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B ctaTtbe npejcTaB/ieHbl AaHHbIE 110 3NUAEMMNOIOMMM, NaToreHesy, COBPEMEHHOM KlacCupUuKaLmm 1 OCHOBHbBIM KJIMHUYE-
CKUM nposiBAeHUsAM 601e3Hu lowe y aeten. lpuBeaeHbl Kputepun anpoepeHumnanbHoON AMarHoCTUKK ¢ Apyrumu 3abose-
BaHusIMK. [TokazaHo, YTO eAUHCTBEHHbIM 3 PEKTUBHbIM METOAOM IeHeHUs1 601€3HM [OLLE CAYXUT NnaToreHeTnyecKas pep-
MEHTO3aMeCTUTEIbHasi Tepanusl, KOTopas KynupyeT OCHOBHbIE KJIMHUYECKNE MPOSBAEHMS 601€3HM, yyqllaeT Ka4ecTBO
KU3HM 60JIbHbIX M HE OKa3bIBAET BblpaKeHHbIX MOO6OYHbIX 3POEKTOB. YKadaHbl OCHOBHbIE OLUIMOKU ANArHOCTUKM U BEAEHMS
NaLuneHToB, a TaKXe He060CHOBaHHbIE Ha3HaYeHUs MPU 1I€YEHNN 3TOro 3ab601EBaHMS.
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ONPEAENEHUE

bonesHb lowe (bI') — peaKoe HacneacTBEHHOE Hapy-
lweHne obMeHa BelecTB, OTHOCSLEEeCS K IM30COMHbIM
60/1€3HAM HaKOMMEHUs, MPKU KOTOPOM B peaynbrate MyTa-
umn B reHe GBA, KoaupytoLemM NTM30COMHbIV GEPMEHT to-
Kouepebposnaasy (FLb), BOBHMKAET CHUMKEHUE E€r0 aKTUB-
HOCTW, NPMBOASILLEE K HAKOMIEHUIO MUKOCOUHIONUNNLOB
B OpraHax v TKaHsXx, NpenMMyLLecTBEHHO B KOCTHOM MO3re,
cefle3eHKe M NeYeHu, 4To NposiBAsSieTCs renaTocnieHome-

ranvew, aHeMmnen, TPOMOOLIMTOMNEHNEN, MOPaXKEHNEM KOCT-
HOM CcUCTEMbl M B psae CllydaeB — HEBPOIOrMYECKUMMU
HapyLeHUaIMu.

3TUOJIOTUA U NATOTEHE3

Bl Hacnegyetca no ayTOCOMHO-PELLECCUBHOMY THMy.
MpucyTcTBME ABYX MyTaHTHbIX annenen reHa GBA acco-
LIMMPYET CO 3HAYUTENIbHbIM CHUXKEHWEM aKTMBHOCTM LB,
dYHKUMS KOTOPOWM 3aK/oyaeTcs B paclienieHuu UKo-
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CLINICAL RECOMMENDATIONS

KIUHUYECKUE PEKOMEHAALUU

COUHroNMNMOOB (MU MOKOUEpPebpo3naoB, MOKO3UILE-
pamnaoB) 4O MIOKO3bl U LepaMmuaa. HakonneHue B 1M30Co0-
Max MakpodaroB HeyTUIU3UMPOBAHHbIX IMMMAOB MNPUBOAUT
K 06pa30BaHM1I0 XapaKTEPHbIX KNETOK HaKOMNeHUs (KNeToK
lowe). CnegctBMeM OaHHOroO MeTabonMyeckoro aedek-
Ta SBASIOTCA XPOHMYECKas aKTMBaUMSA MakpodaraabHoOM
CUCTEMBbI, ayTOKPUHHASA CTUMYAALMS MOHOLIMTOMNO33a 1 yBe-
inyeHne abCcoNoTHOro Konnyectsa Makpodaros, Hapyle-
HWEe perynaTopHbix GyHKUMM makpodaroB [1]. TeH GBA,
Koaupyownn F'UB, pacnofoxeH B XpOMOCOMHOW 061acTm
1g21. B HacTosiwee Bpems onucaHo okono 600 pasnuu-
HbIX MyTauumn [2—-4].

M3BeCTHbl eAnHUYHbIE cnydYan Bl cBA3aHHble C MyTaLu-
aMu B reHe PSAP (10g22.1). Bce atn cnyvyam 6Gbliv onucaHsbl
y B3pOCAbIX NaumMeHToB [4].

ANUAEMHUONIOrUsA

Bl aBngeTcs naH3THMYECKNUM 3aboneBaHMeEM, M YacToTa
ee BcTpeyaeMocTn BapbmpyeToT 1 Ha 40 Tbic. 40 1 Ha 70 ThiC.
KMBbIX HOBOPOXAEHHbIX. Bl Hacneayetca no ayTOCOMHO-
peueccuBHoMmy Tuny [5-71.

Ha ocHoBaHun 49 nccnegoBaHnii MO OLEHKE aNMaeMno-
norun Bl 3a nepunoa ¢ 1990 no 2015 r. 6610 NOJSyHEHO,
yTto yactota bI' — 010,39 10 5,80 Ha 100 ThbiC. HOBOPOXKAEH-
HbIX, @ pacnpocTpaHeHHocTb — 0T 0,70 go 1,75 Ha 100 ThiC.
HaceneHnusa [8].

Y eBpeeB-allkeHa3n 4yactoTa bl aBnaetca Haubonee
BbICOKOM M1 gocturaeT 1 Ha 450-2500 HOBOPOXKAEHHbIX [5].

YacTtoTa reTtepo3uroTHOro HOCWUTENbCTBA MyTauui
coctaBngetr 1 Ha 640-3969 B pa3HblX 3THUYECKUX TPpyn-
nax, y eBpeeB-allkeHa3n — 1 Ha 10-18 [9-12]. B paage

Inga V. Anisimova?, Galina V. Baydakoval, Aleksander A. Baranov? 3, Nato D. Vashakmadze? 3,

Elena A. Vishneva?' 4, Olga S. Gundobina?, Elena A. Dobrynina2, Ekaterina Yu. Zaharova?, Elena V. Kaytukova? 4,
Elena V. Komarova?, Sergey I. Kutsev?, Alla E. Lavrova®, Svetlana V. Mihaylova®, Goar B. Movsisyan’,
Lyudmila P. Nazarenko?, Leyla S. Namazova-Baranova? 4, Ekaterina A. Nikolaeva?, Tatiana M. Pervuninal?,
Natalia L. Pechatnikovall, Nelya S. Pogosyan12, Aleksander S. Potapov3 7, Aleksander A. Pushkov’,

Svetlana A. Repina?, Kirill V. Savostyanov?, Liliya R. Selimzyanova?' 3: 4, Olga Ya. Smirnova?2,

Natalia S. Smetanina®3, Tatiana V. Strokova4, Andrey N. Surkov? 4, Marina V. Fedoseenko?: 4,

Tatiana T. Batysheval5 16, Olga V. Bykoval® 16, Yuriy A. Klimov13, Sergey V. Tihonov15- 16

1 N.P. Bochkov Medical Genetics Research Centre, Moscow, Russian Federation
2 Research Institute of Pediatrics and Children’s Health in Petrovsky National Research Centre of Surgery,

Moscow, Russian Federation

3 |.M. Sechenov First Moscow State Medical University (Sechenov University), Moscow, Russian Federation
4 Pirogov Russian National Research Medical University (Pirogov University), Moscow, Russian Federation
5 Privolzhsky Research Medical University, Nizhny Novgorod, Russian Federation

6 Russian Children’s Clinical Hospital, Moscow, Russian Federation

7 National Medical Research Center for Children’s Health, Moscow, Russian Federation

8 Research Institute of Medical Genetics, Tomsk, Russian Federation

9 Yu. E. Veltischev Research and Clinical Institute for Pediatrics, Moscow, Russian Federation

10 Almazov National Medical Research Centre, Saint Petersburg, Russian Federation

11 Morozov Children’s City Clinical Hospital, Moscow, Russian Federation

12 All-Russian Society of Orphan Diseases, Moscow, Russian Federation

13 Dmitry Rogachev National Medical Research Center of pediatric Hematology, Oncology and Immunology,

Moscow, Russian Federation

14 Federal Research Centre of Nutrition, Biotechnology and Food Safety, Moscow, Russian Federation
15 gcientific and Practical Center for Pediatric Psychoneurology, Moscow, Russian Federation
16 peoples’ Friendship University of Russia, Moscow, Russian Federation

Modern Clinical Guidelines for the Management of Patients

with Gaucher Disease

This article presents data on the epidemiology, pathogenesis, modern classification and the main clinical manifestations of
Gaucher disease in children. The criteria for differential diagnosis with other diseases are given. It has been shown that the
only effective method of treating Gaucher disease is pathogenetic enzyme replacement therapy, which relieves the main clinical
manifestations of the disease, improving the quality of life of patients and without having pronounced side effects. The main
errors of diagnosis and management of patients, as well as unjustified prescriptions for the treatment of this disease, are

indicated.
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CTpaH oTMeYyaeTcs NpeBanmMpoBaHune onpeaeneHHblx Gopm
3aboneBaHua: B EBpone, KaHage, CLUA n ABcTpanuu
Hanbonee pacnpocTpaHeHHon aBnsetrca bl 1-ro Tuna,
B TO Bpems Kak B Erunte (nanectnHcKkue apabbl), ANOHUH,
CeBepHou LBeuun (pernoH Hopp6oTTeH) 1 Monblie oTme-
YyaeTcs BbICOKas 4YacToTa XPOHMYECKOW HeWpoHonatuye-
ckon dopmbl BI' ¢ yacToTon B cpeaHem 1 Ha 50 TbiC. [7, 8,
13, 14].

Mo paHHbIM neguaTpuyeckoro peructpa bl y ageten
B Poccuitckon depepalimm pacnpocTpaHeHHOCTb 3ab6oneBa-
Hus cocTaBnseT 0,32 Ha 100 Tbic. AeTCKOro HaceneHus [15].

OCOBEHHOCTU KOAUPOBAHUSA

Mo ME}XAYHAPOJHOM CTATUCTUYECKOM
KNACCUDUKALIUU BONE3HEW U NPOBJIEM,
CBSI3AHHbIX CO 3/10POBLEM

E75.2 Apyrne chbmMHronnnmnao3bl.

K/NIACCUDOUKALUA

Bl — XxpoHuMYyeckoe nporpeccupylowee 3abonesa-
HME C BapbMpylOLLMM CPOKOM MaHudecTauun u retepo-
FEHHOCTbIO KIMHUYECKUX MPOSBNEHMIN OT 6€CCUMMNTOMHBbIX
[0 nepuHaTanbHo-neTanbHbIx popm [3, 16-19].

B 3aBMCMMOCTM OT KAMHWYECKOrO TEYEeHUs BblAensioT
3 Ttuna bI:
e 1-W TMN — HEHENPOHOMNATUYECKMI (CaMblit HacTbIN);
® 2- TMN — WHOAHTWUbHbLIA, UKW OCTPbLIN HEMPOHONATH-

YECKUHK;
e 3- TMN — NOAOCTPbLIN, UM XPOHUYECKMUI HEMPOHONATH-

YECKUHN.

Mpn 2-m 1 3-m TMNax bl B matonorMyeckuin npouecc
BOBJ/IEKAeTCA HepBHas cucTema, NoaToMy WX Ha3biBatoT
HenpoHonatMyeckumu [3, 16-19].

K/IMHUYECKASA KAPTUHA

KnuHunyeckune npossneHuns bl 1-ro Tvna pasaHoo6pasHbl,
a BO3pacT MaHudbecTaLmm Bapb1pyeT.

Bl 1-ro Tvna (HeHenMpoHoONaTU4EeCKUMn TUN) — Hanbonee
pacnpocTpaHeHHas ¢opma 3abofeBaHus, xapaKTepusy-
IoWancs CUIbHO BapbMpPYIOWKUM CPOKOM MaHudecTaumm
B /1060M BO3pacTe, pas3MYyHOW CKOPOCTbIO MPOrpeccu-
poBaHuWs, HEOAHOPOLHOW CTEMEHbIO BOBAEYEHUS OpraHoB
W BbIPAXKEHHOCTbIO KJAMHUYECKUX MPOSBAEHUM OT MNpakK-
TUYECKM 6eCcCUMNTOMHBbIX GOPM A0 MPU3HAKOB TAXKENOoro
nopaKeHns BHyTPEHHUX OpraHoB (renatocnieHoMeranus),
CUCTEMbI KPOBETBOPEHMUS (LUTOMEHMSA) U OMOPHO-ABUra-
TeNbHOro annapara (XPOHUYEeCKNe KOCTHbIe 60/, KOCTHbIE
KPW3bl, OCTEOHEKPO3bl, OCTEOMNEHMUs, OCTEONOpPO3, NaTo-
nlornyeckre nepenombl) 6e3 BbIIBEHUA cneundruyecKux
HEBPONOrn4yecKkux cumntomos [16, 18, 19].

Bl 1-ro Tna B NpoLwWIOM TpaKToBanacb UCKIOYUTENBHO
KaK B3pOC/bIA KIWHWYECKWUI BapuaHT. OgHako y 60b-
LWUMHCTBA MNauMeHTOB MNposBieHus 3abofieBaHUs UMelTCs
y)€ Ha NepBOM M BTOPOM [LECATUNETUU MKM3HU. PaHHWWM
Le6I0T KoppenupyeT ¢ 6onee TAKENbIM TEHEHUMEM U BbICOKUM
PUCKOM Pa3BUTUS OCIOXKHEHMI 6e3 npoBeaeHus cneundm-
yecKoro nevenus [7, 20].

bl 1-ro TMna otnnyaeTcs OT HeEMpPOHOMNaTUYECKUX GOopM
OTCYTCTBMEM paHHero cneuudryeckoro nopaxeHus LeH-
TpanbHON HepBHOW cucteMsbl (LLHC). HeBponormnyeckue npo-
ABNEeHUs B BUAE NnepndepryecKon HemponaTtum n cuHapoma
napKMHCOHM3Ma HabnogaloTcs y NauMeHToB cTapllen BO3-
pacTHou rpynnbl ¢ B 1-ro TMNa v 3Ha4YUTENIbHO CHUXKAIOT MX
KayecTBO KM3HU [21, 22].

[MporHo3 3ab6onieBaHMs 6naronpuATHbIA NPU JIETKOM
TeYeHUn W CBOEBPEMEHHOM Hayane naToreHeTUyecKon
Tepanuu. MNpu HeobpaTUMbIX KOCTHbIX MOPaKeHUsX MoKa-

3aHO XMpypruyeckoe optonegmMyeckoe nevyeHume, Nno3Bonsio-
ee counanmMsanpoBatb NaLMeHTOB.

Bl 2-ro tMna (MH®aHTUNBLHbLIN/OCTPbLIA HenpoHonaTh-
YeCKUn Tun) — Haubonee pegkas dopma 3aboneBaHus,
aebloTvpylowas B NnepBomM noayroann Xu3Hu B BUAe TaxKe-
IO BbICTpONporpeccupytollen HEBPONOrMYECKOM CUMIMTO-
MaTWKK, BbIPa*EHHOW renaTocrnieHoMeranmm ¢ passutuem
BTOPUYHbIX MHDEKLIMOHHBIX OCNIOXKHEHWN.

Pag aBTOpOB BbIAENAIOT ABaA KIMHUYECKKUX BapuaHTa bl
2-ro tvna. lMpu nepuHatanbHo-neTanbHon dopme Bl 2-ro
TMNa 6epeMeHHOCTb MaTepu 06bIYHO OCIOMKHSAETCH BHYTPHU-
YyTPOGHOM BOASIHKOWM M aHTeHaTallbHOM CMepTbio pebeHKa
nmMbo npexaeBpeMEHHbIMU POAaMU U CMEPTbIO HOBOPOX-
JEHHOro B OG/vKaWlimMe CYTKW Mocne poxKAaeHud. HacTo
Yy HOBOPOXAEHHbIX BbIABASETCS UXTUO3. [1na JaHHOro dbeHo-
TMNa xapaKTePHbl HEBPOOTMYECKME U BUCLEPaSibHblE HAapPY-
leHus, aucmopdonornyeckme nameHexnns nuua [3, 23, 24].

PaHHsAa MnageHyeckas dopma aebloTupyeT B nepsble
6 MeC XM3HW B BMAE KIMHUYECKOrO CUMNTOMOKOMIMEKCA,
BKMOYatowero npusHakn nopaxernua LLHC u BHyTpeHHMX
OpraHoOB: 3Ha4YMTE/bHYIO renaTtocnieHomMmeranuio; 6ynbbap-
HblM CUMHAPOM (AMCHOHUSA, aAncdarusa, ausapTpus); TPU3M;
6unatepanbHoe GUKCMPOBAHHOE KOCOrnasue; nporpeccu-
pylowmne nupamuaHble HapyweHusa (TeTpanapes, runepped-
NIEKCUS, CNACTUYHOCTb MbILWL, C PETPAKLMEN LLIEWN, MONOKHU-
TenbHbIM cuMnToM BabuHCKOro 1 apyrue naTonorvyeckue
pedneKchl); NPOrpeccupyoLLyio 3a4ep KKy NCMXOMOTOPHOTO
pasBUTUS 1 perpecc paHee NpUoBpPeTEHHbIX HABbIKOB; TOHM-
KO-K/IOHMYECKME W ApYyrue TuMbl CYAOPOXKHbIX MPWUCTYMNOB,
PE3UCTEHTHbIX K Tepanuu NpoTUBO3INUAENTUYECKUMU Npe-
napatamu [15, 23, 24].

MporHo3 npu Bl 2-ro TMNa KpanHe HebnaronpuUaTHbLIN,
CMepTb MauUMEeHTOB HacTynaeT Mo NPUYMHE [AbiXxaTenbHOM
HeAOoCTaTOYHOCTU BCAEACTBME acCnMpaLMOHHOW MHEBMO-
HUM MAKW pPecnupaTopHOro AWUCTPEeCC-CUMHAPOMa Ha doHe
6ynbb6apHbIX HEBPOSIOrMYECKUX PACCTPOUCTB (HapylweHue
rnotaHusa, nonepxvmBaHue). Bo3pacT netanbHOro ucxoga
nauMeHTOB BapbMpyeT OT PaHHEro HeoHaTanbHOro nepuoaa
[0 4 net, B cpeaHeM coctaBnseTt 9 mec [25, 26].

Bl 3-ro TMna (IOHOWEeCKWH/XPOHNUYECKWIA/NOAOCTPbIN
HeWpoHonaTU4YECKUM TUMN) — NPOMEXKYTOoYHasa Gopma mexay
Bl 1-ro u 2-ro TMNOB, XxapaKTepuayloLlasacsa Hapsay ¢ nopa-
EHMEeM NapeHXxMMaTo3HbIX OpraHoB HaJIMYMeEM HEBPONOTU-
YEeCKMX NPOSBAEHUI, CXOAHbIX C TaKOBbIMK Npu BI" 2-ro Tnna,
HO MeHee BblpaxkeHHbIX. B otinyume ot BI" 1-ro Tuna, cteneHb
renatocnaeHomeranuMun BbipaxkeHa Oosblue, a nopaxeHue
0CEBOro CKeNleTa xapaKkTepuayeTca 604Koo6pasHon gedop-
Maunen rpyaHon KNeTkn U KMPOCKONMO30M NO3BOHOYHWUKA
[23, 24].

B 6onblumMHCTBE cnyyvaeB bIN 3-ro Tuna xapaKktepu3yeTtcs
LUMPOKO BapbupyoLIMM CPOKOM Aebiota — oT 1 mec go 14
net, 60onee MeaneHHbIM XapaKTepoMm MporpeccupoBaHus
W NOSIBJEHWEM HEBPOSIOMMYECKON CUMNTOMATUKK, B cpea-
HeM B Bo3pacTte 6-15 net [5, 7, 15].

OCHOBHbIMUW Y PaHHUMUW HEBPONOTMYECKUMM MPOSIBIEHU-
amu Bl 3-ro Tvna ABAATCA rMas3oaBuratTeNibHble paccTpon-
cTBa — OKy/lomoTopHas anpakecua (OMA) u/unun kocornasue
(cTpabuam), KoTopble ANUTENbHOE BPEMS MOryT OCTaBaTbCs
€AMHCTBEHHbIM NPOSIBNEHMEM 3ab60/IeBaHUSA; MUOKIOHWUM,
NOCTEMEHHO HapacTalolne M Nepexoasline B reHepanu-
30BaHHble TOHMKO-K/IOHWYecKne cygoporn. Co BpemeHem
NPOrpeccupytoT aKcTpanupamugHas PUrMAHOCTb, WHTEN-
NeKTyanbHble HapyLWweHUs (0T He3HaYUTENbHbIX U3MEHEHUN
[0 TSXKeNon AeMeHLMH), pacCTPONCTBA NMCbMa U peyun, and-
dy3Has MblleyHas rMnoTOHMUSA CMEHAETCS CNaCTUYHOCTbIO.
BO3MOXHbl UBMEHEHUSA NoBeAeHUs, ann304bl Ncuxosa [5, 7,
23, 24, 27].
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Bblaensitot HeCKONbKO BapuaHToB bl 3-ro Tuna.

Tun 3A xapaKTepuadyetcs npeobnajaHMem HEeBPOSOru-
YECKMX NPOSIBNIEHUI (reHepann30BaHHble MUOKIOHUYECKHE
npucTynbl, atakcus, OMA, KOrHUTUBHbIE pPaACCTPONCTBA)
M 06bl4HO MaHubecTUpyeT B AETCKOM WM MOLPOCTKOBOM
Bo3pacTe [23, 24].

Y nauuneHToB ¢ TMNom 3B Bl npeo6nagaeTt noparkeHve
BHYTPEHHMX OPraHOB M KOCTHO-CYCTaBHOW CUCTEMbI, BOBE-
4yeHue B naTonorunyeckum npouecc LIHC MoxeT nposasnstbcs
TONIbKO rnasofBurateNibHblMK paccTponcTeamu B Buge OMA
n cTpabnama. 06bi4HO TMN 3B Bl MaHUdecTUpyeT B paHHEM
BO3pacTe renatocnieHomerannen, a KOCTHas naTonorus
nposiBasieTcs B Buae gedopmalimin rpyaHom KNeTku 1 Bbipa-
YEHHOro KWMdOCKONNo3a 6e3 KOCTHbIX 60/Meln M KOCTHbIX
Kpn3oBs [23, 24].

Tun 3C BI' (cepaeyHo-cocyauctas dopma) — peaxkui
BapMaHT XPOHWUYECKUM HerpoHonaTU4yeckon Gopmbl, Npo-
ABNAOWMNCS renatocnjieHomeranmen; HeaTepoCKIepoTH-
YECKMM NopaxeHWeM cepaLa M KpymnHblIX COCyLoB B BuAeE
KanbUnbUKaLUKM cepaedHblX KanaHoB, aopTbl U KOPOHap-
HbIX apTepui U pasBUTUEM 3aCTOMHOW CepaeYvyHOW Hepao-
ctaToyHocT; OMA; NMOMyTHEHMEM POrOBULbI; 3a4EPKKOM
YMCTBEHHOIO pasBuTus, ruapouedanvenn u anunencuen,
He OTBeYalollen Ha CcTaHAapTHYIO Tepanuio NpoTMBO3aNUAen-
TUYECKUMU Npenapatamu [23, 24, 27].

MpoaoMKUTENBHOCTb XWU3HK Npu BIN 3-ro TMNa B 3aBu-
CMMOCTH OT KJIMHMYECKMX BapuaHTOB BapbupyeT oT 4 o 60
net [25, 26].

Peokne KnuHuyeckue nposisneHus Bl npeactaBneHsbl
nopa)KeHMem Nerkux, pasBuTMeEM rowepom (NceBAooMnyxo-
Nier) U MOHOKJIOHaNbHOM rammanatuu [1, 15, 28, 29].

MopaxkeHne Nerkux ¢ pa3BUTUEM JIEFOHHOM TMNEPTEHIUM
Habnogaetca B 1% cny4yaeB M NPEUMYLLECTBEHHO y Nauum-
€HTOB Moc/fie NPoOBEeLEHHON CNNEHIKTOMUK. [eHe3 BoBeYe-
HMS AblXaTeNbHOM CUCTEMbI A0 KOHL@ He SiCEH, BOSMOXHO,
nopakeHue 06yCNnoBAeHO MHOWNbTPALUEN M3MEHEHHBIMU
MaKpodaramun (Kretkamu lowe) NeroyHbix CoCcyaoB U alb-
Beon [29].

[owepombl npeactaBadaoT cobow onyxonenogobHble
CTPYKTYPbl, XOPOLWO BM3yanusuvpyemble Npu yabTpa3BYKO-
BOoM mccnegoBaHum (Y3WM), komnbtotepHor (KT) U MarHMTHO-
pe3oHaHcHon Tomorpadum (MPT) ¢ KOHTpacTUpOBaHUEM.
[aHHble CTPYKTYPbl BbIABASIOTCS MPEUMYLLECTBEHHO B cefe-
3€EHKEe MK NeYeHN 1M NpeacTaBAsAioT CO60M CKOMNEHNUS Kne-
TOK lowe mnu 3amecTuBWNM UX GUOPO3, KOTOpble TPebytoT
[MHamMmM4yecKoro HabnogeHus [28].

YacToTa MOHOK/IOHA/bHOW ramMmanatuuM ¢ pasBuTUEM
MUENOMHOM 6OMIE3HMU, MO AAHHBbIM CTAaTUCTUKKM, Y NauMeH-
ToB ¢ Bl BblWe, 04HAKO AaHHOE KAMHUYEeCKoe NposiBfieHne
BCTpeYyaeTcs TO/IbKO y B3POC/bIX NaumMeHToB [1].

Mpn Bl ycTaHOBNEHbI onpeaeneHHble reHodeHOTUNn-
yeckue Koppensuuu. MNMokasaHo, 4To myTaums c.1226A>G,
p.Asn409Ser (p.Asn370Ser no cTapon HOMeEHKnaTtype)
B FOMO3WUIOTHOM COCTOSIHUM MM B KOMOGWHALMK C NOObIM
APYruMm annenem npueoaut K bI' 1-ro Tmna, a uHaKTUBUpPY!IO-
Wwe To4YeYHble MyTaunn, PEKOMOUHAHTHbIE anfienn u Kpyn-
Hble Aeflelnn accouuupoBaHbl C HEMPOHOMATMYECKUMMU
dopmamu 3a6oneBanuns. Mytauus ¢.1448T>C, p.Leu483Pro
(pb.Leud444Pro no ctapon HOMeEHKNaType), oHa M3 caMblX
yacTblxX, onucaHa npu Bl 2-ro Tnna [3].

AUATHOCTUKA

OuarHoctuka Bl 6asunpyetcsa Ha KOMOMHAUWMW KIWHU-
YECKMX CMMMNTOMOB, [laHHbIX aHamMHe3a, KJWMHWKO-nabopa-
TOpHOro o6cneaoBaHus, MOATBEPXKAEHHbIX pe3ynbraTtaMmu
GEepMEHTHOM AMArHOCTUKM U MOJSIEKYNSIPHO-TEHETUYECKOTO
aHanusa [13, 30].

OLEeHKyY TS¥KeCTH 3a6oneBaHns 0GbIYHO MPOBOAAT MO LWKa-
Jle OLEHKM TaxKecTn naumeHTa ¢ bl PGS3 [27] (cM. Popmy).

KANOBbl U AHAMHE3
Mpn c6ope aHamHe3a 1 Kanob cnegyeTr o6paTUTb BHMU-

MaHuWe Ha cnegyloumne NPU3HaKu:

® CeMeWHbln aHaMHe3 (Halauyme  CMNIEHIKTOMUMU
WK NepedYncneHHbIX Bblle CUMNTOMOB Y POAHbIX 6pa-
TbeB W cecTep, MOATBEPKAEHHbIN AMArHO3 y POACTBEH-
HUWKa) [2, 3,16-19];

° 3ajepxKa GU3M4ECKOro 1 NosoBOro pas3BuTUS;

® cnabocCTb, NOBbILEHHAA YTOMASEMOCTb, YacTble pecnu-
paTopHble HPEKLUH;

® MNpOSBAEHUA CMOHTAHHOIMO remMopparMyeckoro CuH-
ApoMa (B BMAE MOAKOXKHbIX reMaToM, KPOBOTOYMBOCTH
C/IM3NUCTbIX 060M1I04EK) MAKN ANUTENbHbIE KPOBOTEYEHUS
npu Manbix onepaTuBHbIX BMeLWaTenbCTBax;

° yBe/IMYEHUE XKMBOTa B pa3mepe;

° 60/M B KOCTSX M CycTaBax; 4aBHOCTb, XapaKTep M IoKa-
Nnin3auns 6onen, nepesiomMmbl KOCTEN B aHaMHe3e;

° npejwecTBylOWas CNIEHIKTOMKUS (MONHASA UM YaCTHY-
Has);

° HeBposiormyeckas cumntomaTtnka (OMA umnu Kocorna-
3ue, aTaKCus, KOFTHUTUBHbIE PacCTPOWCTBA, HapyLWweHuUs
YyBCTBUTENBHOCTHU U Ap.);

° pedopmMaumn cKeneta (CKONMO3, U3MEHEHUS TPyAHOM
KNEeTKM No TUMy KWNeBUAHOW WK GOYKOOBGPa3HOM)
B COYETAHMM C HEBPONOrnyecKkom cumntomaTnkomn (OMA,
Kocornasue).

®U3UKAJIBHOE OBC/IEAOBAHUE
B KAMHWYECKUI OCMOTP crnefyeT BKoYaTb M3MepeHue
pocTa M maccbl Tena, TemnepaTtypbl Tena, OLEHKY COCTOS-
HUSI KOCTHO-CYCTaBHOM CWUCTEMbI, BbISIBEHWE MPU3HAKOB
remopparM4ecKkoro cuHgpoma, obpatias oco6oe BHMMaHue
Ha nanbnaTopHoOe M MEPKYTOPHOE WCCnefoBaHWe NeyvyeHu
W ceneseHKu, HeBPOIOrnyecknn ocmotp [2, 3, 18, 19].
bl 1-ro TMnNa xapakTtepusyeTtcs cneaylowmmu npusHa-
Kamu:
° 3ajepxKa GU3M4ECKOro pa3BuTHs;
® ChnneHo-/renatocnieHomeranus;
® remMopparnyeckui CUHAPOM;
® KOCTHble 60/I1 (KOCTHbIE KPU3bI);
° HapylweHue NOABUKHOCTKU B CycTaBax;
° naTonorM4yecKkue nepenomol;
° 3ajepKKa NosoBOro pasBuUTUS;
® aCTEHWMYECKUI CUHAPOM.
Bl 2-ro # 3-ro TMNOB XapaKTepuayeTca Cneayowumm
npu3HaKkamu:
° 3ajepxKa GU3M4EeCKOro pa3BuTHS;
° 3afjeprKKa MNCMXOMOTOPHOr0 pPa3BMTUS, pacCcTponcTBa
peyu, NMcbma;
® remMopparnyeckui CUHAPOM;
® ChnneHo-/renatocnieHomeranus;
e pnedopmaumun ckeneta (CKonnos, gebopmaumun rpygHom

KNeTKn);
° OMA;
® Kocornasue;
° cygoporw;

® aCTEHWYECKUM CUHOPOM;

® CHUWXEeHMWe UHTeNNeKTa (0T He3HAYUTENbHbIX UBMEHEHUI
[0 TSXKENOoW AeMEHUMN);

° 3KCTpanuMpamuaHas pUrnaHocTb;

®  MO3XEeYKOBble HapyLEeHNUS;

° noBeAeHYeCKne UBMEHEHMS, ANN30Abl MCUX03a;

®  MWOKJ/IOHUM, NOCTENEHHO HapacTaloLune 1 nepexoasiime
B reHepasM30BaHHble TOHUKO-KJIOHUYECKME Cya0POrH.
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JTABOPATOPHbIE AUATHOCTUYECKUE

UCCNEAOBAHUA

PekomeHayeTcs BCeM NauMeHTaM ¢ KIMHUYECKUMM NPOo-
aBneHuamu Bl npoBeaeHue o6Wero pas3BepHYTOro aHa-
/In3a KpoBM (MccnefoBaHMe ypoBHS 06LWwero remoriobuHa,
3PUTPOLIUTOB, NIEMKOLMTOB, TPOMOOLMTOB B KPOBH, OAUD-
depeHumanbHbii NOACHET NENKOUMTOB (NerMkouuTapHas
dopmyna), onpeaeneHne cpeaHero CoaepKaHus u cpegHen
KOHLIEHTpaLUnKn remornobumHa B aputpoumtax (MCH — mean
corpuscular hemoglobin), onpegeneHve pasmepoB 3pUTPO-
umtoB (MCV — mean corpuscular volume), nccnegosaHue
CKOPOCTU OocefaHus 3PUTPOLMTOB) ANS OLEHKM OCHOBHbIX
napameTpoB KPOBETBOPEHUS C LENbI0 CBOEBPEMEHHOIO
BbIIBIEHWS aHEMUK, TDOMGOLIUTOMNEHWM, NENKOMNEHWH, HANN-
4yMsa BOCMaNMUTENbHbBIX MPOLECCOB M KOHTPONS TepanesTuye-
CKOro addekTa He pexe 4yem 1 pa3 B 3—6 mMec uan vauie
no NokasaHusM (HeE3PPEKTUBHOCTb TepPanun, NpuU U3MeHe-
HWM O30BOr0 pexnma GepMeHTO3aMeCcTUTENbHOM Tepanunu
(P3T) u/mnu cmeHe npenapaTta) [2, 18]. YpoBeHb y6eam-
TEeNIbHOCTU peKoMeHpauum — C (ypoBeHb JOCTOBEPHO-
CTU fJOKa3artenbCcTB — 5).

Y 60onblWKMHCTBA NauueHToB ¢ bIN 1-ro TMna BbIABAAIOTCS
aHeMus, TPOMBOLIMTONEHNS, PeXe — NIEMKOMEHNSA KaK Mpo-
ABIEHUS TMNepcnaeHn3Ma U MHOUAbTPALIMKU KOCTHOMO MO3-
ra knetkamu lowe. Mpwu Bl 2-ro u 3-ro TMNOB remaTtosiornye-
CKMe NPOoSIB/IEHNS BCTPEYAIOTCS PEXKE.

PekomeHayeTcs BCeM NauMeHTaM € KIMHUYECKUMM NPOo-
aBneHnsaMmn bl npoBedeHuMe aHanuM3a KpPoOBM OGUOXMMMYE-
CKOro oblueTepaneBTMYECKOro (onpeaeneHme akTUBHOCTH
anaHuHamuHoTpaHchepasbl (AJIT) n acnapTataMMHOTPaHC-
depa3sbl (ACT) B KpoBH, onpeaeneHne ypoBHS obLLero 6uan-
py6buHa B KPOBW, aKTMBHOCTM LLeNoYHON docdaTasbl (LLP)
B KPOBW, UCCe0BaHNE YPOBHS anbbyMnHa B KPOBH, UCCe-
[loBaHWe YpPOBHS1 XOfleCTEpMHaA B KPOBM, MCCleAoBaHue
YPOBHS JIMMONPOTEMHOB HW3KOM MAOTHOCTWU, UCCeaoBa-
HWEe YPOBHS IMNONPOTENHOB BLICOKOW MIOTHOCTM B KPOBM,
nccnegoBaHWe YpPOBHS TPUIIMLEPUAOB B KPOBM, Uccle-
[lOBaHWe YPOBHS WMOHU3WPOBAHHOIO M O6LEro Kabuus
B KPOBW, MCCNeAoBaHWE YPOBHS HeopraHuM4yeckoro ¢oc-
dopa B KpoBM) C Lenblo anddepeHUnanbHOW ANarHoCTUKHK
C APYrMMKM HacneCTBEHHbIMM HapylleHns o6mMeHa BeLLecTB
npuv NOCTaHOBKE AMarHo3a W ganee no Heo6XoaMMOCTM.
Mo nokasaHusM — onpejesieHne ypoBHA BuUTaMuHa B,
(unaHoKobGanamuHa) B KpOBW, UCcnegoBaHMe YPOBHS Gonu-
€BOM KUCNOTbl B CbIBOPOTKE KPOBW, UCCIEA0BAHNE YPOBHS
25-0OH ButamnHa D ¢ LeNblo CBOEBPEMEHHOIO BbIBAEHMUS
n Koppekunn geduumta [15, 31-33]. YpoBeHb yoeauTtenb-
HOCTU peKomeHaauun — C (ypoBeHb [OCTOBEPHOCTH
AOKa3aTenbCcTB — 5).

B aHanvM3e KpoBW GMOXMMHUYECKOM ObLlETEPANEBTUYE-
CKOM OTMEYatoT CHUXKEHWE KOHLEHTPaLIMM IMNONPOTEUHOB,
)enesa, BuTamuHa B, ,, G0osIMEBON KUCIOTbI, MOHU3UPOBAH-
HOrO KanbLus; NOBbILIEHWE COAEPKaAHUS MMMYHOTN06YyIn-
HoB [15, 34, 35].

AKTMBHOCTb NnevyeHo4Hbix pepmeHToB (AT, ACT n LLD)
MOXET OblTb HE3HAYMUTENIbHO WM YMEPEHHO MOBbIlEHa
c npeBanupoBaHnem 3Ha4vyeHus ACT Hapg AJIT y naumeHToB
¢ bl. Hannune cnHapoma LUuToNM3a He KoppenupyeT co cTe-
NeHblo renaToMerananm UK TSKECTbIO NMOPaXKEHUsS NeYvYeHu
[15, 31].

PekomeHgoBaHO BceM naumeHTam ¢ bl uccnegoBaHue
YPOBHS }Kene3a CbIBOPOTKM KPOBM, UCCEOBaHNE Keneso-
CBSA3bIBAOLLEN CMTOCOOHOCTU CbIBOPOTKM (OOLLEN MM HEHa-
CbILLEHHOW), MUccnegoBaHWe YpoBHA deppuTUHa B KPOBMW,
nuccnegoBaHWe YpoBHSA TpaHcdeppmHa CbIBOPOTKM KpPO-
BW, UCCNeAoBaHWE HacbllleHUs TpaHCcheppuHa Kenesom
NS OLIEHKM COCTOSIHMS MeTabonn3mMa Kenesa B OpraHus-

ve [31, 36-38]. YpoBeHb y6eaUTe/IbHOCTU peKoMeHAa-
uuMn — B (ypoBeHb JOCTOBEPHOCTU JOKa3aTeNbCcTB — 3).

MnepdepputnHemmnss Ha GoOHe HOpPMabHOrO 3Haye-
HUA 06LLEN KeNne30CBsA3biBaloLWEN CNOCOOHOCTM CbiIBOPOTKM
KPOBW 04eHb YacTo BCTpeyaeTcs y naumeHTos ¢ bl (3o 87%
HeneyeHbIx cyobekToB). CoaepaHue deppuTMHa B CbIBO-
POTKE KPOBW Koppenupyet ¢ TsxecTbio Bl M Hanuymem
CM/IEH3KTOMMKU M 3HAYUTENIbHO CHUXKaeTcs Ha ¢oHe Tepa-
num [31, 36]. Mpu aTOM GEPPUTUH MOXKET MNOBbIWATLCS
M NPU HaMYUK OCTPOr0/XPOHUYECKOrO BOCMNaneHnsa Bcnea-
CTBME COMYTCTBYIOLLEN NATONOMMH.

[ns npaBuIbHOM OUEHKM MeTabonM3aMa efnesa Heob-
XOAUMO MccnefoBaHMe He TONbKO GpeppuTHUHA, HO M TpaHC-
deppuHa, Kenel3ocBa3biBaloLEN CMOCOOHOCTU CbIBOPOTKHM
(o6len unnm HeHachblEHHOW), HacbIlWEeHUS TpaHcheppuHa
KeNe3oM, Kenesa CbIBOPOTKM KpoBM. [pu onpeaeneHun
HEenosIHOM NaHenu noKasarenen, 0CO6EHHO B Cllyyae Bocna-
NUTENbHOW rMnepPeppuUTUHEMUU, XapaKkTepHon ans bl ner-
KO MPONyCTUTb COMYTCTBYIOLWNI KenesoaedbuumT unm nepe-
rPY3KY *Kene3oM.

PekomeHaoOBaHO nauMeHTaM C KJIWHWYECKMMM Mpo-
aneHnsamu Bl nccnepoBaHve ypoBHA MapaTUpeonaHOro
ropMOHa M OCTeOKasblLMHa B KPOBW A UCK/IOYEHUS ApY-
rMX NPUYMH 3ab0NeBaHUSA KOCTEW M AN OLEHKM ocTeone-
Huu/ocTeonopo3a [32, 39]. YpoBeHb y6eAUTE/IbHOCTHU
pekomeHaauun — C (ypoBeHb JOCTOBEPHOCTU fOKa3a-
TenbcTB — 5).

PeKkomeHayeTcs BCeM naumMeHTaM C KIMHUYECKUMM NPo-
aneHnsamu Bl npoBeaeHne Koarynorpammbl (OPUEHTUPO-
BOYHOIO MCC/IeAOBaHUS CUCTEMbl remMocTasa): onpegene-
HME MPOTPOMOBMHOBOrO (TPOMOGOMIACTUHOBOIO) BPEMEHMU
(MB) B KpOBM MM B Nna3me, onpeneneHne akTMBUPOBaH-
HOro 4YacTMyHOro TpombonnacTMHOBOro BpemeHu (AYTB)
N MeXAyHapoAHOro HopManu3oBaHHOro oTHoweHus (MHO)
[ON51 OLEHKM YHKLMOHANbHOIO COCTOSIHUS MEeYEHU U CBEp-
TbiBalOLIEN CMCTEMbI KPOBM MpPW MOCTAaHOBKe AvarHo3a bl
W nanee npuv Hanuymm nokazanun [32, 40]. YpoBeHb y6e-
AUTENIbHOCTU peKomeHaauun — C (ypoBeHb focTOBEp-
HOCTU fOKa3aTenbcTB — 5). B Koarynorpamme perucrpu-
pytoT yanuHenune A4TB n MNB [15, 41].

PekomeHaoBaHO BCEM MNaUMEHTAM C KIAMHUYECKUMMU
nposiBneHnamu bl npoBeaeHne TECTUPOBAHUS Ha BUPYCHbIE
renatuTbl B KPOBM, onpeaenexHme aHtureHa (HBsAg) Bupyca
renatuta B (Hepatitis B virus) B KpoBu. OnpegeneHune aHTu-
Ten Knaccos M, G (IgM, 1gG) K Bupycy MmMmmyHoaedbuumuTa
yenoseka BMY-1 B Kposu, onpegenenue I1gM, 18G K BMpycy
nMmyHogedbuumnTa vyenoseka BUY-2 B KpoBM peKomeHao-
BaHO MauMeHTaMm, Y KOTOpbIX B aHamHe3e 6binn nepennBa-
HUS KOMMOHEHTOB AOHOPCKOM KPOBM, C LENbi0 CBOEBpE-
MEHHOW AMarHocTuKu [17, 32]. YpoBeHb y6eaUTEeNbHOCTH
pekomeHaauun — C (ypoBeHb SOCTOBEPHOCTU fOKa3a-
TenbcTB — 5).

He peKomeHAyeTcsi B KayecTBe NepBOW JIMHUK [Oua-
FTHOCTUKW [ETSAM C KIAMHWUYECKUMU nposiBneHusmun bl mop-
donornyeckoe uccnegoBaHMe KOCTHOTO MO3ra B CBSA3M
C WHBA3MBHOCTbIO Npoueaypbl Ans pe6GeHKa W BbICOKUM
PUCKOM NOXHOOTpULATeNbHbIX pedynbratos [2, 3, 15, 16,
18, 19]. YpoBeHb y6eauTenbHOCTU pekomMmeHaaumn — C
(ypoBeHb JOCTOBEPHOCTU AOKa3aTeNbCTB — 5).

Mopdonornyeckoe wuccnegoBaHuMe KOCTHOroO Mo3ra
Cnoco6CTBYET BbIIBNEHUIO XapaKTEPHbIX AUarHOCTUYECKNX
3/1EMEHTOB — KJIETOK lolle M OIHOBPEMEHHO UCK/TIOYEHWIO
onarHosa remo6nactoda wuan numoonponndepaTtMBHOro
3a60/1€eBaHNsA KaK MPUYUHbI LIMTOMEHUU M renaTocneHo-
meranun. OgHako npoueaypa 3abopa KAETOK KOCTHOro
MO3ra sBfseTcs 60/1e3HEeHHON ANd NauneHTa, a pesyabrar
LMTONIOFMYECKOro UCCNefoBaHUa He BCerga MOXeT 6biTb



OAHO3HAYHbIM: AOBOJIbHO BbICOK PUCK NOXHOOTPULATENb-
HbIX pe3ynbTaToB NPU HEOMbLITHOCTU Bpaya-naTofioroaHaTo-
Ma, OnNucbiBaloLWero npenaparT, v Npu peaKoM pacnpeaene-
HUKW KneToK lowe B Mnenorpamme. JIOXKHOMONOXKUTENbHbIE
pesynbTaTbl CBA3aHbl C BblBAEHWEM MCEBAOKNETOK lowWwe
(anbTepHaTMBHO aKTMBMPOBaHHbLIX Makpodaros), onpe-
aensiemblx Npu psage apyrux 3aboneBaHuit (Muenogucnna-
CTUYECKUN CUHAPOM, XPOHUYECKUN MUENOUAHbBIA JIEMKOS,
NeroyHbi Ty6epKynes, MMKOGaAKTEPMO3bl, BPOXKAEHHas
An33pUTponoaTMyecKas aHemus). Mpu aTomM NOKHOOTPULA-
Te/bHble pe3ynbTaTbl HE MO3BONAOT MONHOCTLIO UCKIIOYUTD
Bl NOCKONbKY KneTku lowe 4yBCTBUTESNbHbI K MeXaHu4e-
CKMM NOBPEXAEHUAM W IEFKO pas3pyLiatoTcsa Npu NpUroTos-
JIEHUM N OKpacKe Ma3KoB. Kpome TOro, KNeTKn-MapKepbl
MOryT pacnonaratbcs Ha nepudepun MasKa KOCTHOMO
MO3ra M He Bcerga nonagatoT B none 3peHus mopdono-
ra [1, 3, 15]. MoxeT NpoBOAUTLCS C LIENbl0 UCKIIOYEHUSN
numoonponudpepatMBHbiXx 3aboneBaHWin U Apyrux 3abo-
NleBaHU CUCTEMbl KPOBM, MpOTEKaloWwMX C LUTONEeHUeN
W cniaeHomeranuen.

PekomeHgyeTcst BCEM NauMeHTam C KIMHUYECKMMU Npo-
aBneHusamun bIr onpegeneHne akTMBHOCTHM B-D-rnoko3ngassl
KPOBMU C Lienbio BepuduKaumm auarHosa [2, 15, 16, 18, 19].
YpoBeHb y6eaUTeNbHOCTU peKomeHaauun — C (ypo-
BEHb JOCTOBEPHOCTU fOKa3aTeNbCTB — 4).

BUOXMMUYECKUM KPpUTEPMEM TOYHOrO AMarHosa aBnd-
€TCS CHUXEeHWe aKTMBHOCTM depmeHTa [B-D-rnoKko3naassl
B KneTkax Kposwu [7, 10, 16]. B HacToslllee Bpemsa onpe-
AeNeHne akTMBHOCTM depMeHTa Yalle NpoBOAMUTCS B NAT-
HaXx BbICYLEHHOW KPOBW C MCNONb30BaHMEM MeTofda TaH-
AEMHOW mMacc-crnekTpoMeTpuun. MNpenmyectsaMmn JaHHOM
METOAMKM SBAAIOTCH MUHMMabHble Tpeb6OBaHMA K 3a6opy
KPOBM Ha wucchnefoBaHWe, JOCTaBKE M XpaHeHutio 6Mo-
o6pasuos [42].

PeKkomeHayeTcst BCEM NaLMeHTamM CO CHUKEHHOM aKTUB-
HoCTblo depmeHTa B-D-rnoKo3naassl B KPOBM NpoBeaeHne
MOIEKYNSAPHO-FEHETUYECKOrO CCeA0BaHMSA C LLeNbIO BbISB-
NeHns MyTaumi reHa GBA ans noatBepaeHus guarHosa
W yToyHeHus Tuna 3aboneBanHus [3, 6, 10, 15]. YpoBeHb
y6eauTeNIbHOCTU peKomeHgauun — C (ypoBeHb J0OCTO-
BEPHOCTU A0Ka3aTeNbCTB — 4).

MoneKynapHo-reHeTnyeckaa auarHoctuka bl nosso-
naeT o6HapyKUTb NaToreHHble BapnaHTbl reHa GBA B noga-
BasowemM 60nbWKHCTBE cnyYaeB. Ha nepsom aTane npo-
MCXOAMT MOUCK Haubosiee pacnpoCTPaHEHHbIX MyTauuw,
4YTO NO3BONSET BbIABUTL A0 80% 3Ha4YMMblX BapuvaHTOB
reHa (0cob6eHHO B monynduusax ¢ npeobnagaHnem onpe-
AeNeHHbIX MyTauun). Ha BTopom 3Tane NpoBOAAT MOWUCK
peaKnx U HOBbIX MyTauui. B page cny4yaeB Ha OCHOBaHUK
reHoTMNna BO3MOXHO NPOrHO3MPOBaHKE TAKECTU TeYEHUS
Br [10, 11].

PeKkomeHgyeTcs BCEM NauMeHTam C KIMHUYECKMMU Npo-
aBneHnaMn Bl onpegeneHne KOHUEHTpauuu TOKO3UI-
couHrosmHa (Lyso-Gbl) B KpoBM Ha 3Tane AMarHOCTMKM
AN MOHUTOPUHIa Tepanuu n NnporpeccnupoBaHms 3abonesa-
HUA — 1 pasBroa(7,15, 16, 43, 44]. YpoBeHb y6eauTesb-
HOCTU peKomeHpauun — A (ypoBeHb AOCTOBEPHOCTHU
AoKasaTtenbcTB — 3).

Bbuomapkep Lyso-Gbl aBnsetcs nNpou3BOAHbIM [tO-
Kouepebpo3nga v ob6nagaet BbICOKOW cheunduyHo-
CTblO M YyBCTBWUTENIbHOCTbIO, U €ro OrnpeaeneHne BaxKHO
KaK 419 OWarHoCTUKM, TaK U AN KOHTpons nedexus b
[43-45]. OnpeneneHve KOHLEHTPaALUK 3TOro 6MoMapKepa
LenecoobpasHo NPOBOAUTL OAHOBPEMEHHO C U3MEPEHUEM
aKTUBHOCTU pepmeHTa, 4ToObl He NPONYCTUTL KpanHe pea-
Kne dpopmbl BI' ¢ gedunumTom canosuHa, a TakKe cnyyau brr
C BbICOKOM OCTaTO4YHOW aKTUBHOCTbIO hepmeHTa.

UHCTPYMEHTA/IbHbIE AUAFHOCTUYECKHUE

UCCNEQOBAHUSA

PekomeHayeTcss BceM MNauMeHTaM C KIMHUYECKMMMU
npossneHnamu bl npoBegeHue Y3M opraHoB OpIOLIHOM
NosoCTU M MO NoKadaHuaM — MPT neyeHU U ceneseHKu
C LeNblo onpeaeneHnss UCXo0AHOro pasmepa/o6bema opra-
HOB M BbISIBJIEHUS UX O4ArOBbIX MOPAXKEHUM NPU NOCTAHOBKE
[unarHosa v ganee B cpegHem 1 pas B 6 Mec npu Hadane
Tepanuu, 3aTeM B cpegHem 1 pas B rog [2, 3, 16, 18, 19].
YpoBeHb y6eaUTeNbHOCTU peKomMeHpauun — C (ypo-
BeHb JOCTOBEPHOCTU JOKa3aTeNbCTB — 5).

MpoeeaeHne Y3M n MPT nedyeHn u cenedeHkn (Y3U
OpraHoB 6PIOLIHOM NONOCTU (KoMnneKcHoe) U1 MPT opraHoB
GPIOLWHOM MOJSIOCTH) HEO6XO0AUMO /151 OLIEHKM TeyeHus 3abo-
NneBaHus 1 nocnegyowero KoHTponsa adpodektuBHoctn G3T.
Mo gaHHbIM nuTepatypbl, y 20% nauMeHToB B CTPYKType
OpraHoB BbISBASIOTCS KPYMHblE€ TMMNO3XOrEHHbIE YYacTKK
HenpaBWibHON GOPMbl, OAHOPOAHOW CTPYKTYPbI, C HEYETKUM
pa3MbITbiM KOHTYPOM M 6€3 4YEeTKOM JloKanu3aumm — TaK
HasblBaeMble «y3/bl loLWe», AW rowepoMbl, NPeaCcTaBAsAO-
e coborn ovarv M36bITOYHOrO HaKOMAEeHUs KNeToK lole
[15, 28]. Hapko3 — no NoKasaHuaM.

PekomeHayeTcs BCeM NaLMeHTaM ¢ KIMHUYECKUMM NPOo-
aBneHuamun bl npoBefgeHve peHTreHorpaduu TpybyaTbix
KOCTeW cKkeneTta (peHTreHorpadmsa NoparKEHHOM YacTu KOCT-
HOrO CKefeTa) AN BbIBIEHUS U OLIEHKMU TSXKECTU Nopae-
HWSI KOCTHO-CYCT@BHOM CUCTEMbI MPM NOCTAHOBKE AMarHo3a
W nanee no nokasaHuam [2, 3, 15, 16, 18, 19]. YpoBeHb
y6eauTeNbHOCTU peKomeHaauun — C (ypoBeHb J0OCTO-
BEPHOCTU JOKa3aTtenbCTB — 4).

MpumeHseTca ans obHapyKeHus aepopmMauni ckenera,
nepesioMoB Y ONpPeaENeHNs TOSLLMHBbI KOPKOBOTO C/1051 KOCTEN
[19, 30]. U3MeHEHN KOCTHOM TKaHW MpPU peHTreHorpadum
Tpy64aTbiX KOCTEN MOTYT OblTb NPeACTaBEHbl UCTOHYEHUEM
HaAKOCTHULbI, 9HAOCTaNIbHOM 3y64YaTOCTbIO WU MOHWMMKEHHON
TpabeKynapHOCTbIO; AMDDY3HBIM OCTEONOPO30M, XapaKTep-
HOWM KonboobpasHov aedopMaumen AuCTanbHbIX OTAENOB
6eApEHHbIX M MPOKCUMMasbHbIX OTAEN0B 60sbliebepLIOBbIX
KOCTen (Konbbl ApneHMenepa), NoBbILLEHUEM PEHTIEHOMPO3-
PaYHOCTM KOCTHOM TKaHW; Ha/lMYMEM KUCTOBWAHbLIX MPOCBET-
NIEHWI, OYaramu OCTeosiM3nca, OCTEOCK/IEPO3a M OCTEOHe-
KpO3a, NaTonorniecknumu nepenomamu [46-48].

PekoMmeHayeTcs pacCMOTPETb NalMeHTaM C KIWHW4Ye-
CKMMK nposBneHuamu bl npoBeaeHne MPT 6eapeHHbIx
Kocten (MPT KOCTHOM TKaHu (0iHa 0651acTb)) M Ta3o6eapeH-
HbIx cycTaBoB (MPT cycTaBoB (0AMH CyCTaB)) C Lie/ibio OLLEH-
KW CTENEHU MHOUABLTPALMM KOCTHOMO MO3ra, AMAarHOCTUKK
KOCTHbIX KPU30B (MPWU HaIMYUM XapPaKTEPHON KIMHUYECKOM
KapTWHbI) M BbISIBJEHWS 04aroB acenTUYEeCKOro HeKpo3a
KOCTM NpKW NOCTaHOBKE AMarHo3a v ganee no nokasaHuam
[2, 18, 48]. YpoBeHb y6eaUTENbHOCTU PEKOMeHAaLun —
C (ypoBeHb OCTOBEPHOCTU AOKa3aTeNbCTB — 5).

PekoMmeHayeTcs pacCMOTPETb NalMeHTaM C KAWHW4Ye-
CKMMM nposiBneHnamu BIC ¢ npusHakamu nopaxKeHns Kpyn-
HbIX CyCTaBOB M OCEBOro cKkeneta npoBeaerHune KT ¢ uenbto
OLIEHKM TSXKeCTU nopaxkeHus [49]. YpoBeHb yo6eauTenb-
HOCTU peKomeHpauui — C (ypoBeHb JOCTOBEPHOCTHU
AOKa3aTtenbCcTB — 4).

PekomeHayeTcs nauMeHTam € KIMHUYECKMMU MposiBNe-
HusSMKU Bl npoBeaeHMe PEHTreHOAEHCUTOMETPUU C LIENbIO
BbISIBJIEHUA CHUXXEHHOW MWHEpanbHOM MAOTHOCTU KOCTHOM
TKaHu (MIKT) npn noctaHoBKe anMarHo3a bl v ganee npo-
Be/IEHNE UccnegoBaHus He pexe yem 1 pas B roa[2, 18, 19,
48, 50]. YpoBeHb y6eauTeNbHOCTU peKomeHaauun — C
(ypoBeHb JOCTOBEPHOCTU AOKa3aTeNbCTB — 4).

KonnyecTBEHHbIM METOAOM JlyYEBOM [AMArHOCTUKM
y neten ¢ Bl ABndeTca peHTreHoAeHCUTOMETPUS Mosic-
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CLINICAL RECOMMENDATIONS

KJIMHUYECKUE PEKOMEHAALUUU

HMYHOrO OTAeNa MO3BOHOYHMKA, KoTopas npeacraBaser
CcoOOM «30N10TON CTaHAapT AN BbIABNEHWUS CHUXEHHOMN
MMKT. MeToa ocHOBbIBAETCS Ha onpeaeneHn NPoeKLMoH-
Hon MIMKT, ycTaHaBnnBaeT U3MEHEHWUS HA PaAHHUX CTaAMAX
Bl 1 no3Bonser NpPoBOANTb MOHUTOPUHI 3DDEKTUBHOCTH
Tepanuu. CteneHb cHMxeHua MIMKT y netei onpeaensercs
C NOMOLLbIO Z-KPUTEPUSA (Z-SCore) — Konuyectsa cTaHfapT-
HbIX OTKJIOHEHWIN (SD), Ha KOoTopoe pe3ynbTaT U3MepeHus
OTNMYaeTCs OT CpefHen BenWyuHbl AN9 AaHHOro BO3pac-
Ta v nona. HenmHBa3nMBHOCTb, WKPOKas AOCTYMHOCTb, HU3-
Kas nyyeBas Harpyska, ObICTpOe MonyvyeHue pel3ynbraTtoB
W BbiICOKas TO4HOCTb KOJIMYECTBEHHOIO aHanM3a No3BONSAOT
MCNONb30BaTb PEHTITEHOAEHCUTOMETPUIO Y AeTel. AHanu3
pes3ynbTaToB MPOBOAMTCS C Y4E€TOM KOCTHOro BO3pacTa
pebeHKa, onpenensieMoro npeaBapuTenbHO NO PEHTreHo-
rpammam KocTew kucten [15, 51, 52].

PekomeHayeTcs naumMeHTam ¢ KIMHUYECKUMN NPU3HaKa-
Mu BI" (Mo noKasaHuaMm) npoBeaeHne Aonniep-axoKapano-
rpadun, anekTpokapanorpadumn Ana GUarHOCTUKKU U KOH-
TPONSA NEroYHoM runepTeH3nn; peHTreHorpadum nerkux
nnu KT opraHoB rpyaHow NoaocTv AN AMarHOCTUKM M KOH-
TPOAS COCTOSIHUA Nerkux; uccnegosaHve GyHKUMM BHEL-
HEero AblxaHus ANS OLEHKW NeroyHon GpyHkumu [3, 19, 22,
32, 53]. YpoBeHb y6eaUTENbHOCTU peKoOMeHaauun — C
(ypoBEHb JOCTOBEPHOCTHU AOKa3aTeNbCTB — 5).

MpKn HanM4yMM NopaKeHms Nerkux nccnefoBaHUs NPoBo-
4ATCS B AMHAMMKeE, YacToTa onpeaensercs MHANBUAYyanbHo.
NccnepoBaHne GYyHKUMWM BHEWHEro AblxaHusa (MccnepoBa-
HWe HeCNPOBOLMPOBAHHbIX AblxaTeNbHbIX 06bEMOB W MOTO-
KOB) NpoBoAMUTCS AeTsaM € 5 neT.

PekomeHayeTca nauneHTam ¢ KIAWMHUYECKUMU Mpu-
3Hakamn Bl npoBeaeHne a3odaroracTpoayofeHOCKONUU
NPV HaNM4YUK COOTBETCTBYIOLMX XKanob ¢ Lebio BbIiBAEHMS
Nopa*KeHUs BEPXHWUX OTAEN0B KeNYAOHHO-KMLLEYHOrO TPaKTa
[54-56]. YpoBeHb y6eauTenbHOCTU peKomeHaauun — C
(ypoBeHb JOCTOBEPHOCTU JOKa3aTeNbCTB — 5).

PeKkomeHgyeTcs maumeHTam € MOLO3PEHWEM Ha Hew-
poHonaTtuyeckun TMn Bl npoBeaeHue aneKTpoaHuedano-
rpadvu ¢ BUAEOMOHUTOPUHIOM C LIe/blO AUArHOCTUKMU 3MNu-
NenTMyeckon aktmBHoctu [3, 17, 19, 32, 57]. YpoBeHb
y6eauTenbHOCTU pekoMmeHaauun — C (ypoBeHb A0OCTO-
BEPHOCTU JOKa3aTenbCcTB — 4).

PekomeHfoBaHa BceM nauMeHTaM C KJIWMHUYECKUMMU
npu3Hakamu bl KoHcynbTauua Bpayva-odTanbmonora
¢ npoBegeHneM obTaNbMOCKOMUKU C Leblo AMArHOCTUKHK
nopaxeHus rnas, afiekTpooKynorpadmm (N0 BO3MOXKHOC-
TM) — nauueHTam C KAMHUYECKMMMU NPU3HaAKaMu Henpo-
Honatuyecknx dopm Bl [58]. YpoBeHb y6eaUTENbHOCTH
peKomeHpauui — A (YypoBeHb JOCTOBEPHOCTU JOKa3a-
TenbcTB — 3).

[Ma3Hble CMMNTOMbI MOTYT BCTPEYaTbCs Npu pasinyHbIX
Tunax Bl npu Bl 2-ro n 3-ro tunoB Ha6nogatoTcs OMA
n/uUnn Kocornasue (ctpabusm), ocoboe BHUMaHUe cnegyet
yAeNUTb nauueHTaMm € NOAO3PEHUEM MAW YCTAHOBJIEHHbLIM
avarHosom bl 3C Tvna B CBA3M C BEPOSATHOCTbIO Pa3BUTHSA
NMOMYTHEHMS POrOBULLbI.

PekomeHaoBaHO nauMeHTaM C KAWHWYECKMMM Mpu-
3Hakamu Bl nNpu HanMyMmM HEBPONOrMYECKOM cuMMTOMa-
TUKK npoBegeHne MPT unun (MmeHee npeanoyTutensHo) KT
rOIOBHOrO MO3ra C LUeNblo BU3yanu3auun MnoparKeHun
ronoBHOro mo3ra [32, 59, 60]. YpoBeHb y6eaUTENbHOCTH
peKomeHaauun — C (ypoBeHb AOCTOBEPHOCTU JOKa3a-
TenbcTB — 5).

Y naumneHToB C HeMpoHonaTuyeckumu Tunamu bIM onuca-
Hbl C/ly4an KOPKOBO-MOAKOPKOBOM aTpodun roIOBHOro MO3-
ra. Tak)Ke AaHHble MeToAbl NO3BOASAIOT NPOBOAUTL Andde-
peHuUnanbHO-ANarHOCTUYECKUIM NMOUCK cpean 3aboneBaHui

CO CXO[HbIMW KIWHUYECKMMM MposiBNEHUIMU. Hapkos —
no noKasaHusmM.

PekomeH0BaHO NauMeHTam C KAMHUYECKUMU NPU3Ha-
Kamu unu aguarHoctupoBaHHon Bl 3C Tuna npoBeaeHue
axoKapanorpadumn ¢ Lenbo AMarHoCTUKM U KOHTPONS Kaslb-
umMduKaumm KnanaHoB cepaua [32, 39]. YpoBeHb y6eau-
Te/IbHOCTU peKkoMeHpauun — C (ypoBeHb JOCTOBEPHO-
CTU fiI0Ka3aTeNbCTB — 5). TaKkKe MOXeT NpoBoAnTbLCS Y3U
KOPOHapPHbIX apTepui, aopTbl (AyN1eKCHOe CKaHMpOoBaHWe
aopThl, AYNJIEKCHOE CKaHWPOBaHWE KOPOHAPHbIX COCYAOB)
C LleNblo ANarHoCTUKM M MOHUTOPUPOBAHUS KaNbLMdpUKaLmMm
cepaua u cocyaos [61].

PekomeHaoBaHbl NPpU KAMHUYECKUX NMpu3HaKkax blr Hen-
pOHOMATUYECKOro TUNa MccnegoBaHMe crnyxa Yy MaleHbKUX
[eTen, TOHaNbHas ayAMOMEeTPUs y AeTel cTapliero Bo3pacTa
C LIENIbIO OLIEHKM CNTYX0BOM DYHKLUKU, B TOM YUCNE B AUHAMMU-
Ke [32]. YpoBeHb y6eaUTeNnbHOCTU peKomeHgauuim — C
(ypoBeHb AOCTOBEPHOCTU JOKa3aTenbCcTB — 5).

WUHBIE AUATHOCTUYECKMUE UCC/NIEAOBAHUA

PekomeHayeTcs npu MNOCTaHOBKE AuMarHo3a nauueH-
TaM C KIMHUYECKMMKU Npu3Hakamun bl npuMeHsaTb MynbTu-
AVMCUMNAMHAPHbBIM NOAX0L4 BBMAY TOro, 4Yto 3abofieBaHue
XapaKTepusyeTcs NnopaxeHUeM MHOMMX OpraHoB U CUCTEM,
TpebyeT KOMMNEKCHOM Tepanuu, 4YTo AMKTYEeT HeobXxonu-
MOCTb COBMECTHOrO BeAeHMs nauueHTa cneuuanuctamu
pa3Hbix npodunen [58, 62-64]. YpoBeHb y6eaUTeNb-
HOCTU peKomMeHpauuin — C (ypoBeHb JOCTOBEPHOCTHU
AOKa3aTenbCcTB — 5).

lMoKa3aHbl NepBMUYHbIE U NOBTOPHbIE KOHCY/bTaLMK BPpa-
Yya-neguatpa / Bpada obwen NpakTUKK (ceMenHoro Bpaya),
remaTonora / AETCKOro OHKofora-remMartonora, ractpoaH-
Teponora, reHeTuKa, HeBposora, obTanbmonora, TpaBma-
Tonora-opTtoneaa, AETCKOro Kapauonora, nynbMOHOMOra,
CcypAonora-oTopMHoONapuHronora, ncuxuarpa, MeguLMHCKO-
ro ncuxofiora, a TaK)e Bpayven Apyrux cneuunanbHoOCTEN
nauueHtam ¢ bl' B 3aBUCUMOCTM OT KIMHUYECKOM CUTYaLMK
[58, 62-64].

He pekomeHgoBaHbl nNpu nogo3peHun Ha bl nposene-
HWe MyHKLMKM KOCTHOrO MO3ra W Apyrue MHBasuBHble Ana-
FHOCTMYECKME MeponpuaTHa (BMONCHUS NeYeHU, cenel3eHKm)
B CBSA3M C OTCYyTCTBMEM 06OCHOBAHHOM HEOBXOAMMOCTH [65].
YpoBeHb y6eauTeNnbHOCTU peKomeHaauun — C (ypo-
BEHb OCTOBEPHOCTU fOKa3aTenbcTB — 5).

Mpu coBpemMeHHOM ypoBHe NnabopaTOpHOM AMarHOCTH-
KM HEeT HeobXoAMMOCTM Moucka rowepom. Mccnegosanms
MOryT NPOBOAMTLCA TONbKO B crnyyae anddepeHumansHon
[LMarHoCTUKM / MOMCKa MHOW NaTonoruu.

AUOOEPEHLUANIBHAA AUATHOCTUKA

[OunarHo3 bl ycTaHaBAMBaeTCH Ha OCHOBAHMU COBOKYM-
HOCTU KJIMHWYECKMX [OaHHbIX, pe3ynbTatoB NlabopaTopHO-
ro uccneaoBaHus, BKAOYalOWeEro B ce6s GMOXMMUYECKUM
N MONEKYNAPHO-TEHETUYECKUIN aHann3.

YuynTbiBaa BblpaxeHHYi0 GEHOTUNMUYECKYI0 retepo-
reHHOCTb, LWMPOKYI0 BapuabenbHOCTb BO3pacTa AebtoTa
Bl HecneuMPUYHOCTb PaAHHUX KIMHWUYECKUX NposiBle-
HUN, HEOBXO0AMMO MPOBOAUTL AMddepeHUMnaNbHylO Ana-
FHOCTUKY C 60NbLIMM KOIMYECTBOM remMaToNorMYecKux,
NeYeHOYHbIX, KOCTHbIX, HEBPOJIOTMYECKUX 3aboneBaHum
M APYrMMU HacneacTBeHHbIMU MeTabonnMyecKkumu 6ones-
HAaMu [3, 15, 19].

[OuarHos bI' cneayet 3anofo3puTb y NauneHTa ¢ Heo6b-
SICHUMOMN CMNJIEHO- U renaTtomMerannen, UMTONeHnemh U CUM-
NTOMaMu NopaxKeHUs KOCTeMN.

Ona Bl 1-ro Tna B 3aBUCMMOCTHK OT BMAa MaHudecTa-
UMM — pa3Hoobpa3Hble 3K30reHHble U HacneacTBEHHble



3a60neBaHuKsa, COMPOBOXAAlOLWMECA BUCLEpOMeranven,
OCTPbIMK BONSIMM B KOCTSIX, KPOBOTOYMBOCTLIO MpPU OTCYT-
CTBMMW HEBPONOTMYECKON CUMNTOMATUKM.

LIMTONEHNYECKMI U reMopparnyecKkni CUHAPOMBbI Yalle
BCEero Heobxoanmo anddepeHumpoBaTtb ¢ numbonponmde-
paTMBHbIMK U MUenonponndepaTMBHbIMU 3a60NEBaAHUSAMM,
MWUENOAUCNNACTUYECKUM CUHAPOMOM, aHEMWUSMWU APYrom
3TUONOrUU, UMMYHHOW TPOMBOLMTONEHUEN, TPOMBOLMTONA-
TUAMK U Koarynonatusamu (remoodunus) [1, 66].

OnddepeHunanbHylo AMarHOCTUKY renatofiMeHanbHoro
CYHAPOMa NPOBOAAT C APYrMMK 3ab0NeBaHUAMU, XapaKTe-
PUBYIOLLMMHUCS YBENMYEHNEM MEYEHN U CENE3EHKM, NpeXxKae
BCEro co couHronnnuaolamu (6onesHb HumaHHa — luka,
™Mn A/B), 3a6oneBaHUIMU MeYeHn C pasBUTUEM LMPPO-
3a W NnopTaibHOW TUNEPTEH3UU (BHYTPUYTPOOHbIE WUHPEK-
LMW, BUPYCHbIE renaTuTbl, ayTOMMMYHHbIN renatuT, 601e3Hb
BunbcoHa, rnuKkoreHoBass 60/e3Hb, HEAOCTAaTOYHOCTb
anbda-1-aHTUTPUNCUHA, TUPO3UHEMUS, AeDULUT TN30COM-
HOM KWCNOW nunasbl, reMoXpomMartos, rmcTmoumTos) [5, 12,
15, 671].

OnddepeHyunanbHylo [OMArHOCTUKY acenTUYeCKMX
HEKPO30B roN0BKK 6epeHHON KOCTU NPOBOAAT ¢ 60M1e3-
Hbto lMepTeca; KOCTHbIX KPUM30B — C OCTEOMWENUTOM;
XPOHUYECKUX OCCaNrnMm U apTpanrnun — ¢ 6019Mu pocTa,
peBMaToNorn4yecKon natonornen (@apTpuTbl), remobnacTo-
3aMu, CUHAPOMOM BaHTU U KOCTHbIM Tyb6epKynesom [15,
16, 68].

MpKn gnarHocTMKe renatocnieHoMeranum ¢ HEBPONOru-
4ecKoW cumnToMaTukom (2-n n 3- Tunel BIN) Heo6xoanMO
WCKNOYNTb BCE MHbAHTUNBbHbIE GOPMbI CHUHIONMMNMA030B
(6one3Hb HumanHa - Muka, Tun C), GM1-raHrnMo3naos,
rafiaktocvManuaos, 6one3Hb BonbmaHa, 6one3Hb Papbepa
(aTununyHble GopMbl), a TakxKe BpoxaeHHyto OMA [5, 12, 15].

Kpome ToOro, pexkomeHgoBaHo AaudbdepeHumpoBaTb
¢ GM2-raHrmMo3ng030M — OCHOBHbIMU KIIMHUYECKUMM NPO-
ABNEHUAMMN BONE3HU ABASIOTCH PEerpecc MOTOPHbIX MU MCU-
XOpeYeBbIX HAaBbIKOB, YXyALIEHNE KOrHUTUBHbLIX MPOLLECCOB,
nporpeccupyowas Mmakpouedanus, auddysHasa MblleyHas
rMNOTOHMA (BO3MOXEH Mapasny), CYAOPOXKHbIM CUHAPOM.
[MpaKTUYeCKM y BCEX NALMEHTOB C AaHHbIM 3a6ofeBaHueMm
npu odTanbMOCKOMUM BbIBASETCS CMMNTOM «BULLUHEBOM
KOCTOYKW» Ha rna3Hom aHe [69].

MeauKo-reHeTU4eCKoe KOHCY/IbTUpoBaHue

M KOMIUIEKCHOE ucciejoBaHue Ana npeHaTalbHON

AWarHOCTUKMW HapyLleHUn pa3BUTUA peGeHKa

(npeHaTtanbHas gMarHoCcTUKa)

PekomeHpyeTcs ceMmbsiM ¢ getbMu ¢ Bl KoHcynbTauus
Bpaya-reHeTnKa Cc NpoBEeAEHUEM MeAUKO-reHEeTUYEeCKOoro
KOHCYNbTMPOBaHMS (M NpoBefeHnemM Heobxoanmoro obene-
[OBaHWs MO ero peKoMeHAauuu) C Lebld pas3bsiCHEHUA
reHeTM4yecKoro pucka [2, 3, 16-19]. YpoBeHb y6egurtesb-
HOCTH peKoMeHpauuin — C (ypoBeHb JOCTOBEPHOCTHU
AOKasaTtenbCcTB — 4).

Kak 1 npu gpyrux ayToCOMHO-peLLeCCUBHbIX 3abonesa-
Husax, Npu Bl ang Kaxxaon 6epeMeHHOCTU PUCK POXKAEHUS
pebeHKa ¢ bl coctaBnaeT 25%. B ceMbsix, rae ecTb pebeHoK
¢ Br, cyuiecTByeT BOBMOXKHOCTb NPOBEAEHUS KOMMIEKCHOIO
nccneaoBaHusa s npeHatanbHON AMarHOCTUKK HapyLWweHUN
pa3BuTUa pebeHKa (NnpeHaTasbHOM AWMArHOCTUKKM) U npe-
UMNAQHTALMOHHOIO rEHEeTUYECKOro TECTUPOBAHUSA (MPenM-
NAaHTauMOHHOM AMArHOCTUKM).

KomnnekcHoe uccnegoBaHue And npeHatanbHOM Aua-
THOCTUKM HapyleHUn pas3BuTua pebeHKka (BHYTPUYTPOO-
HO) NPOBOAUTCA MONEKYNAPHO-TEHETUYECKUMN METOLaMM,
nytem uccneposanusa AHK, BbigeneHHon M3 6uontata Bop-
CWMH XOpWOHa Ha 9-11-1 Hep.

JIEMEHME

KoHcepBaTuBHOE ne4yeHue

PekomeHgyeTca noxmnaHeHHas P3T naumeHTam ¢ noa-
TBEPXKAEHHbIM AnarHo3om Bl 1-ro Tmna 6e3 noparKeHus
HepBHOW cuctembl [1-3, 5, 13] n naumMeHTaMm ¢ XpOHUYECKUM
nopakeHmem HepsHoW cuctembl (Bl 3-ro TMna), y KoTto-
pbIX UMEKTCH KIMHUYECKU 3HAYMMble HEHEBPOOTMYECKME
(remaTonornyecKkne, BUCLIEPanbHble, KOCTHbIE) NPOSBNEHNUS
3abonesaHusa [3, 16-18, 70]. YpoBeHb y6eaAUTE/IbHOCTHU
pekomeHpauun — C (ypoBeHb JOCTOBEPHOCTU JJOKa3a-
TeNnbCTB — 2).

®3T obecneynmBaeT yCTOMYMBOE YNyylleHWEe COCTOSHUSA
nauMeHTOB: HOPManM3yeT KOHLIEHTpauWo remornobuHa,
KONMMYeCcTBO TPOMGOLIMTOB; pa3mep MeYEeHW U CEeNe3EeHKM
(y HECMIEHIKTOMMPOBAHHbIX 60JbHbIX); KYNUPYeT KOCTHble
6011, NpefoTBpaLLaeT Pa3BUTUE OCTEOHEKPO30B M KOCTHbIX
KPW30B; NPMBOAMT K HOpManu3auun pocTa v 3Ha4YUTebHO
MOBbILAET KA4eCTBO XWU3HU geTen ¢ bBI.

B cBA3K C reteporeHHoCTb0 3aboneBaHus go3a npe-
napaTta AO/KHa noa6upaTbCid MHAMBMAYANbHO, 3aBUCKT
OT TSXKECTU MPOSIBIEHUA U MOMKET MOBbIWATLCA WKW CHU-
*aTbCs B 3aBMCMMOCTM OT YCMELIHOCTU AOCTUKEHNS Tepa-
NEBTUYECKUX LENIeN Ha OCHOBAHWUWM OLEHKWM KJIMHUYECKMUX
M NabopaTopHO-UHCTPYMEHTaNbHbIX NposBNeHnn [2, 3, 16,
17, 71]. NMpenmywecteom P3T gaBnseTca BbICOKOM Npoduiib
6e30MacHOCTU U 3GPEKTUBHOCTHM AN1F KYNMUPOBAHUSA OCHOB-
HbIX NposiBneHun Bl a HegocTaTKM 06YCNOBMEHbI YacTbiMM
MHOY3USMK, CHUMNKAKOWMMU KaA4YeCTBO MKM3HKU MNaLMEHTOB,
N OTCYTCTBMEM BIMSHUS HA HEBPOJIOTMYECKYO CUMMITOMATH-
Ky (AaXke npu BbICOKUX A03aX) B CBA3U C HEBO3MOXHOCTbIO
NMPOHUKHOBEHMSA NpenapaTa Yepes3 reMaTtosHuePanInyecKum
6apbep M OTCYTCTBMEM MaHHO3HbIX PELIENTOPOB Ha MEM-
6paHax HenpoHoB [15, 71, 72].

B Poccuinckon deaepalmm 3aperMcTpMpoBaHbl 3 nekap-
CTBEHHbIX cpeacTBa ans nposeaeHus O3T:

°  umuUrouepasa;

° Benarnwuepasa anboda;

° Tanurnouepasa anbda.

Umurnoyepasza — moaudumumpoBaHHasa Gopma KUCIon
B-rnioko3naasbl YeloBEKa — NOKa3aHa A/ ieyeHns feten
M B3POC/bIX C NOATBEPHKAEHHbIM AnarHo3om bl PaspelieHa
c poxaeHus. Y gneten ¢ bl HayanbHasa go3a MmuUrIoLepasbl
COCTaBNSET:

e npu 1-m TMne Bl 6e3 noparkeHua TpybyaTbiX KOCTEM
cKkeneta — 15-30 E[l/kr Ha 1 BBeaeHue 1 pa3 B 2 Hefq
[3, 73, 74);

° npu 1-m Tune Bl ¢ nopaxeHuem TpybyaTbiX KOCTEN
cKeneTa (KOCTHble KpW3bl, NATOIOTMYECKNE NMEPESOMBI,
oyarv NUTUYECKOW AeCTPYKUMK, acenTUieCcKUn HEKPO3
rofloBOK 6eapeHHbIX KocTen) — 60 E[l/Kr Ha 1 BBefge-
Hue 1 pa3 B 2 Hep [13, 56-60];

* npu 3-m Tvne bI' — 60 E[/Kkr Ha 1 BBegeHue 1 pas
B 2 Hepd.

Benarnwuepa3sa anbga nokasaHa Ana AIUTENbHOro
neveHus geten ¢ bl 1-ro Tmna ¢ poxaeHus. PekomeHayemas
fo3a coctaBnset 30-60 E[l/kr 1 pas B 2 HeA. 103y MOXHO
KOpPEeKTUpoBaTb MHAMBUAYANIbHO, HA OCHOBaHMM JOCTUMKE-
HUS OXKMaaemoro apodeKTa U ero CoOXpaHeHus, 0IHaKo Npw-
MeHeHue 103 Bbiwe 60 E[l/Kr He nayyeHo [3, 75-78].

MoKeT OKa3biBaTb BO3JEWCTBME Ha BUCLEpabHble
NnposiBNEHNS y NauMeHToB ¢ 3aboneBaHuem 3-ro Tuna,
HO He BAMUSIET Ha HeBponorndyeckun ucxon [32]. losa Bena-
rmouepasbl anbda npu bl 3-ro Tuna — 60 EA/Kr B 1 BBE-
nexue [79, 80].

Tanurnwouyepasa anbga nokaszaHa NS NevYeHus aeTten
M B3POC/bIX C MOATBEPXKAEHHbIM AnarHo3om bIM 1-ro Tuna.
[Ona nevyeHuss geten B Bo3pacTte OT 2 A0 18 neT ¢ BUC-
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KJIMHUYECKUE PEKOMEHAALUUU

uepanbHbIMU MW FemMaToNorMyeckumm nposisneHnsmu bl
PekomeHayemasn posa coctaBnser 30-60 EA/kr 1 pas
B 2 Hej — B 3aBMCUMMOCTU OT KJIMHUYECKOMN OLIEHKM, MPO-
BeJEHHON NlevallmMm Bpayvom [6, 81, 82].

He pexkomeHayetcs P3T npu Bl 2-ro TMna B CBA3K
c oTcytcTBMeM addeKTa [64]. YpoBeHb y6eaAUTENIbHOCTHU
peKomeHaauuin — C (ypoBeHb AOCTOBEPHOCTU JOKa3a-
TenbcTB — 5).

PekomeHayetca nauueHTam ¢ bl gna npodunakTuku
M NpU pasBUTUM MNPOSIBAIEHUI OCTEONEeHMM/ocTeonoposa
B KOMMJIEKCHOM Tepanuu NpUMeHsATb, COrnacHo 06LLEeNpPUHS-
TbIM peKoMeHfauuam, npenapatbl rpynn «Butammu D u ero
aHanorun», «fpenapatbl KanbUus» ANg 3ameaneHus v npe-
KpalleHMs noTepu KOCTHOW Macchl, MOBbIWEHUS ee Mpoy-
HOCTM, NpeaoTBpalleHns nepenomoB KocTen [83]. YpoBeHb
y6eauTenbHOCTU pekoMmeHaauun — C (ypoBeHb A0OCTO-
BEPHOCTHU JOKa3aTenbCTB — 5).

Momumo P3T, Ha PpoHe KOTOPOW MOKalaHo ynyyule-
HWEe COCTOSIHUS KOCTHOW TKaHu y nauueHTtos ¢ Bl y geten
C JaHHbIM 3a60/1IeBaHMEM MPUMEHSAETCS CUMNTOMaTUYecKas
Tepanus, BKAOYalowas HasHa4yeHue gueTbl, 060oraleHHoOn
KanbLuKneMm, 1 npenapatoB KaibLus COBMECTHO C npenapa-
ToM rpynnbl BuTamuHa D n ero aHanoros. lNpumeHsoTcs
npenapaTbl B COOTBETCTBMU C PEKOMEHAALMAMM MO OCTEO-
nopo3y/oCTeONEeHUMN.

B KayecTBe cuMMMITOMaTM4eCKOW Tepamnuu CKeNeTHbIX
OCNOXHeHUM Bl 1-ro TMNa NpuMeHsT Npu 605X MecTHble
n nepopanbHble GOPMbl HECTEPOMAHbLIX MPOTUMBOBOCNANM-
TenbHbIX Npenapatos (HIMBIM) u (B psae cnyvyaes) NPOTUBO-
MUKPOOGHbIE NpenapaTbl CUCTEMHOrO AENCTBUA — MNpw BTO-
PUYHOM MHPUUMpPOBaHUK [64]. pn ypoBHE TPOMOGOLMTOB
mMeHee 50 x 109/n HIMBIM He cneayeT Ha3HayaTb B CBA3M
C PUCKOM reMopparmuyecknx 0CI0XKHEHUN.

He pekomeHayeTcs nauuMeHTam C AOKal3aHHbIM Aua-
rHo3om Bl Ha3HayeHMe KOPTUKOCTEPOMAOB CUCTEMHOIO
LENCTBUS C LeNblo KynMpOBaHUS LMTOMNEHUYECKOro CHWH-
ApOoMa BBMAY OTCYTCTBUSA 3DODEKTUBHOCTU U HEraTMBHOIMO
BO3/JENCTBMS Ha KOCTHYIO TKaHb [1]. YpoBeHb yoeauTeb-
HOCTU peKomMeHpauuin — C (ypoBeHb JOCTOBEPHOCTHU
AOKa3aTenbCcTB — 5).

He pekomeHayeTcsa Ha3HavyeHue npenapaToB Kenesa
nauneHTam c pasBepHyTon KapTuHoW Bl Tak Kak aHemus
B 3TWUX CAy4asix HOCUT XapaKTep «aHemuu Bocnanexus» [1].
YpoBeHb y6eauTeNbHOCTU peKomeHaauun — C (ypo-
BEHb AOCTOBEPHOCTU fOKa3aTenbCcTB — 5).

XupypruuecKkoe neyeHume

PekomeHayeTcs nauneHTam ¢ Bl B peakmx cnyvasx
npu HeobpaTUMbIX KOCTHbIX MOparKeHWsX (0CTeoapTpo3bl)
npoBefeHne onepaTUBHOMO IeYeHns — 3HLONPOTE3NPOBa-
HWe CyCTaBOB AN KYNUMPOBaHWS XPOHWYECKOW 60/M, BOC-
CTaHOBEHUA OYHKLUMM U 3HAYUTENBHOIO YNyylWeEHNUs Kaye-
CTBa XM3HU. NpoBoaunTcsa nocne ctabunmsauumn CoCcToaHUS
nauveHta Ha poHe P3T [64]. YpoBeHb y6eaUTENbHOCTH
peKomeHaauun — C (ypoBeHb AOCTOBEPHOCTU JOKa3a-
TenbcTB — 5).

He pekomeHayeTca npoBeAeHue CrnaeHIKTOMUU NaLmeH-
Tam ¢ Bl Tak KaK nocne yaaneHus cene3eHKku Knetku fowe
B OCHOBHOM HaKaniMBatoTCs B NeYeHu, KOCTAX, nerkux [2, 17,
19, 68]. YpoBeHb y6eAUTEeNbHOCTU peKomMmeHaauuin — C
(ypoBEHb JOCTOBEPHOCTU JOKa3aTeNbCTB — 5).

HapyweHne CTpYyKTypbl M QYHKLUKM I3TUX OpPraHoB
BCNEACTBME «MCNONb30BaHUSA HE NO Ha3HaYeHUIo» MPUBO-
AWT K Heo6paTUMbIM NOCNEACTBUSAM: pa3BUTHIO LMppo3a
nevyeHu, gedopmaLmm Koctenm M cyctaBos, pubposy ner-
KUX U TSXKENOW NerovyHo-cepaevyHon HeaoCTaTOYHOCTM.
Cpeaun naumeHToB, NepeHecwnx CNaeHIKTOMUIO, OTMeYe-

Ha TaKXe accoumaumns Mexay NoBblWEHHbIM COAEPKaHu-
€M TPOMOOLMTOB B KPOBU U OCTEOHEKPO30M, YTO MOXKET
OblTb CBA3aHO C pa3BUTMEM BHYTPUKOCTHOrO TpoM603a
[2, 17, 19, 68].

PekomeHayeTcsa nauuveHtam ¢ Bl Bo Bpemsa nposs-
NIEHNS KOCTHOIO Kpu3a NpoBoAWTb AnddepeHumanbHyo
[AMarHoCTUKY C OCTEOMUENNTOM BO M36eXaHWe UINULIHErO
Xupypruyeckoro Bmellatenoctsa [83-85]. lpu xupypru-
YeCKMX BMeLlaTenbCTBax CyLleCTBYET MOBbLIWEHHbIA PUCK
KpoBOTeYeHNs U MHOMUMPOBaHKS. YpoBeHb y6eauTenb-
HOCTU peKomMeHpauuin — C (ypoBeHb JOCTOBEPHOCTHU
AOKa3aTenbCcTB — 5).

MEQULIMHCKASA PEABU/IMTALIUA

U CAHATOPHO-KYPOPTHOE JIEYEHME

NMauneHtam ¢ Bl peKoMeHAOBaHO paccMOTpeTb MNpo-
BeeHWe KOHCYNbTauni MeanLMHCKOro ncmuxonora ¢ Luenbio
OLLEHKM MCUXONOMMYECKOro COCTOSIHUSA 1, NPU HEOBXOANMO-
CTW, ero Koppekuuu [32, 62]. YpoBeHb y6eaAUTENIbHOCTH
peKkomeHpauuin — C (ypoBeHb JOCTOBEPHOCTU flOKa3a-
TenbcTB — 5).

Hanuyne 6onu, BUCLLEepalibHbIX OCOOEHHOCTEN, 3aLepXK-
Ka pocTa 1 nybepTaTa, olylieHme cnabocTn CNoco6HbI Hera-
TMBHO OTPa3WTbCH Ha CaMOOLEHKE NauueHTa, YTO MOXKET
notpe6oBaTb NCUXONOTMYECKON MOMOLLM.

PekomeHaoBaHO nauMeHTam C HelMpoHomnaTUYeCKUMMU
TMnamu bl npoBeAeHne OLLEHKN MHTENNIEKTYaNbHOMO pa3Bu-
TMS C Lenbto GopMMpPOBaHUS peKoMeHZaL M No onTumasb-
HOMN KOMMYyHWKauuu [32, 62]. YpoBeHb y6eaUTEeNbHOCTH
peKkomeHpauuin — C (ypoBeHb JOCTOBEPHOCTU flOKa3a-
TenbcTB — 5).

PekomeHgoBaHo nauueHTam c¢ bl HabnogeHue Bpa-
ya ¢du3Myeckon u peabunutaumoHHOM MeAULMHbI, Bpa-
ya-puanoTepaneBTa, Bpaya nNo sie4yebHon OGUIKYIbTypeE,
npoBefeHne MeponpuUaTU, HanpaBieHHbIX Ha yny4leHue
UK coxpaHeHne GU3NYEeCKon aKTMBHOCTM U Npegynpexae-
HWe yBeNMYeHUs macchl Tena ¢ LeNbto NOBbILLEHNS KavyecTBa
YKWU3HKU, COXPaHEHUs BO3MOXHOCTEN BbINOMHEHUS MOBCeS-
HeBHbIX GYHKUMI [32, 62]. YpoBeHb y6eauTe/IbHOCTH
peKkomeHpauuin — C (ypoBeHb JOCTOBEPHOCTU flOKa3a-
TenbcTB — 5).

PeKomeHgaunm:

°  dU3MYEeCKMe ynparKHEeHUs cpefHen CTENEHN Harpy3Kku >
3 pa3 B Hejeno, 340p0BOE NUTaHUE;

° nepea NPUHATUEM PeLIEeHNs O 3aHATUSAX CNOPTOM Heob-
XOAMMa KOHCynbTauus nevawero Bpaya AN9 OLEHKM
BO3MOXHOCTEN NaLMeHTa Ha OCHOBaHWKN €ro COCTOSIHUS;

° nauueHTaMm co cnjeHomeranunewn cneagyet nsberatb KOH-
TaKTHbIX BMAOB CNopTa BCAELCTBME PUCKA KPOBOTOYM-
BOCTW, BCEM MNauueHTaM — BCNeACTBME BO3MOXKHOIO
pUCKa nepenomos;

° nnaBaHWe — OfMH M3 Haubonee KenatefibHblX BUAOB
GU3NYECKON aKTUBHOCTHU ANst 6O/bLUMHCTBA NaUMEHTOB
¢ bl BcneactBne yMeHbLWEHUS BAUSHUA CUNbl TSXKECTH,
BO BPeM$ MaaBaHUs YKpennseTca Myckynatypa v MUHM-
MU3KUpYyeTCs Harpy3Ka Ha cycTaBbl;

° nauuveHTaMm Mocjae 3JHLONPOTE3MPOBaAHWUA He cnepyer
BbIMOMHATL MPbIXKKKW, KaTaTbCsA Ha FOPHbIX fbIXKaX U 3aHM-
MaTbCs APYrMMM TpaBMOOMacHbIMWU BUAAMW aKTMBHO-
cTen [86].

NMPO®UJIAKTUKA U AUCNAHCEPHOE

HABJMIIOAEHUE

MpodunakTuka

PekomeHayeTcsa ceMbsMm, nmewmm pebeHka ¢ bl KOH-
cynbTauua Bpaya-reHeTuKa ¢ Lenblo onpeaeneHus reHeTu-
YECKUX PUCKOB A1 CEMbM U NPOrHo3a notomcrtea [25, 32].



YpoBeHb y6eauTeNbHOCTU peKomeHaauun — C (ypo-
BE€Hb JOCTOBEPHOCTU JOKa3aTeNbCTB — 5).

KaK n npu apyrux ayToCOMHO-peLecCuMBHbIX 3aboneBa-
Huax, Npu Bl ang Kaxxagon 6epeMeHHOCTM PUCK POXKAEHMUS
pebeHKka ¢ bl coctaBnsieT 25%. B cembsix, rae ectb pebeHoK
¢ Bl cyuiectByeT BO3MOXHOCTb NPOBEAEHUSA KOMIMIEKCHOIO
nccnegoBaHnsa ans npeHaTasbHON AMarHOCTUKK HapyLweHUI
pa3BuTna pebeHKka (npeHaTalbHOW AWMArHOCTMKW) U npe-
UMMNI@HTALMOHHOIO FreHEeTUYECKOro TeCTUPOBaAHUSA (MPenm-
NAaHTaUMOHHOM AMarHocTuMkuM). KomnnexkcHoe wccnenoBa-
HWe AN9 NpeHaTasbHON AMAarHOCTUKM HapyLLEHUH pa3BUTHS
pebeHKa (MpeHaTanbHaa gMarHoctuka) bl BO3MOXKHO MeTo-
namu AHK-gnarHoctnkm. OgHaKo ¢ y4eToM KypabenbHOCTH
[aHHOro 3aboneBaHns He06X0ANMMO 06CYANTb C CEMbEN BCE
PUCKM M NMPOrHO3bl NPW PaHHEM Havane Tepanuu.

BaKuuHauusa

MauneHTbl ¢ Bl aBnsAOTCSA rpynnon pucKa no pasBuTUIO
MHPEKLMNOHHbIX 3aboneBaHun [87]. [aHHbIX O NPOTMBOMO-
Kas3aHusx Ans NiaHoBOW BaKUMHALMKM NO HaLUMOHaIbHOMY
KaneHgapto NpUBUBOK Y NaumeHToB ¢ bl 6e3 cnneHaKToMum
HeT [88].

NauneHtam ¢ Bl ¢ HapyweHneM OYHKUUU Ccenes3eH-
KK / nocne CnaeH3aKTOMUU PEKOMEHAO0BAHO MPOBOAWUTb
BaKLUMHaALUMIO B COOTBETCTBMM C BO3PacTOM COrMacHoO
HaUMOHaNbHOMY KaneHJaplo NPUMBUBOK M KafleHaapto npo-
dUNaKTUYECKUX MPUBUBOK MO INUAEMUYECKUM NMOKA3aHUAM
[89]. YpoBeHb y6eaUTEeNbHOCTU peKomeHpauun — C
(ypoBeHb JOCTOBEPHOCTU fOKa3aTeNbCTB — 5).

TaKXe NpoBOAMTCS BaKUMHaLKUA NpoTuB Streptococcus
pneumoniae, Haemophilus influenzae tuna b n Neisseria
meningitidis. BaKuuHupoBaTb AeTen crnegyeT Ha ¢oHe
CTabUNbHOrO COMAaTUYECKOro COCTOSHMS W MPOBOAMMOM
Tepanuu.

Kpome Toro, NoCKo/bKY rpunn CBsi3aH C MOBbIWEHHbIM
PUCKOM MHEBMOKOKKOBOMW MHEBMOHWMW, ClELYyeT eXerogHo
BaKLUMHMPOBATb MPOTMB BMPYCa CE30HHOrO rpumnna BCex
NauneHToB C HapylleHneM GYHKLUN CENE3EHKM.

Ona nauvMeHTOB nepea CMJEH3KTOMUMEW BaKLUWHa-
umsa (B TomM uucne npoTtuB Streptococcus pneumoniae,
Haemophilus influenzae tvna b wn Neisseria meningitidis)
[OMXKHa 6bITb 3aBeplieHa 3a > 14 aHen go npoueaypbl, eciu
3TO BO3MOXHO, B ngeane — 3a 10-12 Hepa. Ecnn BakyuMHbI
He MOryT 6biTb BBEAEHLI B 3TOT NEPUOA BPEMEHMU, UX cneayeT
BBOAUTb Yepe3 14 gHen nocne CrnjeH3KTOMUK.

B pononHeHne K BaKuMHauuuM npodunakTUyeckoe
MCMNoSib30BaHWe NMPOTUBOMMKPOOHbLIX MpenapaTtoB CUCTEM-
HOrO AENCTBUSA CHUXKAET PUCK TAXENbIX UHPEKLMM y NaumeH-
TOB C HapyweHnem GyHKLMKM cenedeHku [89, 90].

MOHUTOPHUHI COCTOAAHUA NALUEHTOB

c 6onesHblo Nowe

BeneHve nauneHTOB crnefyeT OCYWECTBASATb B COOT-
BETCTBMM C PEKOMEHAALMSMM MO MUHUMANbHO Heobxoau-
MOMY MOHWTOPUHIY COCTOSIHUSA 60/bHbIX Npu Bl 1-ro Tmna,
pa3paboTaHHbiMM O6beAMHEHHOW MeXKAyHapOAHOW rpyn-
non no maydyeHuto Bl (International Collaborative Gaucher
Group).

MaumneHtoB ¢ Bl oo gocTuxKeHua Bo3pacTa 18 ner
HabnoaaloT Bpay-neanaTp, Bpad AETCKMI OHKOJIOr-remarto-
flor, Bpay-racTpo3aHTEponor, Npu Heo6xoAMMOCTM — Bpad
TpaBMaTosor-opTones, Bpay-HeBPOor, Bpay-odTanbMosor,
MEAMLIMHCKUI MCKUXONOr, Bpay CypAoJSior-oTOPUHONAPHUH-
rosior, Bpai QM3MYECKON M peabunMTauuMOHHOMW Meauum-
Hbl, Bpay-duanotepanesT, Bpay Mo ie4ebHON OU3KYNb-
Type, Bpay O6LlEeNn NPaKTUKKW (CEMENHbIM Bpa4) U apyrue
NpU KJIWMHWYECKOW HEOoO6XOAMMOCTM, B CPEAHEM EXeroa-

HO; NPU HEOBXOAMMOCTU U3MEHEeHUs [030BOro pexuma
unu cmeHbl npenapata ®3T — HanpaB/ieHWe B KIUHMKY,
cneuvannanpyroLyocs Ha nedyeHun bl

PekomeHayeTca BceM nauneHTam ¢ bl npoBegeHue
obuero (KIMHUMYECKOro) aHann3a KpPOBM pa3BEpHYTOro
(MccnepoBaHMe ypoBHSA o6Wero remornobuHa, 3pUTpoLU-
TOB, IENKOLMUTOB, TPOMOOLMTOB B KPOBH, anddepeHumanb-
HbIM NOACHET IEMKOLMUTOB (enKoumMTapHasa dopmyna), onpe-
AeneHne cpefHero cogepKaHua u cpefHen KoHLEeHTpauum
remornobuHa B aputpoumtax (MCH), onpeaeneHue pas-
MepoB apuTpoumtoB (MCV), nccnegoBaHne CKOpoOCTH oce-
JaHUS 9PUTPOLMTOB) AN OLEHKM OCHOBHbIX MapamMeTpoB
KPOBETBOPEHUS (C LIEeNIbI0 CBOEBPEMEHHOMO BbIBNEHMS
aHeMuu, TPOMOOLMTOMNEHUHN, NENKONEHMM), HaNU4Yns BOC-
nanuTeNbHbIX NPOLLECCOB M KOHTPOAS TepaneBTUYECKOro
addekTa [2, 3,12, 16, 18, 91]. YpoBeHb y6eaUTE/IbHOCTHU
peKomeHaauuin — C (ypoBeHb AOCTOBEPHOCTU JOKa3a-
TenbCcTB — 5).

YacTtoTa NpoBeAeHUs UCCNefoBaHUsS — He pexe yem
1 pa3 B 3—6 MeC 1AM Yallle No nokasaHusam (HeapdeKTUB-
HOCTb Tepanuu, Npu M3MEHEHUW J030BOro pexunma P3T
W/Wn CMeHe npenapara).

Bcem nauneHtam ¢ Bl nokasaHo npoBeaeHue GUMOXM-
MWYECKOro aHanM3a KpoBu (onpeaeneHne aktuBHocTn AJTT
n ACT, ypoBH$ 06Lero 6MnnpyburHa, akTMBHocTH LLLD, ypoB-
HS anbbyMKWHa, XONecTepuHa, xonecTepuHa NMnonpoTemHoB
HU3KOM MNOTHOCTU, XONECTEPUHA IMNONPOTENHOB BbICOKOM
NAOTHOCTH, TPUIULEPULOB, MOHU3UMPOBAHHOIO M 06LLEro
Kanbums B KpoBwu, pocdopa). No nokazaHnam — onpege-
JleHne ypoBHs BUTamuHa B, , (UnaHokoGanamuHa) B KpoBH,
nccnegoBaHve copepxaHus GonMeBOn KUCNOTbl B CbIBO-
pPOTKE KpPOBW, uccnenoBaHue ypoBHs 25-OH ButamuHa D
B KpoBM [15, 32-34]. YacToTa npoBeaeHns uccneaoBaHun
onpeaensieTcs MHAMBMAYaNbHO. YPOBEHb Y6 AUTEIbHOCTHU
peKomeHaauuin — C (ypoBeHb AOCTOBEPHOCTU JOKa3a-
TenbcTB — 5).

PekomeHgoBaHO BceM NauueHTam ¢ bl nccnegosaHune
YPOBHS enesa CbiIBOPOTKM KPOBM, UCCef0BaHNE Keneso-
CBS3blBalOWEN CNOCOBHOCTU CbIBOPOTKU (O6LLEN UK HEHA-
CbILLEHHON), nccnefoBaHMe YpPoBHSA deppuTMHa B KPOBU
ANS OLLEHKM COCTOSAHUS MeTabo/IM3Ma Kenesa B opraHusme
[2, 64]. HacToTa NnpoBeAeHUs UccnenoBaHnin onpeaensieTcs
MHAMBKAYaNnbHO. YpOBEeHb YGEeAUTENIbHOCTU pEeKOMeHAa-
UM — B (ypoBeHb OCTOBEPHOCTU fAOKa3aTeNbCTB —3).

PekomeHgoBaHo nauneHTam ¢ bI' uccnegoBaHue ypoB-
HA napaTMpPEeOoUAHOro ropMoOHa M OCTeOKasbLMHa B KpO-
BW 4N UCKIOYEHUS APYIrMX MPUYUH 3aboneBaHusl KocTen
W NS OLEeHKK ocTeoneHuun/octeonoposa [32, 39]. YactoTa
npoBeAeHUs UCCnefoBaHUs onpeaensaeTcs MHAUBUAYANbHO.
YpoBeHb y6eAUTeNbHOCTU peKomeHpaauun — C (ypo-
BEHb JOCTOBEPHOCTHU OKa3aTenbCcTB — 5).

PekomeHayeTca BceM nauuneHTam ¢ bl npoBegeHue
KoarynorpaMmbl (OPUEHTUPOBOYHOIO UCCIEA0BAHNS CUCTE-
Mbl remMocTasa): onpegeneHuve NB B KpoBW nan B nnasme,
onpeaeneHne AYTB 1 MHO ans oueHKM GYyHKLMOHANbHOIO
COCTOSIHUA MeYeHn U CBepTbIBalOWEN CUCTEMbI KPOBU —
no nokaszanuam [32, 40]. YactoTa npoBeaeHWs nccneaoBa-
HUS onpeaensieTcs UHAMBUAYaNbHO. YPOBEHb Yy6eauTeb-
HOCTU peKomeHaauun — C (ypoBeHb JOCTOBEPHOCTHU
AOKasaTtenbcTB — 5).

PekomeHayeTcst BceM nauueHTam ¢ blr npoBeaeHne Y3U
(Y3M opraHoB 6GptoLLHOM NOMOCTH (KOMMIEKCHOE)) M/WUAK NPO-
BegeHne MPT neyeHu u cenedeHkn (MPT opraHoB 6GptoLLIHOM
NoJIOCTH) C LieNblo onpegeneHus paamepa/o6bema opraHos
N BbIIBNIEHUSI MX O4aroBbiX NoparkeHwu [2, 64]. YpoBeHb
y6eauTenbHOCTU pekoMeHpauun — C (ypoBeHb AOCTO-
BEPHOCTU JOKasaTtenbCcTB — 5). Bbibop meToga nposo-
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AWTCS MHAMBMAYaNbHO. YacToTa nccnefoBaHus B CpeaHeM
1 pa3 B 6-12 Mec, a TaKKe NPU USMEHEHMN JO3UPOBKHM Npe-
naparta UM Npu 3HaYUTENbHbBIX KIMHUYECKUX OCOXKHEHMAX
[2, 3,16, 18, 19]. Hapko3 — no nokasaHUsM.

PekomeHgyeTcs nauneHTam ¢ bl paccMoTpeTb Npu BO3-
MOXHOCTW NPOBEAEHNE 3N1aCTOMETPUN MEYEHN U CENe3eH-
KM C LeNblo OLEHKM MNIOTHOCTU MeYeHu B AUHAMUKE —
no nokasaHuam [15, 92, 93]. YpoBeHb y6eAUTENbHOCTH
peKomeHaauun — C (ypoBeHb AOCTOBEPHOCTU JOKa3a-
TenbCcTB — 4).

PekomeHgyeTcs nauneHtam ¢ Bl npoBeaeHne peHTre-
Horpaduu TpybyaTbiXx KOCTEW cKeneTta (peHTreHorpacdus
nopaxeHHOM 4acTWM KOCTHOro cKeneta) ANs BbISBEHMSA
M OLLEHKM TSXECTU NOpaxeHus KOCTHO-CYCTaBHOM cucTe-
Mbl — M0 NoKa3axuam [2, 3, 15, 16, 18, 19]. YpoBeHb y6e-
AUTENbHOCTU peKoMmeHaauun — C (ypoBeHb focTOBEP-
HOCTHU JOKa3aTenbCTB — 4).

PekomeHayetca nposegeHne MPT 6eapeHHbIX KOcTen
(MPT KocTHOM TKaHuW (0gHa ob6nacTtb)) M Ta306epeHHbIX
cyctaBoB (MPT cyctaBoB (0AWH CyCcTaB)) C LESIbl0 OLEHKM
cTeneHn MHGUNbBTPaLMN KOCTHOMO MO3ra 1 BbiSIBIEHUS OYa-
roB acenTUMY4eCKOro HeKpo3a KOCTU — MO NoKaslaHusaMm [2,
3, 18, 48, 50, 94]. YacTtoTa onpeaensaeTrca MHANBUAYaANbHO.
Hapko3 — no nokazaHusM. YpOoBE€Hb y6eAUTENIbHOCTHU
peKomeHaauun — C (ypoBeHb AOCTOBEPHOCTU JOKa3a-
TenbcTB — 5).

PekomeHayetca BceM nauuneHTam ¢ Bl npoBeneHue
PEHTrEHOAEHCUTOMETPUN C LIENBIO BbISBAEHUS CHUXKEHHON
MMKT [2, 15, 16, 18, 19]. YpoBeHb y6epuTesibHOCTH
peKomeHaauun — C (ypoBeHb AOCTOBEPHOCTU JOKa3a-
TenbcTB — 4). KpatHocTb B cpegHem 1 pa3 B roj Ao cTa-
6MNn3aLnK COCTOAHMSA, Aanee — Mo NOoKa3aHMsAM, 06blYHO
npu M3MeHeHMM J03bl Npenaparta uan Ha GoHe nepesoja
Ha apyron npenapat ana $3T.

PekomeHayetca BceM nauueHtam ¢ bl onpegeneHuve
conepraHus Lyso-Gbl B kposu [3, 15, 43]. YpoBeHb y6e-
AUTENbHOCTU peKoMeHaauun — A (ypoBeHb JOCTOBEp-
HOCTHU AOKa3aTenbCcTB — 2). MiccnegoBaHne npoBOAUTCS
[0 Havyana nevyeHns u 4N MOHUTOPUHIa Tepanuu 1 nporpec-
cupoBaHua 3aboneBaHus 1 pa3 B rod, a TakxKe Npu uameHe-
HWWM 4O30BOrO peXmnma unn cmeHe npenapata O3T.

PekomeHaoBaHo nauneHtam ¢ bIM 1-ro Tuna uccnegosa-
HMe GYHKUMKM BHELWHEro AblXxaHusl; NpoBefeHUe PeHTreHo-
rpadum nerkux n/wnm KT opraHoB rpyaHoM NoaoCTH; NpoBe-
AeHue gonnnep-axoKkapanorpaduu, aneKkTpokapamorpadum
C Lenblo CBOEBPEMEHHOM AMArHOCTUKM U (MPU HEOBXOoaM-
MOCTM) KOHTPOASA MHTEPCTULMANBHOIO MOParKEHUsI Nerkux
[32, 95]. YpoBeHb y6eauTenbHOCTU pekoMeHaauum — C
(ypoBeHb JOCTOBEPHOCTU OKa3aTeNbCTB — 5).

PekomeHaoBaHa KoHcynbTauus Bpadva-odTanbmosnora
¢ npoBegeHneM odTaNibMOCKOMNUKU BCEM MaLMEHTAM C KK-
HUYECKMMM Npu3Hakamu Bl ¢ uenbio AMarHOCTUKKM nopa-
EHWUS rnas, aNeKTPooKynorpadun (no BoO3MOXKHoOCTH) [58].
YpoBeHb y6eauTeNbHOCTU peKomeHaauun — C (ypo-
BEHb OCTOBEPHOCTU fOKa3aTenbCcTB — 5).

PekomeHgoBaHo paccmoTpeTb nposegeHne MPT
unu (MeHee npegno4vtutenbHo) KT ronoBHOro Mo3ra naum-
€HTaM C KJ/IMHWYECKUMU MNPU3HaKaMn HenponaTU4eCcKmx
TMnoB Bl Npu Hannyum nNoKaszaHWM C LeNbilo BU3yanusa-
LMK nopaxKeHun ronoBHoro mo3lra [32, 59, 60]. YacTtoTa
npoBefeHUs UCCefoBaHNa onpeaenaeTcs HAMBUAYaNbHO.
Hapko3 — no nokazaHusM. YpOBe€Hb y6eAUTEIbHOCTHU
peKomeHaauuin — C (ypoBeHb AOCTOBEPHOCTU lOKa3a-
TenbcTB — 5).

PekomeHaoBaHo nauneHTam ¢ bl ¢ puckom Kanbundm-
KaLnu cepaeyHblx KNanaHoB (C KIMHUYECKUMU NPU3HaKamu
unu guarHoctupoBaHHon bBIM 3C TMna) npoBeaeHMe axoKap-

avnorpadun ¢ Lenbto AMarHoCTUKKU U KOHTPOSA KanbumduKa-
UMK KnanaHoB cepaua [32, 39]. YpoBeHb y6eaAUTEeNbHOCTH
peKkomeHpauuin — C (ypoBeHb JOCTOBEPHOCTU flOKa3a-
TenbcTB — 5).

TaKKe MOXeT NpoBoAUTLCH Y3WM KOpOHapPHbIX apTepuu,
aopThl (4yNJ1EKCHOE CKaHMPOBaHWeE aopTbl, AYNIEKCHOE CKa-
HMPOBaAHWE KOPOHApPHbIX COCYAOB) C LIENbI AMArHOCTMKM
M MOHWTOPUPOBAHMA KanbUMPUKaLMKM cepaLa U cocynos
[61]. YacToTa npoBeaeHWs MUccnefoBaHUS onpeaensieTcs
UHOMBUAYANbHO.

PeKkomeHLOBaHO UccneoBaHKE cnyxa NauneHTam ¢ Kin-
HUMYECKMMKU Npu3Hakamu Bl HenMpoHomaTM4yecKoro Tuna
C LieN1bl0 OLLEHKM CNyX0BOW GYHKLUMK, B TOM YUCTE B AUHAMMU-
Ke [32]. YpoBeHb y6eaUTeNnbHOCTU peKoMmeHgauuimn — C
(ypoBEeHb LOCTOBEPHOCTU JOKa3aTeNnbCcTB — 5).

PekomeHayeTca npoBeaeHve 3sodaroractpogyoneHo-
CKOMUKU nauuneHTam ¢ Bl npyM HanMyMu COOTBETCTBYIOLWMX
anob C Lenblo BbISBAEHUS NOPaXeHWs BEPXHUX OTAENO0B
eNyAo4YHO-KUlleYHoro TpakTa [54—-56]. YpoBeHb y6eau-
TEeNbHOCTU peKoMeHaauuin — C (ypoBeHb ROCTOBEPHO-
CTU fOKa3aTtenbCcTB — 5).

PekomeHayeTcs nauueHTam € HEeMpoHOMaTUYECKUMMU
TMnamu Bl npoBeaeHne anekTpoaHuedanorpadum c BUaeo-
MOHWUTOPUHIOM C LIeNbl0 AMArHOCTUKM M KOHTPOASA 3Mu-
NnlenTMyeckon aktuBHoctu [3, 17, 19, 32, 57]. KpaTHoCTb
onpeaensieTca MHANBKUAYaNbHO. YPOBEHb Y6eAUTENIbHOCTHU
peKkomeHpauuin — C (ypoBeHb JOCTOBEPHOCTU fOKa3a-
TenbcTB — 5).

d3T getam ¢ bl NpoBOAKTCA PErynsapHoO Npu Hann4yuu
noKasaHWI: B cNy4ae OC/IOXKHEHHOro TeYeHns 601e3Hn —
B YC/IOBUSAX KPYrNOCYTOYHOrO CcTauMoHapa, B cTabuibHOM
COCTOSIHUM — B JHEBHOM WM KPYrNOCYTOYHOM CTauMo-
Hape nNn60 ambynaTtopHo 1 pa3 B 2 Hea. [Jo AOCTUKEHMUSA
uenen 3T Bce nauneHTbl ¢ Bl 4OMKHbI NPOXOAUTb KOH-
TponbHOEe o6cnefoBaHne C Lenblo KoppeKkunn gossl d3T
B KPYr1oCyTO4YHOM MNW AHEBHOM CTauMoHape B CpefHeEM
2 pasa B roj; B ganbHenwem ob6cnegoBaHMe NpoBOAUTCSA
1 pas B roa.

B Tabnuue oTpaxKeHbl NPUHLMUMBI MOHUTOPUHIA COCTOS-
HUSA NauneHToB npu 6onesxun lMowe.

OPrAHU3ALUA OKA3AHUA

MEAWLMHCKON NOMOLUH

MauneHtam ¢ Bl B 3aBMCUMOCTM OT HEOOBXOAMMOCTU
MOXET 6bITb OKa3aHa MeWLMHCKasa NoMollb 1to60ro Buaa,
ycnoBusl, GopMbl, NPeayCMOTPEHHbIX 3aKOHOAATENbCTBOM
Poccuiickon ®eaepaumu.

BepeHnempaetencbl 06b14HO 3aHMMalOTCS BpaY-neamarp,
Bpay [OETCKMI OHKOMOr-remaTosior, Bpay-racTpoaHTEPOJIOT,
Bpay TpaBMaTonor-optones, Bpay-HeBPOJOr u agpyrue cne-
LMaNUCTbl NO KIMHUYECKON HEOBXOAMMOCTH.

Yalule rocnutanuM3auns OcyllecTBNseTcs B remartono-
rmyeckoe/negnaTpuyeckoe/racTpo3HTEPOSIOrnYecKoe
oTAeNeHne MU B XMPypruvyeckoe/TpaBMaTol0ro-oprone-
[IM4ecKoe oTAeNeHne, TaKKe NevyeHne MOXKeT NPOBOAUTLCS
B HEBPOIOrMYECKOM, MYbMOHOMIOMMYECKOM M APYrUX oTae-
JIEHUAX — B 3aBMCUMOCTU OT JOMWHUPYIOLIMX CUMMTOMOB
3ab6o0neBaHus.

MnaHoBasa BaKkuuHauuMs y nauneHToB ¢ Bl npoBoanTtcs
B COOTBETCTBUM C HALMOHANbHbIM KaneHaapem npodunax-
TUYECKUX NPUBMBOK.

NMoka3aHusa gNa N1aHOBOW rocnuTanusayum

1. lMpoBeaeHne AUMarHOCTUKM U NevyeHus, Tpebylolmnx
NPOAOSIKUTENBHOIO (AHEBHOE WM KPYrnocyTo4Hoe npebbi-
BaHWE) MeANLMHCKOro HabIoAEHUS U MOHUTOPUHIA KIUHU-
KO-1abopaTopHbIX NOKa3aTeNen.



Ta6nuua. MNprHLKXNBbI MOHUTOPUHIa NpU 601e3HK lowe
Table. Principles of monitoring in Gaucher disease

Mpu n3MeHeHnu AO3bl KU

Kaxpable 3-6 mec Kaxpable 6-12 mec e G

reMornobuH, uccneaoBaHne YpoBHS 3pUTPOLMTOB

B KPOBW, UCCnejoBaHue YpoBHA TPOMGOLMTOB

B KpoBH, AnddepeHLMpOBaHHbIN NOACHET NENKOLMTOB
(nekouunTapHas dopmyna), onpeaeneHne pasmepos
aputpoumTtoB (MCV), onpeaenexve cpegHero
cofilepyaHus U CpefHen KOHLEeHTpaL i reMornobuHa
B apuTpoumtax (MCH), uccnefgoBaHne CKOpOCTH
ocefaHus aputpouuntoB (COI)

06w K (KNTUHMYECKUI) aHaNn3 KPOBU pa3BEepPHYTbIN:

AHanM3 KpoBM GUOXMMUYECKUNA
o6LeTepaneBTUHECKUI: OnpejeneHne akTUBHOCTU
acnaptatamuHoTpaHcdepasbl B KPOBU, onpejenieHve
aKTMBHOCTW anaHMHaMUHOTpaHcdepasbl B KPOBHU,
nccnefoBaHve ypoBHS o6LLero 6unmpybrHa B KPOBH,
onpefeneHne akTMBHOCTH LenoyHon docdaTtasbl

B KPOBW, UCCNEfOBaHUE YPOBHSA anbbymuHa B

KPOBW, UCCNIEA0BaHNE YPOBHS X0NleCTepUHa B KPOBHU,
nccnefoBaHWe YPOBHS IMMNONPOTEUHOB B KPOBH,
nccnefoBaHWe YPOBHSA XonecTeprHa MNONPOTEMHOB
HW3KOW MIOTHOCTH, UCCNESOBAHUE YPOBHS
dochonnnmaos B KPOBM, UCCIeJOBAHME YPOBHSA
TPUIMULLEPUAOB B KPOBU, UCCNEJOBAHNE YPOBHS
MOHU3MPOBAHHOIO KasblLina B KPOBU, UCCIefOBaHMe
YPOBHS 06LLEr0 KanbLMs B KPOBU, UCCNIEA0BaHNE
YPOBHS HeopraHuyeckoro ¢ocdopa B KPOBMU.

Mo nokasaHmAMm: onpejieneH1e ypoBHa BuTamuHa B, ,
(umaHoko6anamunHa) B KpPOBU, UCCNESOBAHUE YPOBHS
$onrneBow KUCNOTbI B CbIBOPOTKE KPOBW, UCCNE0BaHNE
ypoBH#A 25-0H BuTamuHa D B KpoBu

MNokasaTenn o6MeHa xenesa: uccnejoBaHue
KOHLEHTpaLMK GeppuUTUHA B CbIBOPOTKE KPOBH,
KOHLEHTpaLMK Kenesa B CbIBOPOTKE KPOBY,
“ccneaoBaHue KenesocBa3blBalolier CnocoGHOCTH
CbIBOPOTKM (06LUas UK HeHacblleHHas
Kenesocssa3blBalollas CNoCOGHOCTb CbIBOPOTKH),
“ccneaoBaHue ypoBHS TpaHchepprHa CbIBOPOTKM
KPOBMU, UCCejoBaHWe HacblleHWs TpaHchepprHa
}enesom

Onpeaenexune coepKaHus roKO3UNCHUHIo3nHa
(Lyso-Gb1) B KpoBH

YnbTpa3ByKOBOE UCCef0BaHNe opraHoB GpoWHON
NonoCTH (KOMMIEKCHOE) (C onpeaeneHnem pasmepos
NneyveHu n cene3eHKu)

MarHuMTHO-pe3oHaHCcHas Tomorpadusa opraHoB
OPIOLWHOM NONOCTH (C oNpeaeeHneM pa3mepoB
(0o6bema) NneYeHn n ceneseHKu)

+ MO NoKa3aHusam + M0 NoKa3aHusam

PeHTreHorpadua 6e4peHHON KOCTU UM MarHUTHO-
pe30oHaHcHasa Tomorpadua KOCTHOM TKaHKW (0gHa
o6nactb) (MPT 6eapeHHbIX KOCTEN)

PeHTreHogeHcMTOMETPUSA

2. Heo6xoaMMoCTb NpoBeAeHNS pas3finyHbiX BUAOB 3KC- KOpPEeKLUMA CKeNeTHbIX AgedopmaLmn, nogébop npoTMBOCYA0-
neptM3a uamM obcneaoBaHMa B MEAWLMHCKOM OpraHu3aLuu POXKHOM Tepanuu u ap.).
NpyY HEBO3MOXHOCTU NPOBEAEHMUSA UX B aMOBYNaTOPHbIX YCIO- 4. CocTosiHMe, Tpebytollee NpoBeAeHNsS BbICOKOTEXHO-
BUSX (B TOM 4yncie odopmaeHne 3aknodeHnsa denepasnbHo- NIOTMYHbIX METOA0B NeYeHuUs (B TOM YMUCNE KOHTPOJIb 3 deEK-

ro KOHcKAnymMa / Bpa4yebHOM KOMUCCUM).

TUBHOCTK P3T).

3. CocTosiHME, Tpebylollee aKTUBHOIO NIeYEeHUS U Kpyr- 5. OTcyTCTBME BO3MOXKHOCTM 06ecnedyeHns 3T B amby-
IOCYTOYHOrO MEAMLMHCKOro HabnoaeHuns (XMpypruyeckas NaTOPHbIX U CTauMOHapo3aMeLLatoLLMX YCI0BHSX.
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6. Heo6x04MMOCTb NPOBEAEHUS PasfiuiHblX BUAOB
3KCMEPTM3 UAM 06CNeA0BaHUA B MEAULMHCKON OpraHu-
3auuu NpM HEBO3MOXHOCTM MPOBEAEHUSA UX B ambyna-
TOPHbIX YCNOBUAX, TPEOYIOWMUX AMHAMUYECKOrOo Habsio-
NeHUs.

NMoKasaHua AN HEOT/I0KHOW/3KCTPEHHOM

rocnutanusauuu

1. OcTpble yrpoxatowue a1 K13HU U Pa3BUTUSA OCIIOXK-
HEHWIM COCTOSAHUS, TPEBYIOLNE HEOTIOXKHOMO IEYEHHMS, B TOM
4yucNe WMHTEHCMBHOM Tepanuu, a TaKXKe KPYyrnocyTO4HOro
MEAMLMHCKOro HabMloAeHns M NPOBEAEHMS CneLunanbHbiX
BWOOB 06CNEA0BaHMA U IeHeHUs.

MoKa3aHuA K BbINMUCKE NauueHTa

M3 cTauMoHapa

1. OTcyTCTBME Yrpo3bl ANS XKU3HU NaLMeHTa U yrposbl
Pa3BUTUSA OCNOXKHEHWUN, TPeBYIOWMX HEOTNOXHOIO neye-
HUSA NPU 3aBEPLIEHUN AUATHOCTUHECKUX MEPOMPUATHN.

2. CTabunnmsauns COCTOSAHMUS M OCHOBHbIX KIIMHWKO-1a60-
paTopHbIX NOKa3aTesnen NaToNorMyeckoro npowecca, oTcyT-
CTBME HEOOXOAUMOCTU B MPOAOIKUTENBHOM MEAULIMHCKOM
Habn4eHUU (AHEBHOE UIN KPYTNIOCYTOYHOE NpebbiBaHKUe).

3. BbinonHeH nnaH o6cnefoBaHUs U nedveHns naumeH-
Ta, JaHbl peKoMeHAauuu no AafbHenweMy HabntogeHUo
N neYeHuo.

4. Heo6xoanMmocCTb NepeBoja nauneHTa B Apyroe Meau-
LMHCKOE YYperKaeHUe WK yuypexaeHne counanbHoro obe-
crneyeHus.

UCXO0Abl U MPOTHO3

MporHo3 npu Bl 1-ro TMNa 3aBUCUT OT BblipaXKEHHOCTHU
KNIMHUYECKMX MNposiBAEeHMN. Ha3HavyeHue natoreHeTnye-
CKOW Tepanuu Ha paHHWX cTagusx 3aboneBaHuns onpeaens-
eT 61aronpUATHLIA NPOrHO3 M ynyylwaeT KavyeCTBO XKU3HU
neten ¢ bl 1-ro Tvna (npv HannymMm nokasaHum ana P3T),
npepoTBpallas ux MHBanMan3aumio.

Mpu Bl 2-ro TMNa NPorHo3 KpawHe HebnaronpuUATHbIN
(neTanbHbIM Ucxoa Ha 1—-2-M rofy X13HW).

Mpun Bl 3-ro TMNa NPoOrHo3 HeGnaronpPUaTHLIM (Mporpec-
cupylollee HapylleHne KOrHUTUBHOM PYHKLMK, neTanbHbIv
ncxogd B cpegHem K 30 rogam XM3HM BCNeacTBME nNporpec-
cupytolero nopaxenus nerkux, LHC).
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METO/0/10rUsl PASPABOTKH K/IMHUYECKUX PEKOMEHAALMHA
LleneBas ayauTopmnsa AaHHbIX KIMHUYECKUX PEKOMEHAaL Ui

1. Bpauun-neamatpbl.

2. Bpauu o6uien NpaKTUKKU (CeMeHbIe Bpayw).
3. Bpauun-ractposHTEPONOTrH.

4. Bpayu-reHeTuKu.

5. Bpauun oHKONOrn-remMatonoru AeTcKue.

6. Bpauun-xvpypru getckue.

7. Bpayun-HeBponoru.

8. MeanuMHCKME NCUXOSIOTU.

9. CTyAeHTbl MEAULIMHCKMX BY30B, MHTEPHbI, OPAUHATOPbI.
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CLINICAL RECOMMENDATIONS

KJIMHUYECKUE PEKOMEHAALUUU

Ta6nuua 1. LLIkana oueHKM ypoBHEN 4OCTOBEPHOCTK AoKa3aTenbcTs (YA ) Ana MeToaoB AUarHOCTUKM (AMarHOCTUYECKUX BMeLllaTeNbCTB)
Table 1. Scale of assessment of levels of evidence for diagnostic methods (diagnostic interventions)

YAAQ PacwundpoBKa

1 CucTeMaTyeckue 0630pbl UCCEN0BaHUA C KOHTPOAEM pedepeHCHbIM METOIOM Ui CUCTEMAaTUYECKMI 0630D
PaHAOMU3MPOBAHHBIX KNMHUYECKUX UCCNEA0BaHMI C NPUMEHEHWEeM MeTaaHanmaa
OTaeNbHbIE UCCNEN0BAHNUA C KOHTPONEM PedEPEHCHbIM METOIOM WAW OTAE/NbHbIE PAaHAOMU3UPOBAHHBIE KIIMHUYECKHUE

2 “ccneaoBaHusa U cucTeMaTuieckue 0630pbl UCCeaoBaHUin 1060r0 A13aliHa, 3a UCKITIYEHMEM PaHA0MU3MPOBaHHbIX
KNIMHUYECKMX MCCNEeoBaHui, C NPUMEHEHWEM MeTaaHannsa
WccnepoBaHus 6e3 NocneaoBaTenbHOro KOHTpons pedepeHcHbIM MeTOA0M, UK UcCefoBaHus ¢ pedepeHCHbIM METOAOM, He

3 ABNAOLMMCS HE3ABMCUMbBIM OT UCCAeAYEeMOro MeToaa, Uik HepaHAOMW3MPOBaHHbIE CPAaBHUTENbHbIE UCCIe0BaHNS, B TOM
YnCEe KOTOPTHBIE UCCNEefoBaHUS

4 HecpaBHWTeNbHbIE UCCNEN0BaHNS, ONUCAHWe KIMHUYECKOro Ciyyast

5 MmeeTcs nuilb 060CHOBaHWE MexaHn3ma AeNCTBUA UM MHEHUE SKCEPTOB

Ta6auuya 2. LLIkana ouLeHKM ypoBHEN AOCTOBEPHOCTU AoKa3aTensbeTs (YAA) Ans MeToaoB NpodUNaKTUKK, IeYeHUs U peabunntauuu
(NpodunakTUHecKmx, nevebHblx, peabunnTaLMoHHbIX BMeLaTenbCTB)

Table 2. Scale of assessment of levels of evidence for methods of prevention, treatment and rehabilitation (preventive, curative,
rehabilitation interventions)

YAAQ PacwundpoBKa

1 CuctemaTtnyecKkuii 0630p paHAOMU3UPOBAHHbIX KTMHUYECKUX UCCeloBaHWI C NPUMEHEeHMeM MeTaaHannaa

2 OTaenbHblE PaHAOMW3UPOBAHHbIE KIIMHUYECKME UCCIeA0BaHUS U cUCTEMaTUYeCKUe 0630pbl UCCef0BaHWI IOGOro AuM3aiHa,
3a UCK/Il0YEHWEM PaHAOMU3MPOBAHHbIX KIIMHUYECKUX UCCNEOBAHNI, C NPUMEHEHWEM METaaHan13a

3 HepaHAoMU3WpOBaHHbIE CPaBHUTENbHbIE UCCNEA0BaHUS, B TOM YUC/Ie KOrOPTHbIE UCCNeL0BaHNUS

4 HecpaBHUTENbHbIE UCCNEAOBAHNUS, OMUCAHME KIMHUYECKOrO Cllydas Un CEPUM CNydaeB, UCCNefoBaHus «Cayvyan — KOHTPOb»

5 MmeeTcs nuwb 060CHOBaHWe MexaHW3Ma AelCTBUSA BMellaTeNbCTBa (AOKINMHUYECKME UCCNeA0BaHUSA) N MHEHWE
3KCNepToB

Ta6auuya 3. LLKana oueHKM ypoBHeEN y6eanTenbHoCTH pekoMeHgaunn (YYP) ans MetoaoB NpodUnaKkTUKK, AMarHOCTUKK, NeHeHUs U
peabunutaumun (NpodrUNaKTUYeCKUX, AMarHOCTUYECKHMX, Ne4ebHbIX, peabunnTaLnoHHbIX BMeLWaTenbCTB)

Table 3. Scale of assessment of levels of evidence for methods of prevention, diagnosis, treatment and rehabilitation (preventive,
diagnostic, therapeutic, rehabilitation interventions)

YYP PacwudpoBka
CunbHas pexkomMeHaauua (Bce paccMaTpuBaemMble KpUtepumn SdJC])eKTVIBHOCTVI (MCXOAbI) ABNAOTCA BaXXHbIMU, BCEe UCCNefoBaHUA
A MMELIOT BbICOKOE MU yAOBETBOPUTENIbHOE METOA0TIONNMYECKOE Ka4eCTBO, UX BbIBObl NO NHTEPECYOLWKMUM UCXOoAdaM ABAOTCA
cornacoBaHHbIMM)
YcnoBHas pekoMeHaauus (He Bce paccMaTpuBaemble KpuTepum aGPEKTUBHOCTHU (MCXOAbl) ABNSIOTCSA BaXHbIMK, HE BCE
B nccnegoBaHua UMeEoT BbICOKOE UM yAOBIETBOPUTE/IbHOE METOA010rM4YeCcKoe Ka4ecTBo VI/I/IJ'II/I MX BbIBOAbl MO NHTEPECYOLWNM
NCX04aM He ABNAtTCH COI’J‘IaCOBaHHbIMI/I)
Cnabas pexkomMeHgauua (OTcyTCTBVIe AOKa3zaTeNlbCTB Haaiexallero kad4ectBa — BCeE paccMaTpuBaeMble KPUTEPUU
C Sq)d)eKTVIBHOCTVI (MCXO,EI,bI) ABNATCA HEBAXHbIMU, BCe UCCNeJOoBaHUA UMEKOT HU3KOEe MeTo40JlorM4yeckoe Ka4eCTBoO U UX BbIBObl
No UHTEpPECYLWNUM UCcXoaaM He ABNIAITCA COI’ﬂaCOBaHHbIMM)
MopsapoK 0GHOBIEHUA KIIMHUYECKUX [aHHbIX C MO3ULIMKN AlOKa3aTeNbHOM MeAULIMHbI O BONMPOCaMm
pekomeHpauumn OWNArHOCTUKK, NeveHus, NpodUnakTUKkM UM peadunantTaumnu
MexaHu3M OGHOBNEHUS KIMHUYECKUX PEKOMeHAaLunn KOHKPETHbIX 3a60/1eBaHUN, HaNM4YMM 060CHOBAHHbIX AOMOJI-
npegycMaTpmBaeT UX CUCTEMaTUYECKYO aKTyanmsauumio — HEeHWIN/3amMevyaHnn K paHee YTBEPKAEHHbIM KIMHUYECKUM

He pexke Yem 1 pa3 B 3 rofa, a TaKxKe Npu NosiBAEHUM HOBbIX peKkoMeHaaumnsaM, HO He Yaule 1 pa3a B 6 Mec.
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