podumersis. bonbwuHcmeo criyyaes ¢ cUHOPoMoMm denieyuu 22-
U XpoMOCOMbI Hocum criopadudyeckuli xapakmep, u bakmopbl pUucka HeUu38e€CMHbI
[1,4,7,8].

Kpurepuu oieHKH KayecTBa MEAUIMHCKOW MOMOIIMA

Kpurepuii kauecTBa 3HaueHnune

BrinonHeHabl KTMHUYECKUI aHaTN3 KPOBH C OTpPEAeNIEHUEM YnciIa TPOMOOIIUTOB,
omoxummueckuii ananm3 kpoBu, KILC, kmuHndecknii aHamu3 MOYH,

JNa\uer



Koaryjorpamma, onpeneneHue nndumuposannoctu BUY, Bupycamu renatuta B u
Cu OKT', Ox0oKT', Y3U OproHoii mosiocTu, peHTreHorpadus rpyAHON KIETKH

BrimmonaeHo OIpeCaACIICHUE I/IMMYHOI‘J'IO6YJ'II/IHOB CbIBOPOTKHU KPOBH,

cnenn(UYecKuxX MOCTBAKIIMHAIBHBIX aHTUTEI, (PEHOTHIIMPOBAHUE TUM(OIUTOB Ha\uer
kpoBu, TREC

BeinosnHneHo komnbroTepHast TOMOrpadust JETKUX U OPraHOB OPIOLIHOMN MOJIOCTH, Ta\er
YEJIIOCTHO-JIMLIEBOT'O CKEJIETa

BEINIOJIHEHO BUPYCOJIOTHYECKOE HCCIIENOBAHUE ISl UCKIFOYEHHS BUPYCHOTO Ja\er
MOpaXEHUs OPraHoB ¢ noMoupio merona I[P

BoinonHeHo BbIsABIEHUE JIenelny ydacTka 22 xpomocombl MeTooM FISH nnu Ja\ser

APYruMyu HUTOTCHECTUYCCKUMU MECTOJaMU

Brimonnena KOHCYJIbTallWs Bpada-KapaAuOoXupypra u 4CJIrOCTHO-JIMICBOI'O XUpypra
JUISL PEUICHHUST BOTIPOCA O HEOOXOIUMOCTH U 00bEME XUPYPTHUECKON KOPPEKITUH Ha\uer
nedexra(oB) (IpU HATMYUHU TIOPOKA CEeP/IIla U aHOMAJIHH JIUIIEBOTO CKEJIeTa)

[IpoBeneHa 3amecTUTENIbHAS TEpAIUs pernapaTaMi BHYTPHUBEHHBIX
UMMYHOTJIOOYJIHHOB (B Cllydae BBISABICHUS CHIDKCHHS YPOBHS HMMYHOTJIOOYIHHA Ha\uer
G v\uan HapyIIeHus CreU(pUUIECKOr0 aHTUTEI000pa30BaHus)
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Hpunoxkenue Al. CocraB padouyer rpyninbl

PymsiHueB AnekcaHap NpuropbeBuY - JOKTOP MeOULMHCKMX HayK, npodeccop,
akagemuk PAMH, npe3ngeHT HaumoHanbHOro obuiectsa akcneptoB B ob6nactu
NepBUYHbBIX UMMYHOAEMULNTOB, YneH HaunoaHanbHOro obuectsa e TCKUX
reMaTosioroB U OHKOJIOroB, 4neH EBponenckoro obuiecTea reMmaTosnoroB

LLep6uHa AHHa FOpbeBHa — JOKTOP MeOULUMHCKUX HayK, UCMOSNHUTENbHbIN AUPEKTOP
HaunoHanbHoro obuiecTsa akcnepToB B 06n1acTn NepBUYHbBIX UMMYHOAEMDULNTOB, YSEH
HauunoHanbHoro obuiectea AeTCKMX reMaTosioroB 1 OHKOSOroB, YrieH EBponenckoro
obwectBa UMMyHOOEDULMTOB

KysbmeHko Hatanua bopucoBHa — kaHaAnaaT MEOULMHCKUX HayK, YneH
HaunoHanbHoro obuiecTsa akcnepToB B 061acTn NepBUYHBIX UMMYHOAEMUUNTOB, YSleH
HaunoHanbHoro obuiectsa 4ETCKMX reMaToslIoroB U OHKOMOroB, YneH EBponenckoro
obuiectBa UMMyHO4EDULMTOB

LBew Onecsa BacunbeBHa - uneH HaunoHanbHoro obuiectsa akcnepToB B obnactu
NepBUYHbBIX UMMYHOAEMULNTOB, YneH HaunoHanbHoro obuectsa e TCKUX
remaTosiIoroB M OHKONOros, YneH EBponenckoro obuwectsa MMMyHoaepLNTOB

BanawoB AMmutpun HukonaeBu4 — JOKTOP MEOULMHCKNX HAYK, YNeH
HaunoHanbHoro obliecTsa akcnepToB B 061acTn NepBUYHBIX UMMYHOAEMUUNTOB, YNeH
HaunoHanbHoro obuiecTsa 4ETCKMX reMaToslIoroB U OHKOMOroB, YneH EBponenckoro
obuwiectBa UMMyHOAEDULMTOB

KoHdnukT nHtepecos: Lllep6uHa A.1O. B TeueHne nocnegHux 5 neT ocyuwecTensana
NEKTOPCKYI0 AeAaTenbHOCTb Npu noaaepxke komnannn CSL Behring, Kedrion, Biotest,
P®apwm, asnaiowmecsa narotToButensaMmm\oucTpnobioTopamMmmn npenapaTtoB BHYTPMBEHHbIX
NMMYHOTrNo6YynnHOB.

KysbmeHko H.B B TeyeHune nocnegHmnx 5 net ocyLlecTBrisna NekTopcKyo AeaTenbHOCTb
npu nogaepxke komnaHu CSL Behring, sBnatowenca narotoBuTesnkm npenapaTos
BHYTPUBEHHbIX MMMYHOTIO0YIMHOB.

Hpunoxkenue A2. MeToa010rusi pa3padoTKu KIUHUYECKUX
pPeKOMEeH AU

LleneBas ayanTopus AaHHbIX KIIMHUYECKUX PeKOMeHaauun:
1. UmmyHonorn 14.03.09;
2. lMNepnatpsbl 14.01.08;
3. Bpauun obwen npaktukmn 31.08.54;
4

. Nematonorn 14.01.21;



5. Kapguonorun 14.01.05;
6. Hesponorn 14.01.11.

Tabnuua N1 — YpoBHM AOCTOBEPHOCTU AOKa3aTENbCTB

YpoBeHb
J0CTOBEPHOCTH

1 (1)

1 Q)

11 (3)

IV (4)

HcTouyHHK 10KA3ATEIBLCTB

[IpocniekTHBHBIC paHAOMHU3UPOBAHHBIC KOHTPOJIUPYEMbBIC UCCIEIOBAHUS
JlocTaTouHOE KOJIMYECTBO MCCIICIOBAHUM C JIOCTATOYHON MOIIHOCTHIO, C
ydacTheM OOJIBIIOr0 KOJWYECTBA MAIMEHTOB U MOJIYYeHHUEM OOJIBIIIOTO
KOJIMYCCTBA JAaHHBIX

Kpynubie MeTa-aHam3sl

Kak MUHMMYM 0/IHO XOpOIIIO OPraHW30BAHHOE PAaHAOMHU3UPOBAHHOE
KOHTPOJIMPYEMOE UCCIICIOBAHNE

PenpesenTaTuBHas BIOOpKa MAIUEHTOB

[IpocrniekTuBHBIE C paHAOMU3ALMEN WK O€3 UCCIIEOBAHUS C
OTPaHUYCHHBIM KOJIMYECTBOM JaHHBIX

Heckonbko uccienoBanuii ¢ HEOOIBIINM KOJTUYECTBOM MAIIUEHTOB
XO0po1110 OPraHU30BAHHOE MPOCTIEKTUBHOE UCCIIEJOBAHUE KOTOPThI
MerTa-aHanu3bl OrpaHUYEHbI, HO TIPOBEACHBI Ha XOPOILEM YPOBHE
Pe3ynbrarhl He Mpe3eHTATUBHBI B OTHOIIIEHUH 1EJIC€BOM MOIMYIISIIIUN
XO0poI110 OPraHW30BaHHBIE UCCIIEIOBAHUS «CIy4Yail-KOHTPOIIb)»

HepangomuzupoBanHbIe KOHTPOIUPYEMBIE HCCIICIOBAHUS
HccnenoBanus ¢ HeQOCTaTOUHBIM KOHTPOJIEM

PannoMusupoBaHHble KIMHUYECKHE UCCIIEOBAHUS C KAK MUHUMYM |
3HAUUTENIbHOM WM KaK MUHUMYM 3 HE3HAYUTEIbHBIMHU
METOIOJIOTUUYECKUMHU OIIMOKaAMU

PerpocnexTruBHbIE WM HAOIIOJaTENbHBIE UCCIIEIOBAHUS

Cepus KIMHHUYECKUX HAOIIOIEHUH

[IpoTuBOpeunBLIe JaHHBIC, HE MO3BOJIAIONINE CHOPMHUPOBATH
OKOHYATEJIbHYIO PEKOMEH/IalUI0

MHeHue 3KkcrnepTa/gaHHble U3 0TYEeTa HIKCIIEPTHON KOMHUCCHH,
HKCHEPUMEHTAIbHO MOATBEPKACHHBIE U TEOPETHUECKH 0OOCHOBAaHHBIE

Ta6nuua N2 — YpoBHu y6eanuTensHOCTN pekoMeHaaLmi

YpoBennb
y0eauTeJ bHOCTH

Onucanue Pacmmmgposka

PexoMeHanus ocHoBaHa Ha BEICOKOM
YPOBHE JI0Ka3aTEIHHOCTH (KaK
MUHUMYM | yOenuTenbHast
nyOnukanus [ ypoBHs
JI0Ka3aTEIbHOCTH, TOKA3bIBAIOLIAs
3HAYUTENILHOE MPEBOCXO/ICTBO
I10JIb3BI HaJl PUCKOM)

Mertop/Tepanust mepBoO JTUHUH;
1100 B COYETAHUHU CO
CTaH/IAPTHOU
METOIMKOM/Tepanuen

PexomMmeHnmanus ocHOBaHa Ha CpCaHEM MeTO,Z[/TCpaHI/I}I BTOpOﬁ JIUHHH,



YpOBHE J0Ka3aTebHOCTH (KaK
MUHUMYM | yOenautenbHas
nyonukarus 11 ypoBHs

0o MpHU OTKa3e,
MPOTUBOMNIOKA3aHUH, UITH
Hed((PEKTUBHOCTH CTaHIAPTHOU

JI0Ka3aTEeIbHOCTH, [T0Ka3bIBAIOLIAs METOAMKH/TEPaIHH.

3HAYUTEIbHOE ITPEBOCXO/ICTBO Pexomennyercs

I10JIb3bI HaJl PUCKOM) MOHMTOPHUPOBAHUE TOOOYHBIX
SABJICHUI

Her Bo3paxenuii npotus
JTAHHOTO METO/1a/Tepanuu Win
HET BO3PaXECHUU IIPOTUB
MPOJOIKEHHSI TAHHOTO
METO/a/Tepanuu

PekomMennoBaHo npu oTkase,
NPOTHBONOKA3aHUH, HITH
Hed((PEKTUBHOCTH CTaHIAPTHOU
METOAMKH/TEPAInH, IPH yCIOBUU
OTCYTCTBHS MOOOYHBIX 3P PEKTOB

Pexomennanust ocHoBaHa Ha ciabom
YPOBHE J10Ka3aTeIbHOCTHU (HO KaK
MUHUMYM | yOenutenbHas
nyonukarus [ ypoBHst

C JI0Ka3aTEeIbHOCTH, [T0Ka3bIBAIOLIAs
3HAYUTEIIBHOE MPEBOCXO/ICTBO
TMOJIB3bI HAJI PUCKOM) U
HeT yOeIUTeIbHBIX JaHHBIX HU O
M0JIb3€, HU O PUCKE)

OtcyTcTBHE YOEIUTENIBHBIX
nyosmkanuit 1, 11 umm 111 ypoBHs
JIOKa3aTEJIbHOCTH, TOKA3bIBAIOLINX
3HAYUTEIILHOE IIPEBOCXOACTBO

D MI0JIb3bI HaJl PUCKOM, JTH00
yoenurenbuble myomukanuu 1, 11 umu
III ypoBHs1 nOKa3aTENbHOCTH,
ITOKA3bIBAIOIIME 3HAYNTEIILHOE
IIPEBOCXO/ICTBO PUCKA HaJ| MOJIb30U

He PECKOMCHI0BAHO

Mopsapok 06GHOBMEHUS KITMHUYECKUX peKoMeHaauun — nepecmotp 1 pasB _3
roga

Ipuiaoxenue B. Uudopmanus 1yl NauMeHTOB

CuHgpom geneumnm 22-11 XpOMOCOMbl — 3TO COBOKYMHOCTb MOPXONOrM4EeCKUX,
UMMYHOMOMMYECKUX U HEBPOSIOMMYECKUX U3MEHEHNI, KOTOPbIE ABNAIOTCS CreacTBUeM
BPOXOEHHOIro reHeTn4eckoro gedekra: geneumm ranHHoro nneya 1 konum 22-n
Xpomocombl — del 22g11.2.

B knaccuyeckom NoHMMaHumM 3To CoYeTaHWe NaTosnorMm NMLEBOro cKkeneTa
(pacwenvHbl TBEPAOro Heba), BpOXXAEHHOro NOpOKa cepAaua, HegopasBuTus (Mnm
OTCYTCTBUE) TUMYCa M CHUXKEHUST YPOBHSI KanbLMs B KPOBM B pe3ynbTaTe HeJOPa3BUTUS
napawmMToBUOHOM xenesbl. 3aboneBaHne MOXET NnepedaBaTbCs Mo HAaCneacTBy.

CneKTp KNUHUYECKMX NPOSABIEHUN NPU CUHOPOME Aeneunn 22-n XpoOMOCOMb!
AOCTaTOYHO LWMPOK. [N 3TOro cMHApOMa xapakTtepHo npeobnagaHne Tex Unm UHbIX
NPU3HaKkoB B 3aBUCUMOCTM OT BO3pacTa nauuneHTa. Tak, y AeTen nocne poxaneHnsa Ha
nepBOM MeCTe No TAHKECTN NnpeobnagatoT BPOXKAEHHbIV MOPOK cepALa U CHUXKEHne
YPOBHS Kanbumd B Kpou. C BO3pacToM MNOSIBASAKOTCA Npobrembl Apyroro Xxapakrepa:
3agepXKa YMCTBEHHOIo pasBUTUSA, UHPEKLNOHHBLIE N @YyTOUMMYHHbIE OCIOXHEHUS.

OCHOBHbIE CMMMTOMbI U MPU3HAKKU CUHAPOMA Aefneunn 22-n XpOMOCOMbI:



o BpoxaeHHbI NOPOK cepaua npeacTaBrieH y 60MbLUMHCTBA NAUMEHTOB
(npepbiBaHMe ayra aopTbl, 06N apTepuanbHbIA CTBON U TeTpaga Panno u
Apyrve).

o CynopoxHbit cMHAPOMOM (MpY Bblpa)KeHHOM AeduumTe Kanbuns/HeaopassuTum
napaLwnuToBULHOM Xenesbl).

o [lopaxeHne HOCOrnoTkM y 6oNbLUMHCTBA NauneHToB (paclenneHne HEba, rybbl,
pa3aBoeHue y3aeudkm HEGa, rHycaBbIi OTTEHOK rofloca, MOXeT BCTpevaTbCs
CHXeHne 0BoHAHNA, criyxa).

o XapakTepHble YepTbl Nnua (YanIMHEHHOE NnLo, HeJopa3BUTUE I
HenpaBUNbHOE PacronoXeHMe YENOCTHbIX KOCTEN, LUMPOKas nepeHocuua,
Menkue 3yObl, aCMMMeTpUsi Nuua Npu nrave, onyLleHHble BHU3 Yromnku pTa,
LLUIMPOKO MOCAaXEHHbIE rnasa, HU3KO NOCaXXeHHble N AedOPMUPOBAHHbIE YLLIHbIE
PaKOBUHbI, HENPOMOPLIMOHANBLHO GONbLLIOK KOHYMK HOCA).

e HapyweHus nmmyHuTeTa Y 60NbLUMHCTBA NALMEHTOB, B pe3ynbTaTe KOTOPOro
MOryT pa3BMBaTbCS rPMOKOBbLIE 3a60neBaHNs, MTHEBMOLMCTHAA MHAEKLNS,
Apyrne 6aktepuarnbHble Y BUPYCHbIE MHAEKLNN.

o B pesynbTaTe HenpaBurbHON paboTbl UMMYHHOM CUCTEMbI MOTYT Pa3BUBATLCS
ayTOMMMYHHble 3aboreBaHus, Takue Kak toBEeHUNbHbI peBMaTOUAHbIN apTpuT
(FOPA), BocnanutenbHble 3abonesaHuns kuwevHuka (B3K), ayTouMMyHHbIN
yBeuT, bpoHxManbHasa actMa.

o 3apepxkka punandeckoro pa3BuTua Hepeako HabnaaeTcs y NauneHToB C
cuHgpomMom aeneuunmn 22q11.2-1 XxpOMOCOMBI.

o 3ajepxka peyeBoro n NCMXOMOTOPHOro passuTtusa Habnogaetcsa y 70—90% wm
nposiBnseTcs ¢ Bo3pactoM. [NaumeHTbl HabngarTes ¢ AnarHo3amm «NCuxo3y»
NN «LWN30PPEHUN», «aenpeccusy», «BUNoNApHLIA CUHOPOMY.

[AnarHos nogTeepxgaeTcs onpeneneHmeM reHeTu4eckoro gedekra: Mmkpogeneumm B
XpoMocome 22q.

B HacTosiLLee BpeMs He cyllecTByeT MEeTOL40B Tepanum AaHHOro 3aboneBaHus,
KOTOpble MOryT MPUBECTU K BbI3JOPOBIEHMIO. Tepanna NnauneHToB ¢ CUHOPOMOM
aeneumm 22-in XxpoOMoCOMbI HanpaerieHo, rnaBHbIM 06pa3oM, Ha NIeYeHNE OCIOXHEHUN,
BO3HMKAOLLMX B TOT UM MHOW NEPUOA XKU3HU naumeHTa. NpoBoanTcs xmpypruyeckoe
neyeHne NOPOKOB cepALa 1 NMUEeBOro ckeneta. B 3aBMCMMOCTM OT CTeneHn
BbIpaXX€HHOCTU MMMYHOMOMMYEeCKOro gedekra naumeHTbl MOryT HyXKA4aTbCs B
perynsipHom (exxeMecs4Hon) Tepanum BHyTPUBEHHBIM MMMYHOTIO0YIMHOM,
NpodUIaKkTMYeckon NPOTUBOMUKPOBHONM Tepanumu.

ﬂpm BO3HMKHOBEHNN ayTOMMMYHHbIX OCIOXXHEHUN NnpoBOAUNTCA UX JTe4YeHue.

MaumeHTbl C JaHHbIM CMHOPOMOM HabnogarTcs pa3nnyHbiM crneunarnmctamm,
npoxoaaT AnarHoCTtuyeckne npoueanypbl B 3aBUCUMOCTU OT BbIpa>KEHHOCTU TEX UIA
MHbIX KIMMHN4YECKNX I'IpOFIBJ'IGHMVI 3aboneBaHus.

Takme naumeHTbl He OOSTKHbI BaKLUMHNPOBATbLCA XXMUBbIMA BaKUMHaMM (KOpb, napoTuT,
KpaCHyXa, BETPAHaA ocna, Xmnsaa nosimoMmerinTHas BaKLI,VIHa).

Hanbonee 3Ha4ynmble I'IpO6J'IeMbI — MCUNXNATPUYECKOTO MniaHa.

Bbi6op npodeccumn onpeaenseTcss YMCTBEHHbIM Pa3BUTUEM U MCUXMHECKUMM
OTKMOHEHUSMMW.



Bo3mokHO npoBeaeHne AnarHoCTUKM B nepuoa BHYTPUYTPOOHOro passuTus nnoaa.

10 okmsbps 2016 2.



