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Karouesble ciioBa
o B-D-rmroko3unasa (rimrokorepedposniasa)
O ACTEHMYECKUI CUHIPOM,
o Benarmonepasa anbda,
o I'emopparnueckuii CHHAPOM,
o T'emarocmienomeranus,
o [I'pynmna au3ocoMHbIX 60I€3HEN HAKOIIIICHUS
o 3anmepkka pU3NYECKOTO U MOJIOBOTO Pa3BUTHS,
o Hwmurmonepasa,
o Koctabie 6051 (KOCTHBIE KPHU3bI),
o Merabonuueckuii 1edexr,
o Hapymenne moaBMKHOCTH B CycTaBaX, 00yCIOBIICHHOE aCeIITUICCKUM HEKPO30M,
o [IlaTomorudeckue mepeoMsI
o Ilonumopdusm KIMHUYECKUX CUMIITOMOB
o Tanurmonepasa anbdha

o XpoHHYECcKas akTUBalLUs MaKpodarajibHON CUCTEMbI



Cnmcok cokpameHui

AJIT/ACT — ananuH-/acriapraTaMUHOTpaHChEpa3bl
BI' — Gone3ub ['omre

MPT — MarHUTHO-pe30HAHCHAA TOMOTpadus

¥Y3U — ynbTpa3ByKOBOE UCCIIEIOBAHKE

®3T — depMeHTHAS 3aMECTUTEBHAS TEPATTHS
AUTB — akTUBHUPOBAHHOE YaCTUYHOE TPOMOOIIACTUHOBOE BPEMS
I'lb — rmoxonepedbpo3uaasa, -D-rinroko3ugaza
I'Db — remarosHnehannueckuii Gapbep

KT — xommnbroTepHas Tomorpadus

JIBH — nu3ocoMHbIe 00I€3HN HAKOTICHUS
JIIIBII—numnonpoTen bl BBICOKOH IIIIOTHOCTH

MIIKT- muHepanpHas IIIOTHOCTh KOCTHON TKAHU

OXCC — obmras »keye30CBsA3bIBAIOIIAS CTIOCOOHOCTh CHIBOPOTKH KPOBHU

I1B — mporpoMOMHOBOE BpeMst

TMC — TanaeMHas Macc-CIEKTPOMETPHUS

PJIC — peciupatopHbIil 1UCTpECC-CUHAPOM
OOM — pubposnacromerpust

XT — xurorprosunasa

MHC — uentpanpHas HepBHaAs cUCTEMA

GBA — reH, KOTUPYIONTHH TITFOKOIEpeOpo3nIa3y

Lyso-Gb1 — rimoko3uicuHrozus
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TepMuHbI U onpeaeIeHUs

(I)epMeHTHaH 3aMECTUTEIbHAA TEPalUA — JICYCHUC, 3aK/IIIOYAI0MIECCCa B MOXHN3HCHHOM BBCIACHHUU

npenapaTa (peKOMOMHAHTHOTO SH3MMA) MAlleHTaM C BPOXKIEHHBIM JIe(heKTOM MeTadoIn3Ma.
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1. KpaTkas nangopmanus

1.1 Oupenenenue 3a001eBAHAA UJIN COCTOAHUSA (TPYIIbI 32001eBAHUNA UJIH COCTOSIHUI)

Bouesnn IN'ome (BI') — Hanbonee yacrast hopma JM30COMHBIX OOJIE3HEH HAKOILJICHUS, IPUINHOMN
kotopoi sBiserca aedekr reHa GBA, xomupyromero naumzocomubiii (epment B-D-rirokosmmasy

(TrokorepeOpo3n1azy), OTBETCTBEHHBIN 3a KaTaOOIH3M JIUITHIOB.

1.2 DTHoJI0rMsl ¥ _NATOreHe3 3200JIeBAHNMSI MJIM_COCTOSIHHUS (rpynmnbl _3a200J1€BaHUIi_HMJIH

COCTOSIHMIA)

BI' Hacnemyercs mo ayTOCOMHO-PELIECCUBHOMY TuIly. lIpHCyTCTBHE NBYX MYTaHTHBIX ajlleieu
rena GBA accouuupyercs €O 3HAYUTEIbHBIM CHIDKCHHEM KaTaJUTUYCCKOH aKTUBHOCTH
[IIFOKOLIEpeOpOo3nIasbl, GYHKIMS KOTOPOH 3aKJI0YaeTcsl B JCTpaJallii TIIMKOCHUHTOMUIHI0B (Min
TIIFOKOIIEPEOPO3UI0B, TIIFOKO3WIICPAMHUIOB) 10 TIIOKO3bl W mepamuaoB. Jedumur depmenrta
MIPUBOJIUT K HAKOIUICHHUIO B JIM30COMaX Makpo(aroB HEyTHIU3UPOBAHHBIX JUIHIOB U 00pa30BaHUIO
XapaKTEepHBIX KIETOK HakoruieHus (kinetok ['omre). CneacTBreM NaHHOTO METabOIMUecKOro aedekra
SIBIISIIOTCSI:  XPOHWYECKash aKTUBalUsl MakpodaraibHOH CHCTEMbl, AyTOKPUHHAS CTHMYJISIUSI
MOHOIIMTOIIOA3a U yBEJTHYEHHE aOCOIIOTHOTO KOJIMYeCTBa Makpo(aroB, HapyIlICHUE PETYISATOPHBIX
¢byakmuii  MakpodaroB. I'en GBA, xomupyroomuii TIIOKOIEpeOpo3naa3y, pacIloioKeH B
xpomocomHoi obnmactu 1021. B nHacrosimee Bpems ommcano Oonee 450 pa3nuuHbIX MyTanun

[1,2,3,4,5,6].

1.3 Dnuaemuoorusi  3a00JeBaHUSA  WJIM COCTOAHMS (rpynnbl  3a00JeBAHHNA  WJIH

COCTOSIHMA)

Yactora BI' cocraBmser 1:40000 — 1:70000. B momynsiuuu eBpeeB-allIKeHa3W (BBIXOJLEB U3
Bocrounoit EBpombl) yacroTa BCTpedyaeMOCTH S3TOro 3a00jieBaHuUs sBIseTCsl 0ojee BBICOKOW M
nocturaet 1:450 — 1:1000 [6]. Hecmotpst Ha To, uto BI' siBiisseTCs MaHATHUYECKUM 3a00JICBAaHHEM, Y
eBpeeB-allIkeHa3n (BbIxoaueB U3 BocTounoii EBpombl) ee pacnpocTpaHeHHOCTh (0coOeHHO 1 Tuma)
aBisieTcs Haubosiee BbIcOKkOM U jpocturaer 1:450 — 1:2500 HOBOPOXKIEHHBIX, COCTaBIIsS
npubnusutensHo 6-10% oT Bcell momyssiuM manueHToB. YacToTa reTepo3UroTHOr0 HOCHTENbCTBA
MYTaHTHOTO ajuiens coctasisieT oT 1:640 no 1:3969 B HeeBpelcKOW NMOMYISALMOHHON IpyNIle U OT
1:10 no 1:18 y eBpeeB-amikeHasu. B psine cTpaH oTMedaeTcs peBalMpOBaHKE OINpeeIeHHBIX (HopM
3aboneBaHus: Tak, B EBpone, Kanane, CILIA u ABcTpanuu Hanbosee pacripoCTPaHEHHOH SBISETCS
BI' 1 Tuna, B TO BpeMs Kak B TaKMX CTpaHax, kak Eruner (manectuHckue apadsl), Anonus, CeBepHas

[Berus (momynsiiuss HoppOoTtren) u Tlonbia, orMedaeTcs BhICOKasi 3a00JI€BA€MOCTh Pa3IMYHBIMU



KP24
BapyWaHTaMH XPOHUYECKON HelpoHomatnueckoi ¢opmbl BI' ¢ acToTol BCTpeuyaeMOCTH B CpEeIHEM

1:50000.

1.4 Oco0eHHOCTH KOTUPOBAHUSA 3200J€BAHNSA HJIH COCTOSHUA (TPYNNbI 3200J1€BAHUIA

HJIM COCTOSIHMIT) M0 MesKIVHAPOAHOU CTATHCTHYECKOH KiaaccuduKanuu 00ae3Hed 1

nmpo0JeM, CBA3AHHBIX CO 310POBLEM

E75.2 - Ipyrue cuHTOIMIUA03BI

1.5 Kunaccudukanus 3a00/1eBaHus WIN COCTOSIHUA (IPYNIIbI 3200/1¢BAHUI MU COCTOSHUI).

bonesnp ['omie - XpoHHYecKoe Mporpeccupymomniee 3a00jeBaHHe C BapbHPYIOLIHM
CPOKOM MaHU(ECTAMH U FeTEPOrCHHOCThIO KIMHUYECKHUX MPOSIBICHUI OT OECCHMITOMHBIX
JI0 TIEpUHATAIBHO-JICTATBHBIX (popM [4-6].
B 3aBUCHMOCTH OT KJIMHUYECKOTO TEUEHHsI BBIICISIOT 3 Tuna Ooosie3nu ['ome:

e | Tun — HeHelpoHONATHUYECKUH (CaMblil YaCThIi);

e |l Tun — nHpAHTUIBHBIN WK OCTPBIH HEHPOHONIATUYCCKUI;
e |l T — mogOCTPBI HEHPOHOTIATUYECCKHUI.
ITpu Il u Il Ttunax BI' B matonoruyeckuii mpouecc BOBIEKAETCsSI HEPBHASI CUCTEMA, TIO3TOMY

MX Ha3bIBAIOT HelipoHonarnyeckumu [2,3,4,5,6].

1.6 Kiimanuyeckass KapTHHA 3200J€BAHUA WM COCTOSHUSA (IPyIIbl 3a00J1eBaHUI WU

COCTOSIHUM)

Knuanueckue mposiBaenus bI° 1 Ttuma pa3HooOpasHbl, a BO3pacT MaHU(eECTaUH

BapbUpYET.

BI' 1 Tuna (Heneiipononatuyeckuii Tum, OMIM 230800) - Haubosee pacnpocTpaHeHHas
¢dopma 3aboseBaHUs, XapaKTEPU3YIOLIASCS CHJIBHO BapbUPYIOIIMM CPOKOM MaHHdecTanuu (0T
poxnaenuss no 80 JeT), pa3sNTUYHOM CKOPOCTHIO TMPOTPECCUPOBAHUS, HEOTHOPOJHOW CTEMECHBIO
BOBJICYCHUSI OpPraHOB W  BBIPQKEHHOCTBIO  KIMHHYECKUX TMPOSBICHUHA OT  NPAKTHYECKH
O0ecCUMNTOMHBIX ~ (OpM 10 MPHU3HAKOB  TSDKEIOr0  MOPaXEHHWs  BHYTPEHHUX  OPIaHOB
(remarocrmjeHOMETanus), CUCTEMbl KPOBETBOPEHHUS (LIUTOINIEHHSI) U OMOPHO-ABUIaTEILHOIO arapara
(XpoHUYECKHE KOCTHBIC OOJM, KOCTHBIE KpPH3bl, OCTECOHEKPO3bl, OCTCOICHHUS, OCTEOMOpO3,
MATOJIOTMYECKHE TIEPETOMBbI) 0€3 BBISIBICHHS CIIEITU(PHUECKUX HEBPOJIOTUISCKAX CUMITOMOB .

BI' 1 Tuna B mponuioM TpakToBajach UCKIIOUYMUTENBHO KaK B3pOCIBIA KIMHUYECKHH BapHaHT,
onHako y OomnpmmHCTBAa (56%) manMeHToOB 3a0oleBaHUE HMeEET JeOIT B TMEPBOE U BTOPOE
NecsITUIIeTHE XU3HU, y 2/3 (68%) MalnueHTOB AMArHOCTUPYETCS B MEpPBOE AECATUIIETHE >KU3HU U

oyt y nosioBuHsI (48%) no mecruiernero Bozpacrta. Jlo 28% nanueHToB UMEIOT Ae0I0T B BO3pacTe
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30-40 ner u go 17% - B 50-80 ner. Pannwuii nerot koppenupyer ¢ Oosee TSHKEIbIM TEUEHUEM U
BBICOKMM PUCKOM Pa3BUTHA OCIOXHEHUH Oe3 cnennduyeckoro nedeHus | |.

Haubonee pacnpocrpanenusiMu cumntomamu bl 1 tumna sBisitoresi: crmenomeranus (95%),
renmaromeranuss  (87%), PpEHTTEHOJIOTMYECKH  BbISBICHHbIE KOCTHble u3MeHeHus (81%),
tpomOouuroneHus (50%), anemus (40%), 3agepxka pocta (34%), XpoHudeckue OOJIM B KOCTSIX
(27%) n xoctHbIe KpH3bl (9%) [ ].

BI' 1 tuna oTnuyaeTcs 0T HEMPOHOMATHYECKUX (POPM OTCYTCTBHEM paHHETO CHenu(puyeckoro
nopaxenus [{THC. Ognako Takue HEBPOJOTHYECKHE MPOSABICHUS, KaK nepudepruueckas HeHponaTus
U CHHIPOM NapKUHCOHU3MA, OTMeueHbl Yy jull ¢ bl' 1 Tuma u 3HAUMTENbHO CHUXKAIOT MX KaueCTBO
KH3HH [ ].

[Iporuo3 3aboneBaHus OJATONPUATHBIA TpPU JIETKOM TEYCHHHM W CBOCBPEMEHHOM Havale
MaToreHeTHYecKor Tepanuu. [Ipy HEOOpaTUMBIX KOCTHBIX MOPAKEHMSIX MOKA3aHO XHPYPrHUECKOE
OpTOIEINYECKOE JICUCHUE, MO3BOJISIONIEE COLMATM3UPOBATh ManueHToB. [Ipu mopaxkeHun nedyeHu u
JIETKUX TPOTHO3 OIPENENIeTCs] CTETEHBIO MOPAaXKEeHUsI U HapylIeHUs: QyHKIHMU 3THX opraHoB [150,
218]. B npomnuiomM, B CBSI3M C OTCYTCTBHUEM CHEHU(PUUECKOTO JieueHHs, mauueHtsl ¢ bI' 1 Tuna npu
paHHeM /1e0I0Te U pa3BUTUHU OCIIOKHEHUH norudanu paHo. B HacTosiiee BpemMs: mpoA0HKUTETLHOCTh
YKU3HU MAlMEHTOB MPAKTUUYECKH HE OTJIMYACTCSI OT OOLIETONMYISAIUOHHBIX, U B I[EJIOM MEHbIIE Ha 5-
10 et 3a cueT BBICOKOM acCOLMALMK 3a00I€BaHNs ¢ OHKOT€MAaTOJIOTHYECKOM IaTOJIOTHENH, 0COOEHHO
MHO>KECTBEHHOM MHEIIOMON, a TaKkKe KapLUMHOMOM I€YeHH M TOYEeK, BO3MOXKHBIM pPa3BUTUEM
HEBPOJIOTUYECKUX MTPOSBIEHUH Y JIMII CPETHETO U MOXKMIoro Bospacra [173, 199, 216].

BI' 2 tuna (uHpaHTHWILHBIH/OCTPBI HelipoHomaruyeckmii THn, OMIM 230900) -
HauOosiee penkasi ¢popma 3ab01eBaHUs OT O0IIEH MOMYJSAIIMNA NMAIMEHTOB, NeOIOTHPYIONIAs B TIEPBOE
MIOJIYTO/INE JKU3HU B BUJE TSDKEJIOW OBICTPO MPOrpeccUpyroleil HEBPOJIOTHYECKOM CUMITOMATUKH,
BBIPQ)KEHHOW TIeNaTOCIUICHOMETaIud C pa3BUTHEM BTOPUYHBIX HH(PEKIMOHHBIX OCIOXHEHUH,
IIPUBOIALINX K CMEPTH MALIMEHTA B Bo3pacTe 1o 1-4 et [4, 6, 15, 220].

Psn aBTOpOB BBIIENAIOT /1Ba KiIMHUYeckuX BapuaHTa bI” 2 tuna. Ilpu nepunaranbHO-1eTaIbHON
dbopme bI' 2 Tuna 6epeMeHHOCTh MaTepu OOBIYHO OCJIOKHSETCS BHYTPUYTPOOHOM BOASHKOM IJ10/1a U
€ro aHTeHATAJIbHOM CMEpThIO, TUOO0 NMPEKIEBPEMEHHBIMH POAAMU M CMEPTHIO HOBOPOXKJIEHHOTO B
OmKkaiiie CyTKM Iociie poxJaeHus. B ciydae noHomeHHOH GepeMeHHOCTH, peOCHOK Morndaer B
nepBbie 3 Mecsna oT pecnupatopHoro muctpecc-cuaapoma (PJIC). Yacto y HOBOPOXKIECHHBIX
BBISIBJISIETCSI UXTHO3, HarOoJsiee BBIPRKEHHBIN Ha CTYMHSX, JIAJOHSIX M B MECTaX KOXKHBIX CKJIaJIOK.
Jns  nmaHHOro (QeHoTuna XapakTepHbl HEBPOJIOTMYECKHE M BHUCIEpaJIbHBIE  HapYyIICHU,
mucMopdonornueckue usmenenus iuna [ 108, 149, 191].

Pannsas mnanendeckast popma 1e0I0TUPYET B NEpBbIe 6 MECSIEB KU3HU B BUJIE KIIMHUYECKOTO

CUMIITOMOKOMIUIEKCA, BKIIOUaromiero mnpusHaku mnopaxenus [[HC wu BHyTpeHHHX OpraHoB:
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BBIp@KCHHAS TeMaTOCIUICHOMETanus; OynanOapHbld cuHIApoM (aucdonHus, mucharus, au3apTpus);
TpU3M; OujarepaibHOE (PUKCHPOBAHHOE KOCOTJAa3He; MPOTrPEecCUpYIOINe MUPaMHUIHbIE HAPYIICHUS
(Terpamapes, runeppedaeKCcHsi, ClIaCTUYHOCTh MBIIII C PETPAKIKEH HIeH, MOJIOKUTEIbHBINA CUMIITOM
babuHCcKoOro u Jpyrue naTojaoruyeckue peqiekcol); Iporpeccupyromas 3aaepxka ICUMXOMOTOPHOTO
pa3sBUTHs U HOTEpsl paHee NPUOOPETEHHBIX HABBIKOB; TOHUKO-KIOHMYECKHE W JApPYrHe THUIIbI
CYJIOPOKHBIX IIPUCTYIIOB, PE3UCTEHTHBIX K T€palMy aHTUKOHBYJIbcaHTamu [108, 121, 220].

HekoTopelie aBTOpBI BBIIEISAIOT MPOMEXKYTOUHbIN TUll BI' (Mexay 2 u 3 TUHamu) C TAKEION
HEBPOJIOTHYECKON CUMIITOMAaTHKON B 0oJiee O3 JHEM BO3PACTE U MOPAKEHUEM BHYTPEHHUX OPraHOB.
ONunenTUYecKue  NPUCTYIbI, BO3HUKAOIIAE Yy  TaKUX  IAlUEHTOB  PE3UCTEHTHBI K
npotuBocynopoxknoir tepanuu. B 2003r. Goker-Alpan O. u coaBt. ommcanu 9 ciyuaeB jaeTel ¢
npoMexyTouHbiM TUIIOM BI'. Cpennuil Bozpact ManudecTanuy KIMHUYECKUX MPOSIBICHUN Y JaHHON
IpyNIbl NAUEHTOB COCTABWJI IMPUMEPHO 1,5 roga mo cpaBHEHMIO CO 3HaueHUeM 3,5 Mmecaua Inpu
kinaccuueckux cinydasx bI' 2 tuma, uzydennoix Mignot C. u ero xomeramu, u 4,2 rona mist bI' 3
THIIA, COOTBETCTBEHHO. bbIcTpoe mporpeccupoBanue 3a001eBaHUs IPUBEIO K CMEPTH MAallIEHTOB B
BO3pacTe 2-7 JeT B pe3yJbTaTe MOPaXXEHHs CTBOJIA TOJIOBHOTO MO3ra U aCIMpPAllMOHHON MTHEBMOHUU
[97, 149]. Ilpum cpaBHUTEIBLHOM aHAJM3E JETaIbHBIM HcXon BIT 3 Tuma oOOBIYHO OTMEYEH B
MOJIPOCTKOBOM HJIM B 3pejioM Bo3pacTte [121].

[Tporuo3 npu BI' 2 Tuna kpaitHe HeOIArONMPUATHBIN, CMEPTh MAIMEHTOB HACTYIIAET 110 TPUINHE
JBIXaTeIbHOM HEJIOCTaTOYHOCTH BCJEACTBUE acnupaimoHHod mnHeBMonnu win PJIC Ha Qone
Oy/nbOapHBIX HEBPOJOIMYECKMX PpAacCTpOWCTB (HapylleHHe TIJIOTaHus, MonepxuBaHue). Bospact
ru0eny NalveHTOB BapbUPYyET OT paHHET0 HEOHATAIBHOTO NepHoAa 10 4 JeT, B CPeAHEM COCTaBIIsAs 9
Mecstes [159, 172, 218].

BI' 3 Tuna (roHomIeCKMii/XpOHHYEeCKHIi/MOAOCTPBI HeiipoHonaTtuyeckuii tun, OMIM
23100) - mpomexyrounas ¢opma mexay BT 1 u 2 THIOB, XapakTepu3yromascsi Hapsay C
MOPaXEHUEM MMAPEHXUMATO3HBIX OPraHOB HAJMYHMEM HEBPOJOTMYECKUX NpOsBICHUN. B ornnune ot
BI' 1 tuna, cremeHp remaTtoCIJICHOMETaNUU BbIpakKeHa OOJbIlle, W TMOPAKEHHE OCEBOr0 CKeleTa
xapakrepusyercs 004ko00pa3Hoi JedopManueil TpyIHOM KIETKH U KUPOCKOIMO030M [T03BOHOYHUKA.
Ilo cpaBHenuto ¢ BI' 2 Tuna HeBposjormyeckas CUMITOMAaTHKAa BO3HHMKAET IOCIE BHUCLEPAIBHBIX,
KOCTHBIX M TeMaTOJOTHYECKHUX MposiBIeHH 3aboneBanus [ 121, 203, 206].

B OonpmmucTBe cimyuaeB BIT 3 Tuma xapaktepusyercs Oojee MO3AHMM U IIUPOKO
BapbUpPYIOIIMM cpokoM Jebrota oT | mec 1o 14 ner u Oojee MeIJIEHHBIM XapaKTepoM
MPOrPECCUPOBAaHUS M Pa3HOOOpPA3HOW BBIPAKEHHOCTHIO HEBPOJIOTMYECKOM CHUMITOMATUKU C
nebroToM B Bo3pacte ot 6 1o 15 met [107, 121, 203, 206].

OCHOBHBIMM W paHHMMH HEBPOJIOTMYECKMMHU TmposBieHussMu bl 3 Tuma sBnsrorcs:

TJIa30/IBUTATENIbHBIE PACCTPONMCTBA - OKyJoMmoTopHas ampakcus (OMA) w/mnm  Kocoriasue
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(cTpabu3m), KOTOpbIE MJIUTENbHOE BpEeMsl MOTYT OCTaBaTbCS E€AMHCTBEHHBIM MPOSBICHUEM
3a00JIeBaHUs; MUOKJIOHHH, IOCTEICHHO HApacTalole M IepexXosliie B TIeHepaln30BaHHBIC
TOHHMKO-KJIOHMUYEeCKHUe cyaoporu. Co BpEMEHEM IPOrpecCUpPYET SKCTpanupaMuiHas PUTHIHOCTb,
MHTEJUIEKTyallbHbIE HapylIeHus (OT HE3HAYUTENIbHbIX HW3MEHEHUH [0 TDKEIOW JeMEHIINH),
paccrpoiicTBa muchbMa M peud, Auddy3Has MblIIeuHas TUIIOTOHHUS CMEHSETCS CIAaCTUYHOCTHIO.
Bo3MOXHBI H3MEHEHMSI IOBEAEHUS, AMM30/1bI IICUX03a. Y 3HAYUTEIIHON 4acTU MMalEHTOB OTMEYEHO
TaK)Ke MOpPa)KEHNUE OPTaHOB AbIXaTEJIbHOW CUCTEMBI | ].

Psing aBTOpOB BBIJECHSAIOT HECKOJIBKO BapuaHToB bl 3 Tuma: 3A Tun Xapaktepusyercs
npeoOyiajaHueM HEBPOJIOTUYECKUX TMPOSBIECHUI M OObIYHO MaHU(pecTUpyeT B JIETCKOM WIIU
noApocTkoBoM Bo3pacTe. Botross N.P. u coaBT. mpencraBwin KiIMHUYECKUU ciiydail 17-neTHei
neBouku ¢ 3A tunom bBI, xapaxkrtepusyromieicss TreHepaJu30BaHHBIMM MHUOKIOHUYECKUMU
MIPUCTYIIAMH, aTakCcHel, OMA, KOTHUTUBHBIMU paccTporCTBAMH, OTCYTCTBHEM
renaToCIICHOMET MU U KOCTHBIX MOBPEXACHUMN [52].

VY manumentoB ¢ 3B tunom BI' mpeoOnamaer mopakeHHEe BHYTPEHHHUX OPraHOB M KOCTHO-
CyCTaBHOH cHCTeMbl, BoBjieueHue B marosiornueckuil npouecc [IHC MoxxeT mposiBiATbCS TOIBKO
rN1a30JBUTaTeIbHBIMU paccTpoiictBamu B Buae OMA wu crpabusma. OObruno 3B tunm BI'
MaHU(DECTUPYET B paHHEM BO3pacTe renaTocijieHOMEeraluei, a KOCTHasl MaToJIOTUs MPOSBIsETCS B
Bujie AeopMaruii rpyTHON KIETKH M BBIPAXKEHHOTO KU(POCKOINO03a 0e3 KOCTHBIX 00JIel M KOCTHBIX
kpu3oB [79, 107, 202, 203, 206].

3C tun BI' (cepaeuHo-cocynuctas ¢opma) — JOBOJIBHO PEAKHA BAapHAHT XPOHUYECKUN
HellpoHonaTuyeckoi (opMbl, MPOSIBIAIOLINICA T'eNaToCIUIEHOMETrallneil; HeaTepoCKIepOTHUYECKUM
MOpaXEHUEM Cepilla U KPYMHBIX COCYIOB B BUJAE KalbIM(PHUKALUU CEPICUHBIX KIANaHOB, a0OPThl U
KOpPOHApHBIX apTepUi M Pa3BUTHEM 3aCTOMHON cepaedHoi HemocTtaTouHocTh; OMA; moMyTHEHHEM
POTOBHIIBL; 33JIepXKKOH YMCTBEHHOTO pa3BUTHs, THApoledanreil u snuiencueld, He OTBeYaroue Ha
CTaHJApPTHYIO TEPAIINIO aHTUKOHBYJIbCaHTaMHu [29, 49].

[IponomxurensHOCTh KU3HU Ipu BI' 3 Tuma B 3aBUCMMOCTH OT KJIMHUYECKUX BapHUaHTOB
Bapbsupyet oT 4 10 60 ner [121, 218].

Penxue xnuHuueckue mnposiBieHus bI' mpencTaBieHbl NOpPaXEHWEM JIETKHUX, Pa3BUTUEM
rouiepom (ICeBI00IyX0Jiel) 1 MOHOKJIOHAIbHOM rammanatuu [21, 150, 172].

[lopaxeHnue Ierkux C pa3BUTHEM JIETOYHOW THMIepTeH3uHn oTmeuaercs B 1% ciaydaeB u
MIPEUMYIIIECTBEHHO y CINIEHAKTOMUPOBAHHBIX MAIlMEHTOB. | '€He3 BOBIEUEHHUS IbIXaTEIbHON CUCTEMBbI
JI0 KOHIIa HE ICEH, BO3MOXKHO, IMOpakeHne 00yCIOBICHO MHPMIbTpalMe MakpodaraMu JerouHbIX
cocyi0B U anbBeo [150].

['omepomsl npeAcTaBisioT cO00W OMyXO0JIENOA00HbIE CTPYKTYPbI, XOPOLIO BU3yalU3UpyEeMbIe

IIpHU YJIbTPa3BYKOBOM AMArHOCTUKE M KOMIIBIOTEPHON ToMorpaduu ¢ KOHTpacTupoBaHueM. JlaHHbIE
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CTPYKTYpPbI BBIIBIISIOTCS NPEUMYILIECTBEHHO B CEJIE3€HKE WM IE€YEHW M MPEJCTaBISAIT co00M
CKOIUICHUS KIJIETOK l'omie wiaM 3aMecTHBIIMA WX (GUOpPO3, KOTOPBIA TpeOyHOT HE arpecCUBHOMN
TaKTHKH, a JUHAMHYECKOT0 HAOIIOACHNUS

YacTora MOHOKJIOHAIBbHOM TIaMManaTWd C pPa3BUTHEM MUEIOMHOM OOJE€3HM IO JaHHBIM
CTaTUCTHUKH Yy MauueHToB ¢ bI' BbIlle, OJJHAKO, JaHHOE KIMHUYECKOE IIPOSIBICEHUE HE XapaKTEePHO JUIs
JIETCKOr0 BO3pacTa

Y4uTBIBasE ONMCAHUE HOBBIX KIMHHUYECKUX CIIy4aeB, BCE OOJIBIIYIO MOMYIIPHOCTh IPUOOpPETAET
KOHIIeNUUs (PEeHOTUIIMYECKOTO KOHTHMHYYMa, B CBsi3U ¢ 4eM Kiaccudpukanus bIT no Hacrosiero
BPEMEHU INPOAOIDKAET IE€PEeCMaTpUBaTbCA, 4YTO BBI3BIBAET CIOKHOCTM IIPU  IPOBEAECHUHU
i QepeHIManbHON  TUArHOCTUKKA MEXAY pa3HbIMA KIMHUYECKMMH THIAMH 3a00JeBaHUA U
OTIpeJIeIeHuN HEOOXOIMMOCTH Hadajla Teparuy. Y CTaHOBICHHE BEIyHIeH KIMHUYECKOH Gopmbl BI
SBJISICTCS BaXKHBIM JUIS IPOrHO3a U JaJIbHEHIIEH TaKTUKU BeIEHHs MallMeHTa.

IIpu BI' yctaHoBieHBl ompefeneHHble IeHo-(eHOoTUNHUYeckue koppemsuuu. Ilokazano, 4yTto
mytauus c.1226A>G, p.Asn409Ser (p.Asn370Ser no crapoil HOMEHKJIAType) B IOMO3UIOTHOM
COCTOSIHUM WM B KOMOWMHAIMM C JIOOBIM JpyruM amieneM mnpuBoauT k BIT 1-ro Ttuma, a
MHAKTHBUPYIOLIME TOYEYHbIE MYTallMM, pEKOMOMHAHTHBIE QJJIeIM M  KpPYINHbIE JIeJIeUuu
aCCOLIMUPOBAHbI ¢ HeWpoHomaTuueckuMu (GopmaMu 3a00JeBaHUA. Mytamus  ¢.1448T>C,
p.-Leud483Pro (p.Leud444Pro mo crapoit HOMEHKIIAType), OJIHA U3 CaMbIX YacThIX, onucana mpu bl 2-
ro tuna [6].

B pamkax 2-ro tunma BI' mnM Kak caMOCTOSITENIbHBIA KIMHUYECKUU BapUAHT BBIAEISAIOT
Haubosiee TSHKETYI0 MepUHATANbHYIO JeTanbHylo (opmy Oonesnu (IIJIBIY), mposiBieHus KoTopoit
HMMEIOT CYIIECTBEHHbIE OTJIMYMS OT MPU3HAKOB KIJIACCHMYECKOro 2-ro Tumna. B nurepaType ommcaHo
okoJio 50 cinyyaeB 3a0oneBaHus. C reHeTUYECKOM TOUKH 3peHus 3Ta popma, B orinuue ot bI" 2 tuna,
acCOLMMPOBAaHA C HYJEBBIMH aJUICNIAIMH, KOTOPbIE MPHUBOJAT K 3HAYUTEIBHOM IOTEpe
(epMeHTaTUBHOM AaKTUBHOCTH, U 4acThlii ayiens [444P mpucyTcTByeT B BUJE PEKOMOMHAHTHOTO
amtenst (manpumep, RecNcil (p.L483P-p.A495P-p.V499V).I'naBHoit ocobennocteio  BI' 3 Tuma
SBJIAETCS TO, YTO HApsALy C MOPAKEHUEM MapeHXMMATO3HBIX OPraHoB (TENaTOCIIEHOMETaNINs)
HaOJI0Aal0TCs HEBPOJIOTMUYECKHE MPOSBIECHUS, CXOAHbIE C TakoBbIMH npu BI' 2 Tuma, HO MeHee
TSDKEJIO BBIPDAKEHHBIE M BO3HHUKAIOIIME, Kak IMpaBWio, B Bo3pacTe oT 6 no 15 ner m mosxe.
OCHOBHBIMM M paHHMMH HEBpPOJIOTMYECKMMHU TposBiIeHUsMH bl 3  Ttuma sBistroTCSA:
IJ1a30/[BUTATEIIbHBIE PACCTPOMCTBA - OKYJIOMOTOpHAsl ampakcHus W/WIM Kocoriasue (crpabusm),
KOTOpBIE JJIUTEIBbHOE BPEMs MOTYT OCTAaBaThCsl €IMHCTBEHHBIM IpOsiBIeHUEM 3abosieBaHus. Takke

st BI' 3 Tuna xapakTepHbl HEBPOJIOTUYECKHE MTPOSIBICHUSI.
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VY 3HauuTENbHOW YacTU MAIMEHTOB ¢ bl 3 muna 6viieneHo TOPAKEHUE OCEBOrO CKEJIeTa,

Xapaktepusymoolieecs 0oukooOpasHoW nedopMarnuelt TpyAHOH KIETKH ¢ KH(POCKOIHO30M
no3BoHouHuKa [33, 34].

B  OospmumHCTBE ciydyaeB  TeueHHWE  3a00JeBaHUS  MEUICHHO  IIPOrPEeCcCHpYIoIIee.

[TponomkuTenbHOCTh kU3HU TIpH BI' 3 THUmma B 3aBUCUMOCTH OT BapuaHTa KJIMHUYECKOTO TCUCHHS

Bapsupyet oT 4 10 60 ner [31,32].

2. I[I/IaI‘HOCTI/IKa 3200/I1eBaHUsl _MJIH _COCTOSIHHSA (rpynnsl_3a00J1€BaHMI WX
COCTOSIHMM), MeJIUIMHCKHNE INOKA3aHMS M NPOTHBONMOKA3AHMA K INPHUMEHEHHIO

METO0A0B JUATHOCTUKH
I[I/IaFHOCTI/IKa 6one3nu [omre 6a3preTc;1 Ha KOM6I/IHaHI/II/I KIMHHUYECKHUX CUMIITOMOB, JaHHBIX

aHaMHe3a, KIMHUKO-Ta00paTOPHOTrO OOCIIeOBaHMS, MOATBEPKACHHBIX pe3ylbTaTaMu (EepMEHTHON

JTMAarHOCTHKHU M MOJICKY/ISIPHO-TeHETHYeCKOro ananu3za [18, 19].

2.1 Kaao0bl 1 aHAMHE3

Ilpu coope anammnesa u xneanobd ciedyem oopamums GHUMAHUE HA HATUYUE.

® ceMeliH020 aHamHe3a (Haiuyue CHAEHIKMOMUU UNU NEePeyUCTIEHHbIX Gblile CUMNIMOMOS Y
pooHbix Opamves u cecmep [1-6].

®  3a0epiHCKU PUBUYECKO20 U NOJIOBO2O PA3GUMUSL;

® cnabocmu, NOGLIUEHHOU YIMOMAAEMOCMU, YACbIX PECRUPATMOPHBIX UHQEKYULL,

®  NPOAGICHUIl CNOHMAHHO20 2eMOPPASUYECKO20 CUHOPOMA (8 6UOe NOOKOJICHBIX 2eMamoM,
KPOBOMOYUBOCU  CIUBUCIIBIX 000N0YeK) Ul OIUMENbHbIX KPOBOMEYeHUl Npu MAaablX
ONEPAMUBHBIX BMEUAMENbCIEAX;

® Oonell 6 KOocmAX U Cycmasax, OAGHOCMb, Xapakmep U JOKAnuU3ayuro 0Oonel, Haiuuue 8
NPOULTIOM NEPerLoMO8 KOCMell,

® npeduecmaytoujeli CNIeHIKMOMUU (NOTHOU UU YACMUYHOL),

®  HeBPONOSUYECKOU  CUMNMOMAMUKU  (21a3008U2AmMenbHas  anpakcus Ui — cxoosaujeecs

Kococjiasue, amakxkcus, nomeps URmellleKma, HapyueHus 4yecneumejlbHocmu u ()p),

2.2 DuzukajabHoe 00CJIe10BAHNE

llayuenmy ¢ nooospenuem wna bl cnedyem nposecmu nonamoyennoe @uaukaibHoe
obcnedosanue, 0bpawas 0coboe GHUMAHUE HA NATLNAMOPHOE U NEPKYMOPHOE UCCIe008aHUe NedeHU
U cene3eHKu.

Bl mun 2, mun 3 omauuaromces xapakmepuzyomcsi Cie0yIouumMu NPU3HaAKamu:

11
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—  3a0epocKa QusuuecKo2o pazeumusi;
—  3a0epicKa NCUXOMOMOPHO20 PA36UMUS
— TeMOpparudecKuil CUHAPOM,
— cnieHo-/ 2enamocnieHoMe2anusl,;
— acyum
— Kocoenasue
— cyodopozu
— KOCTHBIE 0011 (KOCTHBIC KPHU3HbI),
— HapyIIeHUE MOABIKHOCTH B CyCTaBax, 00yCIOBICHHOE aCENTUYECKIM HEKPO30M,
— MAaTOJIOTUYECKHUE MEPEIOMBI,
— AaCTEHWYECKHM CUHIPOM
— CHIDKEHHE MHTEIJIeKTa (OT He3HAUUTENbHBIX U3MEHEHUN 70 TSHKENION IEMEHITNH );
— DKCTpanupamMuaHas pUTHIHOCTb;
— MO3XEUKOBbIE HapYyLICHUS;
— paccTpoyrcTBa pe4H, MUChMa;
— MOBEJIEHYECKHE U3MEHEHUs, SIIN30/Ibl IICUX034;
— MHOKJIIOHUHM, IIOCTENEHHO HapacTalIlhe MU NEepPeXOoAslIue B T'€HEPATIU30BaHHBIC

TOHUKO-KJIIOHUYECKHE CYIOPOTH.

Bl mun 1

3adepoicka pocma,

—  cnneno-/ 2enamocnieHomeanus;

— TeMOpparu4ecKuil CUHIPOM,

— KOCTHbIE 00/ (KOCTHBIE KPU3bI),

— HapyllIeHue MOABMKHOCTH B CycTaBax, 00yCIOBICHHOE aCeNTUYECKHM HEKPO30M,
— TATOJOTUYECKHE NEPEIOMBI,

—  3a/Iep’KKa (PU3NYECKOro U MOJIOBOTO Pa3BUTHS,

— aCTEHWYECKHM CHHJPOM.

2.3 JIa0opaTopHbIe TUATHOCTHYECKHE HUCCIST0OBAHUS

12
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e C 1enpI0 CBOEBPEMEHHOTO BBISIBIICHUSI AHEMUU, TPOMOOITUTONICHUH, JICHKOIIEHUH U KOHTPOJIS
TeparneBTUUECKoro 3dexra peKOMEHIyeTcsl MpoBeaeHUe 00IIero (KJIMHUYECKOr0) aHaau3a

KPOBH Pa3BEPHYTOr0 BCEM IMALMEHTaM C KIIMHUYECKUMU nposiBiieHusmu bl [1-4,6, 39].
YpoBeHb yOeANTEIbHOCTH 10KA3aTeJIbCTB — C, yPOBEHBb JI0CTOBEPHOCTH I0KA3ATEJIbCTB- 5.

KommenTapuu: y 6orvwuncmea 6onvnvix ¢ bl sviasnsem mpomboyumonenuio, 1eUKONeHuo

U anemuio, KaKk npoielenus cunepcnieniusma.

e Bcem nauuenTam ¢ nogo3zperueM Ha bl pekoMeH1yeTcsl KIIMHUYECKOr0) IPOBEACHUE aHaIu3a
KPOBHU Pa3BEPHYTOro (reMOrjoOMH, KOJMYECTBO OJPUTPOIMTOB, ILIBETOBOM IOKa3aTelb,
KOJIMYECTBO JICHKONIUTOB, TPOMOOIMTOB, JIeHKouMTapHas (OpMyina U CKOPOCTb OCEIaHHS
SPUTPOLUTOB), [UI OLIGHKM OCHOBHBIX I1apaMETPOB KPOBETBOPEHUS U HaJIN4us
BOCIIAJIMTENBbHBIX MPOLIECCOB, a TAKXKE ONpeeSCHHe aKTUBHOCTH aJaHHMHAMHHOTpaHC(epasbl
B KPOBHU, aKTHBHOCTH acmapTaTaMUHOTpaHCc(hepas3bl B KPOBH, YPOBHS 001ero OmnmupyonHa B
KPOBH, YPOBHS IIEIOYHON (hocdarasbl B KPOBU, UCCIIETOBAHIE YPOBHS XOJIECTEpUHA B KPOBH,
UCCIICJOBAHUE YPOBHS JIMIIONPOTEUIOB BBICOKOW IUIOTHOCTM M HU3KOW IUIOTHOCTH,
UCCIICIOBAaHME YPOBHS Keje3a B KPOBH, MCCIEJOBaHUE YPOBHS (eppUTHHA B KpPOBH,
orpeneieHne KOHLEHTpaluu BuTamMuHAa B12, (donmmeBol KHUCIOTHI, UCCIEIOBAaHHE YPOBHS
MOHM3UPOBAHHOTO KaJbIUs, C Meabl0 AuQQepeHunanbHOol JUAarHOCTUKA C  JAPYTUMHU

HacJIeICTBEHHBIMU HapyIIeHUsIMU 0OMeHa BemecTB  [25, 35]

YpoBeHb y0eauTeIbHOCTH 10Ka3aTeJIbcTB — C, ypOBEHb 10CTOBEPHOCTH J0KA3aTeJbCTB- O.
Kommenrapun: B Ouoxumuueckom ananuze Kpoeu OMMeUAlom: CHUICEHUe
KOHYeHmpayuu  JIunonpomeuoos, cenesda, eumamuna Bl2, @onuesoii  kuciomel,
UOHUBUPOBAHHO20 KANbYUSL; NOBbIULEHUE COOePIHCanus ummyno2nooyiunos [35, 37, 38].
T'unepgeppumunemuss Ha oHe HOPMATLHO2O 3HAYEHUS OOWEll IHCeNe30CE:A3bLeaAIOUsell
cnocobnocmu covigopomku kposu (OKCC) ouenv uacmo ecmpeuaemcs y nayuenmos ¢ bI,
nopasicas 00 87% ueneuenvix cyovekmos. YposHu eppumuna Koppeaupyom ¢ maxcecmvio
Bl u nanuuuem cnaieHskmomuu u 3Ha4YUmenbHo chudcaiomes Ha one mepanuu [25, 36].
Ileuenounvie hepmenmol (amunompancgepasvl) u wenounas ¢ocghamasa, moeym
Obimb nogwviuiensl y nayuenmos ¢ bI'. Oounaxo nogvluienue akmueHocmu @pepmeHmos 00bIuHO
Ovlgaem  HE3HAYUMENbHbIM — UIU  YMEPEHHbLIM  C  NpPeBalupo8aHuem  3HAYEeHUs.
acnapmamamunompacgpepazvt  (ACT) mnao ananunamunompacgepazou (AJIT) u He

KOppenupyem co Cmenenvio 2enamome2aiuu Uil msjicecmoio nopaxcenusi nevenu [25, 35].
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Bcem mnamueHtam ¢ KJIMHUYECKMMH IposiBaeHUsMH bBIT pexkoMmenayeTcs npoBeneHHE
KOaryJaorpaMmsl (OpUEHTHPOBOYHOIO HCCIIEAOBAHUS CUCTEMbl I'€MOCTa3a): OIpPEICIICHUE
IPOTPOMOMHOBOTO (TPOMOOIJIACTUHOBOTO) BPEMEHH B KPOBH HJIM B IIa3Me, OIpeIesieHHE
AKTUBUPOBAHHOI'O YaCTHYHOrO TpoMOoIutacTuHoBOro Bpemenu (AUYTB) u MexayHapoaHoro
HopManu3oBaHHOro oTHomeHuss (MHO) nis oneHku pyHKIMOHAIBHOTO COCTOSIHUS [I€YEHU U

CBEPTHIBAIOLIEH CUCTEMBI KPOBHU.
YpoBeHb yOeanTeIbHOCTH 10Ka3aTeJbCTB — C, yPOBEHb 10CTOBEPHOCTH /10KA3aTEJIbCTB- D.

Kommenmapuu: B koacynocpamme  pecucmpupyiom — VOJIUHEHUE  AKMUBUPOBAHHOZO
yacmuunoco mpomooniacmurnosozo epemenu (A4TB) u npompombdburnosoco epemenu (I1B)

[35, 39, 40].

e He PEKOMCHAYCTCA B KaA4YC€CTBEC nepBoﬁ JUHHUHN JHUAardHOCTHKH MOp(i)OJIOFI/I‘IGCKOC

UCCJICJOBaHME KOCTHOTO MO3Ta JISTSIM ¢ KJIMHUYecKuMH Tposisinenusimu bI™ [1-4,6, 35].

YpoBeHb y0eAuTEeIbHOCTH 10Ka3aTeNbCTB — C, yPOBEHb 10CTOBEPHOCTH /10KA3aTEJIbCTB- D.
KommenTapuu: Mopgonocuueckoe ucciedosanue KOCMHO20 MoO32a  CHOCobcmayem
BbISBNCHUIO XAPAKMEPHBIX OUACHOCMUYECKUX INEeMEHMOo8 — Kiemok lowe u 00Ho8pemMeHHO
UCKTIIOYEHUIO OUASHO3a 2eMo01acmosa uiu JaumM@ponpoiupepamusno2o 3a0601e8anus Kax
NpUYUHLL Yumonenuu u cenamocnienomezanuu. QOouaxo, npoyedypa 3abopa Kiemok
KOCMHO20 MO032a S181emcsi OONe3HeHHOU OJi1 NAYUueHma, a pe3yibmam YumonrocuiecKko2o
uccnedosanusi He 6cee0a Modcem OblMb  OOHO3ZHAUHBLIM: O0B0JILHO  BbICOK  PUCK
JIOACHOOMPUYAMETLHBIX PE3YAbMAMO8 NPU HeONbIMHOCMU 8PAYA-2UCMO]I02d, ONUCLLBAIOUe20
npenapam u  npu  pedkom  pacnpeoeirenuu  kiemox lowe 6  muenoepamme.
Jlosicnononooicumenvhovle  pe3yibmamsl  CiA3AHbLL  C  GblAGIeHUEM Ncesdo-Kiemok [ oute
(anbmepHamuéHo  AKMUBUPOBAHHBIX MAKPOPA208), OnpeodensieMblx npu psoe Opyeux
3000/1€8AHUL MHONCECMBEHHAS  MUCLIOMA, MUENOOUCHIA3US U MUCTOOUCHIACTIUYECKUTL
CUHOPOM, XPOHUYECKAsT MUENLOUOHAs JIeUKeMUsl, J1e2OYHbll mybepKyne3, MUuKoOaKmepuosol,
CepnosUOHO-KI1emoyHas anemusi, UMMYHHASL — MPOMOOYUMONEHUS. Ilpu  smom
JIOAHCHOOMPUYamelbHble pe3yibmamsl He N0360JII0M NOIHOCMbI0 uckuoyums bI', nockonvky
knemku I oute 4yecmeumenvbubl K MEXAHUYECKUM NOBPENCOCHUIM U J1e2KO pa3pyularomcs npu
npU2OMOosIeHUU U OKpacke maskos. Kpome mozco, kiemku-mapkepol Mo2ym pacnoiazamocs

Hanepugepuu mMa3ka KOCMHO20 Mo32d U He 8ce20a nonadaiom 8 noje 3peHus mopgonoza, [6,

35, 50].
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e BceM nanumeHTaM C KIMHUYECKMMHU NOposiBiIeHUAMU bBIT  pekoMmenayercss € ULEIblo
Bepu(HKaIMA JUarHo3a MIPOBEICHUE OMOXMMHUYECKOTO WCCIICIOBAHUS: ONpEIeIcHUe

akTuBHOCTH [-D-rimokosunaser  [1-4, 35].

YpoBeHb YOeAUTEJIbLHOCTH 10Ka3aTeJbCTB — C, yPOBEHb IOCTOBEPHOCTH 10KA3aTeJbCTB-
5.

Kommenrapun:  Buoxumuueckum Kpumepuem mMOYHO20 OUACHO3A SGIAEMC  CHUNCEHUE
akmusnocmu gpepmenma B-D-eniokosudasvl.  [35, 45, 46]. B nacmosuyee epems ouacnocmuxa bl ¢
onpedeneHuem AaKMUBHOCMU (depMeHma dawe HnpoeoOUMcs NO NAMHAM CYXOU KpO8U C
UCNONb308aHUEM Mem0o008 mandemuou macc-cnekmpomempuu (TMC). Ilpeumywecmeamu OanHOU
MemoOUKU ABIAMCA MUHUMATbHbIE MPedosaHus K 3a60py, 0ocmaske U XpaneHur Ouoodpasyos,
cneyugpuuHoCcmy, ObICMPOMA  BLINOJHEHUS. U  BO3MONCHOCMb UCNONbL306AHUA Mamepuanida Ois

noemopHo2o uccredosanus [47].

e BceMm nanmeHTam ¢ KIMHAYECKHUMHU TposiBieHUsIMA BI” 1 cHI>KeHMeM akTUBHOCTH (pepMeHTa
[3-D-riroko3ua3el C LeJbl0 BepUPHUKALMM JHAarHo3a PEKOMEHJ0BAaHO IIPOBEJICHHE

MOJICKYJISIPHO-TEHETHYECKOT0 MCCIICI0BaHMUs: BhIsBIcHHEe MyTaiuii B rene GBA  [6, 35, 45,

48].

YpoBeHb y0eANTEJIbLHOCTH 10KA3aTeJbCTB — C, ypPOBeHb I0CTOBEPHOCTH J0KA3aTeJbCTB-
5.

Kommentapumn: Monexynapno-eenemuueckas  ouacHocmuxa bl nozeonsem
ob6Hapyxcumv mymanmuvle ainenu eena GBA u cocmoum u3z 08yx smanos. Ha nepsom smane
APOUCXO0Um NOUCK Haubolee pAcCnpOCMPAHEHHBIX MYMAayuti ¢ NOMOWbIO CKPUHUHSOBbIX
naweneti (0CO6eHHO 8 NONYIAYUAX ¢ NPeobradanuem OnpedesieHHbIX Mymayutl), Ymo no360Jism
evis8UmMb 00 80% 3nauumsix eapuanmos 2ena. Ha emopom smane npogoosam nouck peokux u

HO8bIX Mymayuul [48, 49].

e BceMm nanueHTam ¢ KIMHUYECKMMHU TposiBIeHUsiMU BI' pekomeHayeTcs onpeneneHue
aKTUBHOCTH XUTOTPHUO3UIA3bl B TIa3Me KPOBH U ypOBHS Timroko3wicuHroznna (Lyso-

Gb1) ans monuTopunra tepanuu [6, 35, 41].
YpoBeHb yoeauTeJIbHOCTH 10KA3aTeNbCTB — C, yPOBEHb 10CTOBEPHOCTH 10KA3aTEIbCTB- .
Kommenmapuu: Jlononnumenvuvie memoowl ucciedoganus npu 6onesnu I owe exnouarom:

onpe()eﬂeHue KOHYyenmpayuu u axkmuerHocmu pﬂda OUoN0CUYECKU AKMUBHBIX CO@@MHeHMZZ,
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Komopbie 8blpabamvléaomces 8 usOLIMOYHOM Koaudyecmee npu aKmueayuu Maxpogazos,
HAZPYHCEHHBIX — namonocuyeckum  cyocmpamom. Ha — ¢gone mepanuu  axmusHocmo
buomapkepos cHudicaemcs, 4mo 00YCN06IeHO YMEHbUICHUEM COOePHCAHUSL 8 CblBOPOmKE
KpOBU, KIemKax U MKAHAX OP2aHU3Md HAKONACHHO20 2lioKoyepeoposuda [42]. Dmo
n0360JI5lem  UCNONIb308AMb  YKA3AHHble  OuoMapkepvl 01  OONOJHUMENbHOU  OYEHKU
aghghexmusnocmu mepanuu.

Xumompuosudaza - Haubonee 4y8CmeumenbHblll U3 U3ECMHBIX 00 HeOABHe20 8PeMeHU
buomapkepos, aKmMuHOCHb KOMOPO20 y DOIbHBIX NOBLIUEHA 8 0eCAMKU U 0adce COMHU Pas3.
Oonako akmusHocms 0AHHO20 hepmenma modxcem Ovimb nosviuera u npu opyeux JIBH u
socnanumenvHulx 3abonesanusax. Hapaoy ¢ smum 6 6-35% ciayuaes 6 paznuunvix nonyisyusax
ommeuaemcs 2enemudecku 0oycnosnennvii oepuyum XT, 6 cesazu ¢ uem ghepmenm ne 6ce2oa
Modcem Oblmb UCNONIb308aH OISl OuaeHocmuky u mowumopunea BI™ [43].

Xemoxun CCLIS8/PARC maxoce nosviwwern npu bI, oouwaxo, ue seisemcs
cneyuguunvim  mapkepom BIT u  modxcem 6vimv makdce NOGvlUEH NPU  PAZTUYHBIX
OHKONO2UYECKUX 3A001€8AHUSX, 60CNAIUMENbHBIX NPOYECcax CyCmagos, ieckux u kocu [44].

Hoeviii  6uomaprep  enoxosuncguneosun  (Lyso-Gbl), obradaem naubonvuiet
cneyuguuHOCmy U 4Y8CMBUMENbHOCIbIO U OOCMOBEPHO KOPPEIUPyouie2o ¢ aKmueHOCmbio
XT u CCL18, eenamocnienomezanueii y nayuenmos ¢ bI. 3nauenue LySO-GLI 6oree 420
He/MJL ACCOYUUPOBAHO ¢ MAdCeNbIM meyeHuem 3abonesanus [41].

2.4 UHcTpyMeEeHTAJNBHBIE AMATHOCTHYECKHE MCCIeI0BAHMS

e BceMm mamueHTaM C KJIMHUYECKHUMH MPpOABJICHUAMU bI' PexomeHnmoBaHO IMPOBCACHUC
peHTreHorpa(bI/m Tp}I6LIaT]':>IX KOCTEH CKeJleTa IJIS BBIABICHUS U OLIEHKU TSKECTHU MOopaKCHUA

KOCTHO-CycTaBHOM cuctemsi [1,2,3,4,6, 35].

YpoBeHb Y0eAUTEJIHLHOCTH A10KA3aTeIbCTB — C, ypPOBeHb I0CTOBEPHOCTH J0KA3aTEJbCTB-
5.

Kommenrapum:  [Ipumensemcs 0ns obHapydceHusi oegpopmayuti ckeiema, neperomos u
onpeoeneHuss MoIWUHbL KOPKO8o2o cost kocmeti [3,19, 95]. M3zmenenuss kocmuot mxanu npu
penmeenocpagpuu  mpyouameix Kocmeu Mocym Ovblmb NPeOCmasnieHvl.  UCMOHYEeHUeM
HAOKOCMHUYbI, IHOOCMANLHOU  3Y04amocmvlo U NOHUMCEHHOU  MpabeKyIapHOCMbIO;
oughghy3nvim ocmeonoposom, xapakmepHou Koib00OpasHol Odeghopmayueli OUCMATbHBIX
omoenog 0eOpeHHbIX U NPOKCUMAIbHLIX 0moenos 0Ooabuedepyosulx Kocmell (Koobl
Opnenmetiepa), noGvlUCHUEM  PEHMEHONPO3PAYHOCMU — KOCMHOU — MKAHU,  Haluduem
KUCTNOBUOHBIX NPOCEEMJIEHUll, 04a2AMU OCMEeOU3UCd, OCMeOoCKIepo3a U OCMEeOoHeKpo3d,

namonocuueckumu neperomamu [58, 59, 60].
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e PekoMeHIOBaHO MPOBEJCHUE MarHUTHO-pe3oHaHcHoU Tomorpaduu (MPT) [1,2,,6, 35, 63].

YpoBeHb yoeauTeJIbHOCTH 10KA3aTeJILCTB — C, yPOBEHb 10CTOBEPHOCTH J10KA3ATEJIbCTB-
5.
KommeHTapum: _ macHumHo-pe3soHancHas — momozpagus — 6edpeHHulx  Kocmel U
Mmazobe0peHHbIX CYCMABO8 - HAOEHCHLIU Memood UCCIe008aHUs CMeneHUu UHGUIbmMmpayuu
KOCMHO20 MO324 U €20 CMpPYKMYpHbIX uzmenenuti npu bBI, kax 60 épemsi nocmaumosKu
0UacHo3a, MaxK u npu nocredyloujem HabaoO0eHul 3a NAaYUeHmMamu U oyenke dghgexmusHocmu
nevenus. MPT nomozaem 6 OuacHocmuke KOCMHbIX KpPU308 U  BbIAGIEHUU 0YdA208

acenmuueckozo nekposa kocmu [35, 60, 63].
e PexkomenoBaHo mpoBeacHue AeHcuToMeTpuu [1,2,3,4,6, 35].

YpoBeHb yoeauTeIbHOCTH 10Ka3aTeJbCTB — C, YyPOBEHDb 10CTOBEPHOCTH /I0KA3aTEJIbLCTB-
5.

KommenTapuu: Konuuecmseenuvim memooom ayuesoli ouacHocmuku y oemeti ¢ bl aensemcs
0CMeo0eHCUMoMempus NOACHUYHO20 omoeld NO360HOYHUKA, KOMOpAas npeocmasisiem
cobotl “3on10moil cmanoapm’”’ 011 8bIAGNEeHUS. CHUNCEHHOU MUHEPATbHOU NIOMHOCIU KOCMHOU
mxanu  (MIIKT). Memoo ochoevisaemcsi Ha onpedenenuu npoexyuonnou MIIKT,
yemauaenueaem usmeHneHus Ha pannux cmaousx bl' u nozeonsiem npoeooumv MOHUMOPUHZ
aghpexmuenocmu mepanuu. Cmenenv cnudicenus MIIKT y demeti onpedensemcs ¢ nomMowbio
Z-kpumepusi (Z-SCOre) — Koauvecmea CmMaHOApmuulx omkioHeHuti (SD), na komopoe
pe3yIbmam uzmMepeHus Omaiuyaemcs om cpeoHell 8elutunsbl 01 0aHHO020 803pacma U Noid.
Heuneasuenocmo, wupokas 00CmMynHoCmb, HU3KAA JIyYeeds HA2py3Ka, Ovicmpoe noyueHue
Dpe3yIbmamos U 8blCOKAs MOYHOCMb KOIUYECMBEHHO20 AHAIU3A NO3B0AI0M UCNOIb3068ANb
OdeHcumomempuio y demell ¢ S-1emHe2o o3pacma. Ananuz pe3yibmamos nposooumcs Ha

KOCMHbLL 803pacm pebeHKa, onpeoensemvlii nped8apumenbHo no peHmeeHoSpaMMam Kocmetl

kucmett [35, 56, 57].

e PekoMeHIOBaHO TpoOBeJcHHE YibTpa3BykoBoro wuccienoBanus (Y3M) u MPT nedenu u

cenesenku [1,2,3,4,6].

YpoBeHb yoeauTeJbHOCTH 10KA3aTeJIbLCTB — C, yPOBEHb 10CTOBEPHOCTH J0KA3ATEJIbCTB-
5.
Kommentapun: V31U u MPT neuenu u cenezemku Nno360AI0M GbIAGUMb UX 0UA20BblE

NOpAadfcenusi U Onpeoerums UCXOOHBLU 00beM Opeano8, Ymo HeoOdXo0UMOo OJisl OYEeHKU medeHuUs
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3a001e8anuUsl U NOCAEOVIOUE20 KOHMPOS dPHeKmusHoCmuY 3aMeCmumenbHol hepmMeHmHou
mepanuu.

Ilo oanuvim aumepamypor y 20% nayuenmos 8 cmpykmype OpaHO8 Bbli8Isiomcs
KpPYNHble 2UNOIXO2EHHbe YUACMKU HEeNnpasuibHOU Gopmbl, OOHOPOOHOU CMPYKMYpbl, C
HeuemKuM pamMolmblM KOHMYPOM U 0e3 YemKou JIOKAIU3ayuu - maxk Hasvieaemvie ‘y3ibl
Towe” unu eowepomvl, npedcmasnaowue cobol oyazu U30bLIMOUYHOSO HAKONAEHUS KIemOoK
Towe [35,55].

PexomenoBano nposezenue pudpoanactomerpuu [35, 61, 62]

YpoBeHb yOeanTEIbHOCTH 10Ka3aTEeNbCTB — C, ypPOBEHb I0CTOBEPHOCTH J10KA3aTEJIbCTB-
5.
Kommenrapuu:  @Qubposnacmomempus — a6isiemcs — albMepHAMUBHOU — HEUHBAZUBHOU
VIbMPA38YKOBOU MeMOOUKOU Onpedesienus USMEeHeHUll NApeHXUMbl NedeHu U Cele3eHKl.
Vavmpassyrxosas ¢pubposnacmomempus (PIOM) — cospemennas memoouxa, npediodceHHas 8
KAUHUYECKUX PEeKOMEHOAyusx omoenvHvlx cmpan FEeponvl 0751 HEUH8A3USHOU OYEeHKU
cmpykmyphvix usmenenuti nevenu npu b [61, 62].

Usmenenue naomumocmu opeana no Oamnbim DIM - O0ocmosepHvlll UHOUKAMOP
UBMEHEHUNl COCMOSHUSA NAPEeHXUMbl NeYeHU U Npocpeccuposanus @Guoposa, 00HO20 U3

2NABHBIX NOKazameJiell Heb1a2onpusmuo2o ucxooa 3abonesanus [61, 62].

PexoMeHIOBaHO ~ TPOBENECHHE  JIOMIUIEP-OXOKapauorpaduu,  dJIEKTpoKapanorpaduu,
peHTreHorpaguu TPYIHOW KIETKH, OIpeleleHne (YHKIMU BHEIIHETO JbIXaHHA Yy
CINNICHOKTOMUPOBAHHBIX MAIIMCHTOB C BBICOKMM PHUCKOM IOPAXCHUA JICTKHUX IJId MCKIITOYCHHA

JIETOYHOMN TUIIEPTEH3UH U JBIXaTEIbHOM He0CTaTouHOCTH [3,5,6].

YpoBeHb yOeAuTeTbHOCTH 10KA3aTEJbCTB — C, yPOBEHb J0CTOBEPHOCTH J0KA3ATE/IbCTB-

5.

PexoMenmoBaHo MMPOBCACHHUC 330q)al"OFaCTpOI[yo,[[eHOCKOHI/ISI Ipu HaJIMYHUH

COOTBETCTBYIOLIMX KaJl00 MM MPU3HAKOB MIOPTAIbHOM runeprensuu [3,5,6].

YpoBeHb yoeauTeJbHOCTH 10KA3aTeJIbLCTB — C, yPOBEHb 10CTOBEPHOCTH J0KA3ATEJIbCTB-

5.

PexomeH10BaHO NpOBeJEHNE 3JIEKTpOdHLEedanorpapuy y MalueHTOB C HEBPOJIOIMUECKUMHU

turnamu BI" [3,5,6]. .
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YpoBeHb y0eauTeJbHOCTH 10KA3aTeJIbCTB — C, YyPOBEHb 10CTOBEPHOCTH J0KA3ATEJIbCTB-

5.

2.5 Unble AUATHOCTHYECCKHEC MCCJICI0OBAHUSA

J PexomeHayIoTCsl MPU MMOCTAHOBKE JUArHO3a MAallEeHTaM C KIMHUYECKUMHU Mpu3Hakamu bl
MPUMEHSITh MYJIbTHIACIUIUIMHAPHBIA TOAXO0J B BHJIY TOTO, 4TO 3a00JIeBaHUE XapaKTePU3YIOTCS
MOpaXCHHEM MHOTHX OpraHOB U CHUCTEM, TpeOyeT KOMIUIEKCHOM Tepaluu, 4YTO JAUKTYeT
HEOOXOMMOCTh COBMECTHOTO BEJICHUS TMAlMECHTA CIICUAIMCTaMU pa3HbIX npoduiei [ 1, 4].
YpoBenb yoeauTebHOCTH pekoMeHAanuii C, ypoBeHb I0CTOBEPHOCTH I0KA3aTEJIbCTB — O
KommenTapuu: noxaszanvl nepsuunvie u nosmopuvie KOHCYIbMAYUU 6payd-ceHemuxd, 6paya-
ogpmanvmonoza, 8pava-Hespono2a,  8pPAYA-2ACMPOIHMEPOTIO2d, 8PAYA-MPAHCNIAHMON02d 8pPAYa-
mpasmamonoza-opmoneod, epaua-neouampa, 6pava-mepanesma, a makdxice epaveill Opyeux

cneyuanvrocmen nayuenmam ¢ b [1,4].

2.5.1 nddepeHnnaibHas THATHOCTHKA

Huaenoz 6one3np l'omie CTaBUTCS HAa OCHOBAHMM COBOKYIHOCTH KJIMHUYECKHUX JaHHBIX,
pe3yabTaToOB J1a0OpaTOPHOTO HCCIIEAOBAHUS, OMOXMMHUYECKOTO U MOJIEKYJISPHO-TEHETHYECKOTO
aHaJu3a.

VYuutbiBas BBIPAXXEHHYIO (EHOTUIIMYECKYIO T'€TEpOr€HHOCTb, IIHPOKYI0 BapHaOeIbHOCTh
Bo3pacta Jebroora bI, HecnenupuyHOCTh pPAaHHUX KIMHUYECKUX TPOSBICHUNA, HEOOXOIUMO
IpOBOJUTh TU(PEpEeHIIMATIbHYI0 JUArHOCTUKY C OOJBIIMM KOJHMYECTBOM TI'eéMaTOJIOTMYECKHX,
MIEYCHOYHbIX, KOCTHBIX, HEBpPOJOIMUECKUX 3a00JIeBaHUW M  JPYTMMU  HAacleACTBEHHBIMU
MeTaboauaeckumu Oosnesnsamu [3, 6, 35].

Juarnos BI' cnenyer 3amofo3puTh y nalMeHTa ¢ HEOObSICHUMOMN CIUIEHO- M TelaToMeraiue,
LUTONEHUEN U CUMIITOMaMH MOPaKEHUS KOCTEM.

Hna  BI' 1 B 3aBUCMMOCTH OT BHJa MaHU(DECTallMH — Pa3HOOOpPa3HbIE JK30TCHHBIC U
HaCJIe/ICTBEHHBIE 3a00JIEBaHMsI, COITPOBOXK/IAIOIIUECS BUCLIEPOMETaUell, OCTPhIMU OOJIIMU B KOCTSIX,
KPOBOTOYHMBOCTBIO.

[luToneHnyecknii ¥ TEMOpPpAarMyecKUil  CHHIPOMBI  4Yalle  BCEro  HEOOXOAUMO
muddepeHpoBaTh ¢ JIUMQPONpPoaudepaTuBHBIMU U MHUEIONPOIUpepaTUBHBIMU 3a00JIEBAHUAMU,
MUEIOJUCIUIACTUYECKHM CUHAPOMOM, aHEMHSIMU JAPYTOM 3THOJIOTMH, UMMYHHON TPOMOOLIUTONEHUIH,

TPOMOOIMTONATUAMH U KoaryiaonaTusmu (remoduius) [50, 51].
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JuddepeHnmanpbHyl0 TUATHOCTUKY T'eMaTONMEHATFHOTO CHHIPOMA MPOBOISAT C APYTUMH
3a00JIeBaHUSAMH, XapaKTEPU3YIOMIMMHUCS YBEIMUYCHHEM IICUYEHH M CEJIC3CHKH, MpPEXae BCEro CO
chunronununo3damu (6onesnr Humanna-Iluka tun A/B), 3aboneBaHusIME TIEYCHH C Pa3BUTHEM
Uppo3a M TMOPTAIGHOW THUIEPTCH3UH (BHYTPHUYTPOOHBIC HWHQEKIUH, BHPYCHBIC TCIATUTHI,
ayTOMMMYHHBIH TelaTuT, 00Je3Hb BWIIbCOHA, TTIMKOTEHOBask 0OOJIE3Hb, HEIOCTATOYHOCTH anb(da-1-
AHTUTPUTICUHA, TUPO3UHEMUS, NEDUIIUT JTU30COMHOMN KHUCIION JTUMAa3bl, TeMOXPOMATO3, THCTUOINTO3,
oonesnp Papbepa) [23, 35, 52, 53].

JuddepeHnmanpbHyr0 JHATHOCTHKY AaCENTHYECKUX HEKPO30B TOJIOBKH OCIPEHHOW KOCTH
npoBOIAT ¢ Oose3Hpto IlepTeca; KOCTHBIX KPH30B C OCTEOMHEIMTOM; XPOHHUYECKUX OCCAITHHA U
apTparuii ¢ OOJSIMH pPOCTa, PEBMATOJIOTMYECKOW TATONOTHEH (apTpUThI), TeMOO0JIACTO3aMH,
cuHIpoMOoM baHTH 1 KOCTHBIM TyOepKyie3om [35, 54].

[Ipy 1HArHOCTHKE TenaToCIUICHOMETANINH ¢ HEBPOJOTHYECKOW CUMIITOMATUKOM (2 U 3 THIIBI
BbI') HeoOXOAMMO HMCKIIOYHTH BCe HH(pAHTHIBbHBIE (HOpMBI CHUHIOIUNIKI030B (Oone3npr HumanHa-
I[Muka tun C), GMIl-raarnmo3mnmos3, ramakTocuannao3, Oosne3Hr Bonbmana, Oone3np PapbOepa

(arunuunbie (OPMBI), @ TAKKE BPOXKICHHYIO OKYJIOMOTOPHYIO amnpakcuio [23, 35, 52].

2.6. Mennko-reHeTuH4ecKoe KOHCYJIbTHPOBAHUE M NIPEHATAJbHAS ANATHOCTHKA

e CeMbsM ¢ OOJIBHBIMU JI€TBMH PEKOMEHIYETCS MeOuKo-eeHemuieckoe KOHCYIbMUposaHue ¢

IIeJIBIO Pa3bsICHEHUS TeHeTHYecKoro prcka [1,2,3,4,5,6].

YpoBeHb YOeAUTEJIHLHOCTH A10KA3aTeJbCTB — C, ypOBeHb I0CTOBEPHOCTH J0KA3aTEJbCTB-
5.

KomMmeHTapum: xax u npu opyeux aymocOMHO-peyeccusHvix 3abonesanusx, npu Bl Ons
Kadxicoou bepemenHocmu puck poxcoenuss pebenxka cocmasnsiem 25%. B cemwsx, 20e ecmo
O0nbHOU  pebeHOK,  cyujecmeyem — B03MONCHOCMb — NPOBEOEHUs  NPEeHAMANbHOU U
NPEUMNIAHMAYUOHHOU OUACHOCMUKU.

IIpenamanvhas ouazHocmuxa npo8oOUMCcs  MONEKYIAPHO-2eHeMUYECKUMU unu
ouoxumuyeckumu memooamu, nymem ucciedosanus JHK, evioenennou uz buonmama 60opcuu
xopuona Ha 9-11-ii nedene GepemenHoCmMu U/uUnu  KIEMOK AMHUOMUYECKOU HCUOKOCMU,

nooHou Kposu na 20-22-1i nedene bepemeHHOCIU.

3. Jleuenue

3.1 KoncepBaTuBHOe Je4eHHue
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e PexkomennoBaHa  TMOXM3HEHHass  (epMmeHTHas  3amectutenbHas — Tepanus — (P3T)

PEKOMOMHAHTHOM TJIIOKOIEpeOpO3uaa30i marMeHTaM ¢ MOATBEP)KICHHBIM auarao3zom bl 1

TUna 0e3 mopaxeHus HepBHOM cuctemsr [1,2,3,5,6].

ypOBeHb yﬁeL[I/ITeJILHOCTI/I A0Ka3aTeJIbCTB — C, YPOBE€HL TOCTOBECPHOCTH T0KA3ATEJIbBCTB-

5.

PekomennoBana  moxu3HeHHas  (¢epMmeHTHas  3amecTurenbHas — Tepanus  (DP3T)
PEKOMOMHAHTHOM IIIIOKOLEpeOpO3na30i NallMeHTaM ¢ XPOHUUYECKUM IOPaKEHUEM HEPBHOM
cucreMbl (BI' 3 Tum), y KOTOpbIX HMMEIOTCS KIMHUYECKH 3HAYMMbIE HEHEBPOJOIMUYECKHUE

nposiBiieHus 3aboneBanus [2,4,5,6].

ypOBeHb Y6eIlI/ITeJ'lI)HOCTPI A0Ka3aTeJIbCTB — C, YPOBE€HL TO0CTOBECPHOCTH T0KA3ATEJIbBCTB-

5.

He pexomennoBana (epMeHTHas 3aMecTUTENNbHAs Teparmus npu 2 ture bI, Tak kKak He

s¢dexrusna [1,2,3,5,6].

YpoBeHb Y0eAUuTEJILHOCTH 10KA3aTeJbCTB — B, ypOBeHb 10CTOBEPHOCTH T0KA3aTEIbCTB-
2.

Kommentapuu: @3T obecneyusaem ycmotiuusoe yayuuienue COCMOSHUSL NAYUECHMOB:
HOpMANU3yem YpOGHU 2eMO2N00UHA, MpomMboyumos, obveMm neyeHu U Ccere3eHKu (y
HeCHIIeHIKMOMUZUPOBAHHBIX  OONIbHBIX),  Kynupyem KoCmHble 001U, npedomepauaenm
paszeumue OCMeOHeKpO308 U KOCMHbIX KPU308;, NPUBOOUM K HOPMAIUZAYUU DPOCMA U
3HAYUMENLHO NOBbIULAET KA4eCmB0 HCUu3Hu oemell ¢ bonesnvio I owe.

B cea3u ¢ ecemepocennocmyvio 3abonesanus 003a npenapama O0O0IHCHA NOOOUPAMbCA
UHOUBUOYATILHO, 3A6UCUM  OM  MANCECMU NPOSGICHUL U MOJCem NOGIUAMBCS WU
CHUDICAMBCA 8 3A8UCUMOCTNU OM YCHEWHOCMU OOCMUNCEHUs. Mepanesmuyeckux yeiel Ha
OoCHOBaHUU oyeHKu Kiunuyveckux nposigienutl [1, 4, 5, 64]. Ipeumywecmeom @3T sensemcs
8bicoKolU npoghunvy  bezonachocmu U dpgdexmuenocmu 01 KYNUPOBAHUS OCHOBHLIX
nposaenenuii  bI, a Hedocmamku 00yCI06IeHbl YACBIMU UH@YIUAMY, CHUNCAIOUWUMU
KAuecmeo  JICUSHU — NAYUEHMO8 U  OMCYMCMEUeM  GIUSAHUSL HA — HEe8PON0SUHECKYIO
CUMNMOMAMUKY (0adxdce Npu BbICOKUX 003AX) 6 CBA3U C HEBO3MONCHOCMBIO NPOHUKHOBEHUS.
npenapama uepes cemamosnyeganuveckutl bapvep (I'265)[35, 64, 65].

B Poccuiickou @edepayuu 3apecucmpupo8aro 3 1eKapCmeeHHblX cpedcmaa OJisi NPo8eoeHUs.

D3T:

£

*
O umucnwyepasa
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*%
O eenaenoyepasa anvgha .
*k
O manuenioyepasa area .
*% o
Hmuenroyepasa — moouguyuposanuas gopma Kuciou [-2noKo3uoassl yenosexd, y
Ooemetl ¢ BI" nauanvHas 003a umueaoyepaszvl COCMABIsAem.

o npu l mune BI' 6e3 nopasicenuss mpyouamwix kocmeti ckenema - 30 E/l/ke na 1 esedenue
[6,7,8];

o npu 2 mune BI' ¢ nopascenuem mpybuamulx Kocmeu ckeiema (KOCMHbvle Kpusbl,
namosno2uieckue nepeiomsl, ouacu JIUMUYECKOU OeCmpyKYuu, acenmuyecKuti HeKpo3
2071060k Gedpennvix kocmeti) - 60 E/[/ke na 1 esedenue [6,7,8,9,10,11];

o npu 3 mune BI" — 60 E/[/ke na 1 esedenue.

*k o
Benaenoyepasa anvgha noxazana ona onumenvrnozo neuenus oemeil ¢ bonezuvio Iowe 1
muna. Pexomenoyemas 0oza cocmasnsiem 30-60 E/l/xe 1 pa3 6 2 nedenu.
o3y modicHo Koppekmuposams UHOUBUOVATILHO, HA OCHOBAHUU OOCHMUNCEHUST 0AHCUOAEMO20
agpgpexma u eco coxpanenus, o00Hako npumenenue 003 eviwe 60 E/l/ke ne uzyueno
[6,12,13,14,15].
Tanuenoyepaza anvgha — noxazama Osi aedeHus oemell U 83POCAbIX C NOOMBEPIHCOCHHBIM
ouaenozom oonesuu bBI'l. [{na neuenuss oemetl 6 6o3pacme om 2 00 18 nem ¢ eucyepaibrvimu
unu eemamonocuieckumu nposigienuimu bI'. Pexomendyemasn 0oza cocmasnsem 30-60 E/l/ke

1 pas e 2 Hef)e/m, 8 3a6UCUMOCMU OM KIUHUYECKOU OUYEHKU I’lpOGéd@HHOZZ Jaedawum epadom

[16, 17].

IIpu pa3BUTHM NPOSBICHUN OCTEONOPO3a IS 3aMEUIEHUS U IIPEKPAIIeHUs] IOTEPU KOCTHOM
MAaccChl, IMOBBIIICHUS €€ MPOYHOCTH, MPEIOTBPALLECHUS IEPEIOMOB KOCTEH B KOMIUJIEKCHON
TEpaluyl  PEKOMEHAYeTCs TMPUMEHATh: anb(akadbUUION , XOJeKalbLU(epos, COIu

KaHBHHﬂ**[l,3,5,6]

YpoBeHb y0eauTeIbHOCTH 10Ka3aTeJbCTB — C, yPOBEHb 10CTOBEPHOCTH 10KA3ATEJIbCTB-
5.

Kommenrtapuu: [lomumo @3T y demeil ¢ BI' npumensemcs cumnmomamuieckas mepanus,
BKIIOYAIOWAs HA3HAYEHUe Ouemvl, 0002aujeHHOU Kaabyuem, U Npenapamos Kaibyus c
xonekanvyugeponom. B kauecmee cumnmomamuueckon mepanuu CKelemublX OCLOMCHEHUL
BI'' | muna npumensaiom mecmuule u nepopanrbHvle HeCmepouoHsle NPOMUEOBOCHAIUMENbHbIE
u aumubakmepuanivhvie cpeocmeda. B pedkux cayyasx npu HeoOpamumvlx KOCMHbLIX

nopasicenusix — (ocmeoapmposvl) He0OX00UMO NpOBedeHue ONepamusHo2o aedeHuss -
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9HOONPOME3UpPOBaHUe Cycmagos O0as KYNUPOBAHUS XPOHUYECKOU OONU, B0CCMAHOBNIEHUs

@YHKYUU U 3HAUUMENTLHO20 VIYUULeHUs. KAYeCed JHCU3HU nayueHmos [57, 60, 66].
e He pekomMeH1I0BaHO MPOBEACHKE CILUICHIKTOMUHM maruentam ¢ bI' [1,3,5,6].

ypOBeHb yﬁeL[I/ITeJILHOCTI/I A0Ka3aTeJIbCTB — C, YPOBE€HL TOCTOBECPHOCTH T0KA3ATEJIbBCTB-

5.

e [Ipu nokazaHHOM jnuarHose bI' He peKOMEHI0BaHbI ITOBTOPHBIC ITYHKIIMM KOCTHOTO MO3ra U

JpYyTUe MHBAa3MBHBIC JUATHOCTHYECKUE MEPONpUsTHs (OHOIICHs IeveHu, cenesenkn) [1,3,5,6].

YpoBeHb y0eauTeIbHOCTH 10Ka3aTeJbCTB — C, YyPOBEHDb 10CTOBEPHOCTH 10KA3ATEJIHCTB-

5.

e He PEKOMCHIAOBAHO OIICPAaTHBHOC JICUCHHC KOCTHBIX KpPH30B, KOTOPBIC OIIMO0YHO
pacCMaTpUBAIOTC KaK IMNPOABJIICHHA OCTCOMUCIIUTA. HpI/I XUPYPIUYCCKUX BMCEIIATCIILCTBAX

CYIIECTBYET MOBBILICHHBIA PUCK KpOBOTEeYCHUs U uHbUIMpoBanus [1,2,5,6].

YpoBeHb yoeauTeIbHOCTH 10Ka3aTeJbCTB — C, YyPOBEHDb 10CTOBEPHOCTH 10KA3aTEJIHCTB-

5.

L4 HpOTI/IBOHOKaBaHO HAa3HAYCHUC KOPTUKOCTCPOUIAOB C HECJIBIO KYIIUPOBAHUA TUTOIICHUYCCKOI'O

cunapoma [Ipu nokazannom quarnose bI' [1,2,5,6].

YPOBCHB yﬁelll/lTeJ'll)HOCTl/l A0Ka3aTeJbCTB — C, YPOBE€HL TO0CTOBEPHOCTH J0KA3ATEJIbBCTB-

5.

e He PEKOMCHIAOBAHO HW HC 00OCHOBAaHO Ha3HAUYCHHE npemnaparoB KeEJjie3a OOJBHBIM C
pa3BepHyT0171 KapTHHOﬁ BF, TaK KaK aHCMUsS B ITHUX ClIydasdX HOCHT XapaKTEp «aHCEMHUU

Bocmanenus» [1,2,5,6].

YpoBeHb yoeauTeJbHOCTH 10KA3aTeJIbLCTB — C, yPOBEHb 10CTOBEPHOCTH J0KA3ATEJIbCTB-

5.

3.2 Xupypruueckoe Je4eHue

He tpebyercs
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4, MemuuuHckas peadHJIUTAIMS, MeIMIMHCKHE TOKA3aHHS M NMPOTHBONOKA3AHUI K

MPUMEHEHNI0 METOI0B PeadNJINTAIHNI

He tpebyercs

5. HpoduiakTuka # JHCHAHCEPHOEe HAOJIOACHHE, MeIUIHMHCKHE IOKA3aHusA |

NPOTHBONOKA3AHUA K MPHMMEHEHHI0O METOI0B MPO(MDHIAKTHKH

5.1 IlpodpunaakTuka

J Cembsim, nmeromuM pedeHka ¢ bl pekomeHayeTcsi KOHCYIbTAIUS Bpada-TeHETHKA, C IEIBIO
ONpEeCIICHUsI FTEHETUYECKUX PUCKOB JJIsl CEMbH M MIPOTrHO3a MoToMcTBa [31].

YpoBeHb 10CTOBEPHOCTH /I0KA3aTEJIbCTB — S (YpoBeHb yoeauTeJJbHOCTH pekomMenaauuii C).
KommenTapuu: Kak u npu opyeux aymocomuo-peyeccugnuvix zabonesanusx npu BI' ona xaoswcooti
bepemeHHOCU pUCK podicOeHusi pebenka cocmasnsiem 25%. B cemvsx, 20e ecmv pebdenox c¢ bI,
cyujecmsayem B03MONCHOCHb NPOBEOeHUs] NPEHAMATbHOU U NPEUMNIAHMAYUOHHOU OUACHOCMUKU.
Ilpenamanvnan ouacnocmuxa BI' 6o3moorcna memooamu J[HK-ouaenocmuxu. Oonako, ¢ yuemom
KypabenbHocmu OaHHO20 3a001e8anUsl, HeOOX0OUMO 00CYOUmb ¢ cembell 6ce PUCKU U NPOSHO3bL NPU

PAHHEM Hadale mepanuu.

5.2 MOHMTOPHHI COCTOSHUS HNANUEHTOB ¢ 00J1e3HbI0 ['o11e

Benenue nanueHToOB peKOMEHIYETCSl OCYLIECTBIISATh B COOTBETCTBUU C PEKOMEHIALUSAMU 10
MUHUMaJIBHO HEOOXOJMMOMY MOHUTOPUHTY cocTossHUs OonbHbIX npu BI' | Tuma, pazpaboranHbIMU
OObeIMHEHHOM MEXIYHApOIHOM rpymmoii mo u3ydenuro 6ose3nu [omre (International Collaborative
Gaucher Group). KonTtponb moka3zateseli KpOBU HEOOXOAMMO MPOBOAUTH 1 pa3 B 3 Mec, pa3MepoB
napenxumaTo3Hbix opraHoB (Y3U, MPT) - 1 pa3 B 6 Mec, a Takxke INpU U3MEHEHUH JO3UPOBKU
npernapara Wil Ipu 3HAYUTETbHBIX KIMHUYECKUX OCNOKHEHMAX (Tabm. 1). OnpeneneHue cOCTOSHUSA
KOCTHOH TKaHHM ocywIecTBIISAIIOT 1 pa3 B rox. OmnpeneneHre akTUBHOCTH XUTOTPUO3MJa3bl Ha (oHE
(hepMeHTHOI 3aMeCTUTENbHON Tepanuu MpoBoAAT 1 pa3 B 12 mec.

Pexomenayercs marmentoB ¢ bI' HabmiomaTh Mo MeCTy KUTEIbCTBA B aMOyJIaTOPHO-
MOJUKIMHUYECKUX YCIOBUSAX BpauyaM Ieauarpam, rematonoram, npu bBI' Il Tuna — neBponoram, npu
HaJIMYUU KOCTHBIX HapyLIEHUI — opToleaam, 10 JOCTHKEHHS Bo3pacTa 18 ner.

Pexomennyercs BBenenne @3T mpoBOAUTE PEryssspHO NMPU HATWYUM MOKA3AHUM B Clydae
OCJIO)KHEHHOTO Te4YeHHs] OOJIE3HH - B YCJOBHSIX KPYIJIOCYTOYHOIO CTalMOHapa, B CTaOMJIbHOM
COCTOSIHUM — B CTallMOHApe JHEBHOro MpeObiBaHMA WM amOynatopHo 1 pa3 B 2 Henmenu. o
JOCTIDKEHUS] KIIMHHUKO-JIA0OpaTOpPHOW peMHUCCHM Bce NanuMeHTsl ¢ Bl JOMKHBI MPOXOAUTH
KOHTpPOJIbHOE 0O0cienoBaHue C Ienbio Koppekiuu 1036l ®3T B KpPyriocyToO4HOM WM JTHEBHOM

cTarmoHape 2 pasza B TOJl; B JaJbHEHIIIEM 00CieI0BaHke MPOBOAUTCS 1 pa3 B roj.
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Kaxnpie 3 | Kaxnasle | Kaxasie | [Ipu nu3amenenun
MecC 6 Mec 12 mec O3EI

I'emornobun v v
TpomOoIUTEI v v
AJIT, ACT v v
XUTOTpHUO3UIA3a v v
Pazmep neuenu no ganusiM Y3U unu MPT v v
Pasmep ceneszenku no nanHeiM Y3U win v v
MPT

Pentrenorpacgus 6eqpeHHbIX KOCTEH v v
MPT GenpeHHbIX KOCTEH v v
OcteoneHcuromeTpus v v
[Ipumeuanue.

AJIT/ACT — ananun-/acnapraramuHoTpaHcdepassl, Y3U — ynbrpa3zBykoBoe uccienoBanue, MPT

— MarHUTHO-PE30HAHCHAS TOMOTrpadws.

6. JonoanuTtenabHas nHGopManus (B TOM uncjie (hakTopsbl, BIUSIONIHE HA HCX0/1 3200J1€BAHUS

WM COCTOSTHMS)

6.1 HMcxoanl M IPOrHo3

[Tporno3 BI' mpu | u Il Tumax 3aBUCUT OT BBIPAKEHHOCTU KIMHUYECKUX IPOSIBICHUM.

Ha3naueHnne mnaToreHeTMYECKOM Tepalmuu Ha PAHHUX

CTaIMsIX

3a0oyieBaHUsl  OINpeAenseT

ONaronpusATHBII NPOTHO3 W yIydyllaeT KayecTBO >KU3HU Jeredl ¢ bI, mnpenorBpamas ux

WHBAJIWIN3aIHIO.

[Tpu BI' Il Tuma nmporuo3 xpaiiHe HEOIArONPUATHBIN (JETaIbHBIN UCXO Ha 1-2-M oy KHU3HH).
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Tabauua 2 - OpraHu3aIMOHHO-TEXHUYECKHE YCIIOBUS OKa3aHUS MEIUIIMHCKOM ITOMOIITH.

KpuTtepun oueHKH KayecTBa MEAUIUHCKOM MOMOIIHU

KP24

Bua MmeauumnHCKONH NOMOIIM

CHCHI/I&JIH?»I/IPOBaHHaSI MCIHUIMHCKAsA IIOMOIIb

YciaoBug oxkazanus
MEeAUIMHCKONH MOMOIIH

CraunoHapHO / B JTHEBHOM CTaI[IOHApe

MeIUIMHCKONH MOMOIIH

®opma oKazaHus [InanoBas

Tabauna 3 - Kputepun kayecTBa OKa3aHUs MEIUIIMHCKON TTOMOIIN

Ne Kpurepuii Onenka
BBINOJIHEHHU S
1. Brinonneno onpeJieseHue AKTUBHOCTH B-D- | da/uer
IJII0KO3UAa3bl B JIGHKOIUTAX mepudepuyeckon KpoB
W/WIIK TISITHAX KPOBH, BBICYIIEHHON Ha (DUIBTPOBATBHOM
Oymare, u/unu orpeJiesieHue aKTUBHOCTH
XUTOTPUO3HIA3bI B TUIa3Me KPOBU
2. IIpoBenena noareepxkaaromas JJHK-nquarnocruka Ja/ner
3. [TpoBenena ¢pepmenTHas 3amectuTenbHas Tepanus (npu | Ja/mer
noaTBepkJieHHoM auarHo3e bonesns ['ome I tuna Ge3
IOpa)KEeHUsI HEPBHOM CUCTEMBbI)
4. [TpoBenena gepmentHas 3amecTuTenbHas Tepanus (npu | Ja/mer

XPOHHUYECKOM MOpakeHneM HepBHOM cucteMsl (bone3nb
l'ome III Tuma), y KOTOpBIX HMEIOTCA KIMHUYECKU
3HaYUMBbIE HEHEBPOJIOIMYECKHE IIPOSIBICHUS
3aboseBaHus
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IIpunoxenue Al. CocraB paGoueil rpynnsl mo pa3padorke u mepecMoTpy

KINHNYCCKHUX peKOMeHIIaHl/Iﬁ

Baiinakopa I'anuna BukTopoBHa- K.0.H., BeIyLIMi HAaydHBIH COTPYIHHUK JabopaTopuu
HacieACTBeHHBIX OonesHeld oomMeHa PI'BHY "Menuko-reHeTHYECKUN HAYYHBIA IICHTP WM.
akagemuka H.I1.boukoBa", uieH Poccuiickoro o0uecTBa MeIUIIMHCKUX T€HETUKOB.

BapanoB Anekcanap AsexkcanapoBuy- akagemuk PAH, npodeccop, a.m.H., TloyeTHbii
IIpencenarens Mcnonkoma Coro3a neauarpos Poccun.

Bamakman3e Haro /IxkymO0epoBHa- 1.M.H., J0LEHT Kadeapsl GakyIbTETCKON MeIuaTpuu
[1® ®I'bOY BO PHUMY umenun H.U. [Tuporosa, MHcTUTYT neaguaTpuu 1 0XpaHbl 3J0POBbS
neteit [LIKb PAH, unen Coro3a nenuarpoB Poccum.

I'ynpoouna Oubra CtanucaiaBoBHA, K.M.H., B.H.C., Bpau-ractposnteposior HUU nenuatpun
u oxpansbl 310poBbs aereit LIKb PAH unen Coro3a nequatpos Poccun

3axapoBa Exarepumna lOpbeBHa -1.M.H., 3aBenyromias nabopaTtopueil HacaeICTBEHHBIX
Oonesneit obmena DI'BHY "Meauko-reHeTMUECKUN HAydHBIM IIEHTP UM. aKaJeMHKa
H.IT.boukoBa", wien Poccuiickoro obimecTBa MEAUIIMHCKUX T€HETUKOB, WICH €BPOIEUCKOTO
o01IecTBa 1Mo U3y4YECHUIO HACIIEICTBEHHBIX OoJe3Hel oOMeHa BemiecTs (SSIEM).

KyueB Cepreii UBanoBuu - un.-kopp PAMH, n.m.H., gupekrop ®I'BHY "Menunko-

'

TEHETUYECKNN HayuyHbld LeHTp uM. akanemuka H.IL.bouxosa ", Ilpe3unmeHT Accoumanuu
MEIUIIMHCKUX reHeTUKOB (AMI).

JlapoBa AJuia EBreHbeBHa -I.M.H., IVIABHbI HAY4YHBIM COTPYAHUK, Bpad BbICIIEH
KBaTM(UKAIIMOHHOW KaTeropuu To crneuuansHocTu “TlemmaTtpusa”, 3aBemyromias 2-m
neguatpuueckuM  otaenenuem, @OI'BOY  BO  «lIpuBOmKCKUN  HCCIIEOBATEIbCKUM

MEAUIMHCKUI yHUBepcutrer» M3 PO

MuxaiisioBa CBeti1ana BuranbeBHa -11.M.H., 3aBenytomas otaenenuem OI'BY «Poccuiickas

Herckas Knmuanueckas bonpaumnay M3 PO.

Moscucsin I'oap bopucoBHa — K.M.H., Bpad OTAelNeHHS ractposnteponorun PI'AY

"HayuHblif METUIIMHCKUN UCCIEI0BATENbCKUHN LIEHTP 340pOoBbs AeTeil”" M3 PO

Hazapenko Jlroamuia IlaBioBHa - npodeccop, 1.M.H., 3aMECTUTEINb JUPEKTOPA MO0 HAyYHOH
u JeueOHOW paboTe, pyKOBOAUTENb NabopaTopuu HaclaeACTBeHHON maronorun HUNU
MeOUUMHCKON TeHeTuku, Tomckoro HHUMI] PAH, unen Acconmanuv MEIUITUHCKHAX

reHeTuxkoB (AMI).
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Hama3zoBa-bapanoBa Jleiina CeiimypoBHa- akagemuk PAH, mnpodeccop, a.M.H.,

IIpencenarens Mcnonkoma Coro3a neauarpos Poccun.

HuxosaeBa Exatepuna AjlekcaHJApoBHA - 1.M.H., npod., wieH Poccuiickoro obmecTa
MEIULUHCKUX T€HETUKOB

Ileppynnna Tarbsina MuxailjioBHa, K.M.H., [upektop MHCTUTyTa NEpPUHATOJIOTHH U
nenuatpun, 'Y HMUIL[ um B.A. Anmazoa M3 PO

MeuatnukoBa Haraabs JleoHHI0BHA, Bpay-HEBPOJOT, 3aBEAYIOIIMM  OTICICHHUEM,
Mopo3zosckas JII'Kb [I3M

IMorocsin Hesiu CepreeBHa — mpencraButelb Bceepoccuiickoro oOmiecTtBa opdaHHBIX
3aboseBaHul

IMoranoB Asiekcanap CepreeBu4, J1.M.H., TpoQeccop, OTIEICHUE TaACTPOIHTEPOIOTUN
OI'AY "HayuHblil MEAULIMHCKUI UCCIIEI0OBATEIbCKHUM LIEHTP 310pOBbs Aereil" M3 PO,
kadenpsl neauatpuu u aetckoii peematonoruu ®I'AOY «llepseiit MI'MY um. .M.
CeuenoBa» Munsapasa Poccun (CeueHOBCKUIT YHUBEPCUTET)

IIymkoB AJiekcanap AJiekceeBHY — K.M.H., BEAYUIMIl HAay4HbII COTPYIHHK JIabopaTOpUu
MOJICKYJIIPHON T€HETUKU U MeAUIMHCKON reHoMuku OI'AY "HanumoHnanbHbI MEAUITUHCKUMA
HCCIEA0BATENIbCKUM LEHTp 310poBbs aAere" Mun3zapaBa Poccum, unen Accouuarnuu
MEIULUHCKUX T€HETUKOB.

Penuna Csernana AdanacbeBHAa — K.M.H.,, Bpau-TeHETUK OTJA€JIa OpraHU3aluu
Meuiacko oMo OI'BHY "Menuko-reHeTHYecKuii HayYHbId LIEHTP WM. aKaJeMHKa
H.I1.boukosa "

CaBoctbsinoB Kupunn BukropoBuu — 1.0.H., HaganbHuk lleHTpa (dyHIaMeHTanbHBIX
uccneoBanuit B mneauatpun DPI'AY "HanuoHanbHBIM MEIUIIMHCKUN HCCIIETOBATEIHCKUM

Al

LIEHTpP 370poBbs AeTer’ Munsapasa Poccun, wien Acconuanuy MEIUIMHCKUX T€HETHKOB.
CenumzsinoBa JImnusi PoGeproBHa - K.M.H., Beaymwmil HayuHblii corpynHuk HHUUN
neauatpud U oxpasbl 310poBba aereid LIKb PAH MuHncrepctBa Hayku M BBICHIETO
oOpazoBanusi Poccuiickoit ®@exnepanuu, [IOHEHT Kadeapbl MeIUaTpuu U JIEeTCKOM
pesmaronorun  ®I'AOY  «lepeeit MI'MY um. .M. CeuenoBa» Mun3sapaBa Poccumn
(CeueHOBCKMIT YHUBEPCUTET)

CmupnoBa Oubra SIkoBiieBHA — Bpay-r€HETHK, CTaplIMi HAydHBIM COTPYIOHHUK OTAENa
CTaHJIAPTHU3ALUN U U3Y4YEHUs OCHOB J0Ka3aresibHOW MenuinuHabl HYUW nennatpuum u oxpaHbl
3nopoBbs aerert [IKb PAH

Cmeranuna Hatanus CepreeBHa, 1.M.H., podeccop, 3amecTuTens aupekropa Mucturyra

TréMaToJIOTU, UMMYHOJIOTHUU W KIJIICTOYHBIX TCXHOHOFHﬁ, 3aMCCTUTCJIb TJIABHOI'O Bpa4da IO
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nedeOHo-KoHCyNnbTaTuBHOW pabdote DPI'BY «HMUIL[ AT'OU wum. Jmutpust PoraueBay

Munzapasa Poccun HMULL IT'OU um. Amutpus Porauesa

23. CtpokoBa Tarbsina BuxtopoBHa- a.M.H., npodeccop PAH, 3aBeayiomas otrieneHueMm
MeIMaTPUIECKOM TaCTPOIHTEPOOTHH, renatojioruu u auerosiorun Kmnauku @I'BYH "OUIL]
MUTaHUS U OMOTEXHOJIOTUH"

24. CypkoB Amnapeii HuxonaeBu4, J.M.H., 3aBEAYIOIIUN OTAEICHHUEM TacTPOIHTEPOIOTHU

OI'AY «HMMUL] 3n0poBes aerein» Munsapasa Poccun, unen Coroza neauarpos Poccun

25. TenaeB Pyctam ®@apuaoBuy4 —1.M.H. 3aBEYIOUINA peaHNMMaIlMel 1 MHTEHCUBHOM Tepanuu
OI'AY "HanuoHanbHbld MEIUUMHCKHA HCCIEIOBATEIILCKUM LEHTP 3/10pOBbA  AeTei"
MunszapaBa Poccun, npodeccop kadenpsl nenuatpun U aeTckoil pesmaronorun OIAOY

«Ilepoiit MI'MYVY um. .M. CeuenoBa» Munszapasa Poccuu (CeueHOBCKUIT Y HUBEPCUTET)

ABTOpBI HOATBEPKIAIOT OTCYTCTBHE (PMHAHCOBOH MOJIEPKKH/KOH(IMKTAa HHTEPECOB, KOTOPbIH HE00X0IUMO
00HApPOIOBATH.
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IIpunoxenue A2. MeTomoJiorus pa3spadoTKi KJIMHAYECKHX PEKOMEH AN

IleaeBasi ayIUTOPHUA JAHHBIX KJIMHUYECKHX PEKOMEHIAIIMM:

Bpauu-TIeAUATPHL;

BpayM OO0IIeH ceMeHOM MPaKTUKH (CeMelHass MeIUIINHA),
BPauU-racTPOIHTEPOIIOTH;

Bpaul-TeHETUKY,

Bpauu-JCTCKHE FeMaTOJIOTH;

Bpauu-ACTCKUE XUPYPTH;

Bpadn-HEBPOJIOTH,

BPauYM-OHKOJIOTH JIETCKHE;

MEIUIIUHCKUE TICUXOJIOTH;

CTYIEHTBI MeIUIIMHCKIX BY30B, HHTEPHBI, OpIUHATOPHL;

Tadoauua 1. Illkana omeHku ypoBHEW mocTtoBepHOCTH JoKazaTenbCeTB (Y /) st meTomos

JAUarHOoCTUKHU ([[I/IaFHOCTI/ILIeCKI/IX BMGIH&TCJII)CTB)

YA Pacummgposka

1 Cucrematnueckre 0030pBI HCCIENOBAaHUI € KOHTpOJeM pedepeHCHBIM METOAOM WIIH
CUCTEMAaTUYEeCKUN  0030p  paHIOMM3UPOBAHHBIX  KIMHUYECKHUX  HCCIEIOBaHUN ¢
IMPUMCHCHUCM MCTAa-aHAJIN3a

2 OtnenbHBIE HCCIEIOBAHUSA C KOHTpOJeM pedepeHCHbIM METOJOM WM  OTAC/IbHBIC
PaAaHIAOMH3UPOBAHHBIC KIIMHUYECKUEC HUCCICJOBaAHUA n CUCTEMATHYCCKHUEC 0630pBI
WCCIIEeIOBaHUI I000T0 [u3aifHa, 3a UCKIIOYEHHEM paHAOMHU3MPOBAHHBIX KIMHUYECKUX
HCCIIEIOBAHUH, C TPUMEHEHUEM METa-aHaau3a

3 HccnenoBanuss 0e3 MOCIEAOBATEIbHOTO KOHTPOJS pedepeHCHBIM METOJIOM WM
HUCCJICAOBaHUsA C pe(l)epeHCHI)IM MCTOO0M, HEC ABJIAIOMIUMCA HC3aBUCHMBIM OT MCCICIYEMOT'O
METOAa MM HCPAHAOMU3ZHUPOBAHHBIC CPABHUTCIIBHBIC MCCICAOBAHUA, B TOM YHUCIC
KOTOPTHBIC UCCICIOBAHUS

4 HecpaBHurenbHbie UCCIEA0BAHUS, ONMMCAHUE KIMHUYECKOTO CITydas

5 NmeeTcs nuis 000CHOBaHUE MEXaHU3Ma JACHCTBHSI UM MHEHHE DKCIIEPTOB

Tadauma 2.I1lkana OICHKW ypPOBHEH JOCTOBEpHOCTH aokazartenbcTB (Y IJ])ams meromon

npoUIakTuKy, JedeHus U peadmiurauuu (MpoUIaKTUYECKUX, JIe4eOHBIX, peabuIUTallMOHHBIX

BMEIIATENIBCTB)

Pacmmmdposka

YA
1

Cucrematnuecknit 0630p PKU ¢ npuMmenennem mera-anannsa

2

Otpensubie  PKMI um  cucremarmyeckue 0030pel  HCCIEAOBAHMN JOOOro Am3aiiHa, 3a
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uckimouenneM PKU, ¢ npumeHnennem merta-aHanusa

w

HepaHI[OMI/I3I/IpOBaHHBIe CPaBHHUTCIILHBIC UCCIICAOBAHMS, B T.4. KOTOPTHBIC UCCIICAOBAHU

4 | HecpaBHUTENIbHBIE HCCIIEAOBAHMS, OIMCAHUE KIMHUYECKOTO cllydyash WM CEpUU CIy4yaes,
VCCJIEJOBAHMSI «CIIY4aii-KOHTPOJIb)

5 Hmeercss aumb 00OOCHOBaHHME MeXaHH3Ma HeﬁCTBHH BMEIIATCIbCTBA (I[OKJ'II/IHI/ILICCKI/IC
I/ICCJIeI[OBaHI/ISI) HJIM MHCHUC SKCIICPTOB

Tadoauna 3. [llkana oneHku ypoBHEH yoenutenbHOCTH pekoMeHnanuii (YVYP) ans metonos
NpOPUIAKTUKH, AUATHOCTUKH, JICUEHUS W peabuinuranuu (MpoduIaKTUYECKUX, THarHOCTHYECKHUX,

Ne4eOHBIX, peaOMIINTAIMOHHBIX BMEIIATEIIHLCTB)

YYP Pacmmmdposka

A CuiibHast pekoMeHaIus (Bce paccMaTpuBaeMbie KpuTepuu d3OPEKTUBHOCTH (MCXOIBI)
SIBJITFOTCSI BOKHBIMH, BCE HCCIICOBAHUS UMEIOT BBICOKOE HJIU YIOBIICTBOPUTEIHHOC
METOOJIOTMYECKOE KAa4YeCTBO, UX BBIBOJBI 10 WHTEPECYIOIIUM HCXOJaM SIBIISIOTCS
COTJIACOBAHHBIMHU)

B VYcnoBHas pekoMeHJanus (HE BCe paccMarpuBaeMble KpuTepuu 3G(HEKTHUBHOCTH
(MCXOIBI) SIBIAIOTCS BAXXHBIMH, HE BCE HCCICAOBAHUS HMMEIOT BBICOKOE WIIU
yIIOBJIETBOPUTEIBFHOE  METOAOJOTMYECKOe KadecTBO W/WIM HMX BBIBOJBI IO
WHTEPECYIOIINM MCX0JIaM He SIBJISIFOTCS] COTIACOBAHHBIMH )

C Cnabas pexomenmanus (OTCYTCTBHE JOKa3aTeJIbCTB HAJJIeKaIIero KadectBa (Bce
paccMmarpuBaeMbie Kputepur PGHEKTUBHOCTH (MCXOBI) SIBISIFOTCS HEBAKHBIMH, BCE
HCCIIENOBAHNS HMEIOT HHU3KOE METOMOJIOTHYECKOE KaueCTBO M HMX BBIBOALI 110
HWHTEPECYIOMINM MCX0JIaM He SIBJISIFOTCS] COTIACOBAHHBIMH )

Iopsiiok 00HOB/IEHHS KIMHUYECKHUX PEKOMEH AU,

MexaHu3sm  OOHOBJIEHHS  KJIMHUYECKUX  pPEKOMEHJAMi  MpeaycMaTpuBaeT  HX
CHUCTEMATUYECKYIO aKTyaJu3allMl0 — HE PEKEe YeM OJUH pa3 B TPU T0Ja, a TAKXKE NP MOSABICHUU
HOBBIX JAQHHBIX C TO3HIIMH JIOKA3aTEIBHOW MEIUIIMHBI 0 BOMPOCAaM JIHATHOCTUKH, JICYCHHS,
NpopUIAKTAKK W peadWiIuTalMk  KOHKPETHBIX  3a00JIeBaHUM, HAIUYMKA  0OOCHOBAHHBIX

JIONIOJTHEeHNH/3aMedanuil k paHee yrBepkaEHHBIM KP, HO He yamie 1 pa3a B 6 Mecsiies.
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Ipuno:xkenne A3. CnpaBouHble MATepHANbI, BKJIKOYA COOTBETCTBHE MOKA3AHMH K

NpPUMEHEeHHI0 U TPOTHBONOKA3aHUI, CIOCO00B NPHMEHEHHUS! U /103 JIEeKAPCTBEHHBIX

NpenaparoB, HHCTPYKIMHU MO MPUMEHEHH IO JIeKAPCTBEHHOT0 Mpenapara

[Ipuka3z MuHucTepcTBa 3/[paBOOXpaHEHus U coluanbHoro pazsutus PO ot 16 anpens 2012 r.

N 366H "O6 yrBepxknenuu [lopsiaka okazaHus eauaTpuIecKoi moMorm"”
[Ipuka3 Munucrepctsa 3apaBooxpaneHus PO ot 15 mos6ps 2012 . N 9171 «O6 yrBepxnenuu [Topsaka

OKa3aHMsI MEAUIIIHCKON TTOMOIITH OOJBHBIM C BPOKICHHBIMHA M (MIIN) HACIIEICTBEHHBIMH 3200JICBaHUAMI

[TocranoBnenwne IIpaBurenscTBa Poccuiickoit @enepanuu ot 9 ampens 2015 roga Ne333 «O6
yrBepkaeHuu [IpaBui popMHPOBaHUS TIEPEUHS CICIUATM3HPOBAHHBIX MPOYKTOB JICYEOHOTO

MMUTAHUS I JETEH-UHBAITUIOB).

4. TocynmapCTBEHHBIN peecTp JIEKapCTBEHHBIX cpeacTB: https://grls.rosminzdrav.ru

OcHOBHEIE HOPMATHBHO-NIPABOBbIE€ AKTbI, PEr'yJIUPYIOLHINE OKA3aHUE NaJVIMATUBHOM MeAUMIIMHCKOM IMOMOIIH

1.

®enepanbhbiii 3aKoH "O BHeceHnH u3MeHeHHni B DenepanbHbiil 3aKoH "O0 OCHOBAaX OXpaHbl 37I0POBbSI TPAXKIaH
B Poccuiickoit @enepanuu" mo BompocaM OKa3zaHHs MajUIMAaTUBHOM MemuuuHCKo# momommu" ot 06.03.2019 Ne
18-®3.

[puka3 Munzapasa Poccun Ne 3451, MunTpyna Poccnn ot 31.05.2019 Ne 3721 «O0 yTBEep:KICHUH TOI0KESHUSI
00 oOpraHm3alMM OKa3aHWsA NaJUIMATUBHOM MEAMIIMHCKOW IOMOINM, BKJIOYas IOPSAAOK B3aMMOJCHCTBHSA
MEIUIMHCKUX OpraHn3aliid, OpraHn3alyii COHAIbHOTO 00CITYKMBAaHHU U OOIIECTBEHHBIX 00BbEANHEHNH, HHBIX
HEKOMMEPUYECKHX OpraHHU3alHii, OCYILECTBISIONINX CBOIO IESATENBHOCTh B cpepe OXpaHbl 37J0POBBSI».

ITpukaz Munzapasa Poccun Ne 348u ot 31 Mas 2019 roga «O0 yTBepKIeHUH NIEPEUHS] METUITMHCKUX U3JENUHT,
MpeJHAa3HAYCHHBIX IS TOAJEpKaHWS OPraHOB M CHUCTEM OpraHHW3Ma YeJOBeKa, MPEIOCTABISIEMBIX IS
HCTIOJBb30BaHUS HA AOMY».

[puxa3 MunzgpaBa Poccuun Ne 505H ot 10 wmroms 2019 roma «OO6 yrBepkaeHuu Ilopsimka mepemads OT
MEIMIMHCKON OpraHm3aliii ManueHTy (ero 3aKOHHOMY TIPEJCTABUTENI0) MEIUIMHCKHX — HM3JENHH,
NIpeAHa3HAYCHHBIX IS TTOIepKaHus (YHKIMI OpPraHOB M CHCTEM OpraHM3Ma 4YelloBeKa, JUIsl MCIIOIb30BaHMs Ha
JIOMY TIpH OKa3aHHUH MaJTIHaTHBHOW MEIUIIMHCKOM TOMOIII.

ITpuxa3z M3 PD Ne 831 ot 3 oxtabpsa 2019 roma «O6 yTBep>KACHHH BEIOMCTBEHHOW II€JIEBOM MPOrpaMMBbI

«Pa3BuTHE cCHUCTEMBI OKa3aHUs MaTJIMATUBHON MEIUIIMHCKON MTOMOIIIN.

Hpo'me HOPMATUBHO-NPaBOBbIC€ JOKYMEHTBI, C YY€TOM KOTOPbIX pa3p360TaHLI KIMHUYECKHE PEKOMECHAAMN:

1. ®enepanbubii 3akoH 0T 21 HOsOpst 2011 1. Ne 323-03 «OO6 ocHOBax OXpaHbI 37I0POBbS TPaXk/laH B

Poccuiickoit ®eneparun» (Cobpanue 3akoHoaaTenbcTBa Poccmiickoit @eneparum, 2011 1., No 48, c1. 6724);

2. MexayHapogHast KiaccuduKkariys 60e3Hei, TpaBM U COCTOSIHUM, Biustonux Ha 310poBbe (MKB — 10);

3. IMpukaz M3 P® or 20 mexabpst 2012r. Ne 1183 OO yTBepKIeHWM HOMEHKJIATYPHI IOJDKHOCTEH

MEIUIITMHCKHUX pa6OTHI/IKOB u (bapMaIIeBTI/I"ICCKI/IX pa6OTHI/IKOB.

4, [puka3z M3 PO ot 23 uronsg 2010 r. Ne 5411, Enuabiii KBaM(UKAMOHHBIN CIIPaBOYHUK JTOJDKHOCTEH

PYKOBOIWTENEH, CIEHHAIMCTOB M CIyXamuxX, pasaen KpamnpukarpoHHBIE XapaKTEPUCTHKH JTODKHOCTEH

paboTHUKOB B cdepe 3ApaBOOXpaHEHUSI.
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5. OenepabHbIl 3ak0H OT 25.12.2018 Ne 489 489-®3 «O BHeceHMM W3MEHEHHH B craThio 40
OenepaibHOTO 3aKkoHa "OO 00sM3aTEeNBPHOM MEIUIIMHCKOM CcTpaxoBaHMM B Poccuiickoit ®exepanun" u
OenepanpHelid 3akoH "OO OCHOBaxX OXpaHBI 370pOBBS TpaxaaH B Poccuiickoii Penepannu" mo Bompocam
KITMHAYECKIX PEKOMEHIAIIAI.

6. IMpuka3 MunsapaBa Poccum Ne 103H ot 28.02.2019 r. «OO0 yTBepKICHHM TMOPSAAKA M CPOKOB
pa3pabOTKU KIMHUYECKAX PEKOMEHAANUM, WX IMEpPecMOTpa, THIIOBOW (hOPMBI KIMHUYECKAX PEKOMCHAAIUN U

Tpe6OBaHI/Iﬁ K UX CTPYKTYpPEC, COCTaBy U Haquoﬁ 000CHOBAHHOCTH BKJIIOYAEMOI B KIIMHHUYECKUE PCKOMEHAaANN

nHpopManum».

7. [Ipuxa3 MunzapaBa Poccun ot 13.10.2017 N 8041 "OO6 yTBepXIeHUN HOMEHKJIATYPHI MEIUITMTHCKIX
yeyr".

8. [Ipuka3 MunmcTepcTBa Tpyaa W conuanbHOW 3ammutel PP ot 27 aBrycra 2019 r. Ne 585 "O

KIacCHU(PUKAIUAX U KPUTEPHUSX, UCIIONB3YEMBIX IIPU OCYIIECTBICHUH MEAMKO-CONMAIBHON 3KCHEPTU3bl IPaskAaH
(benepanbHBIMU FOCYJAPCTBEHHBIMHU YUPEXKICHUSIMHU MEIUKO-COIHAIBbHON 3KCIePTH3HI";

9. IIpukas  MunucrepctBa  3apaBooxpaHeHus PP or 14 sgmuBaps 2019 r. Ne 4m
«O06 yTBepXKICHHUM IOpAAKAa HA3HAYEHMS JICKAPCTBEHHBIX IpenapaToB, (OpPM pELEnTypHBbIX OJaHKOB Ha
JIeKapCTBEHHBIC IIpenapaTsl, MOPsaKa 0(OPMIICHUS yKa3aHHBIX OJIaHKOB, UX y4eTa U XPaHESHUS»

10. [Ipukaz MuUHUCTEPCTBO 3ApPaBOOXPAHEHUS M coLuanbHOro pas3BuTus Poccuiickoit ®epepauuu «O
TIOPSIIKE TIPIMEHEHUS JICKApCTBEHHBIX CPEICTB Y OOJIBHBIX 110 XKM3HEHHBIM ITOKa3aHUsIM» OT 9 aBrycra 2005 1. Ne
494

11. [lepeuens cnenuanM3upPOBaHHBIX MPOIYKTOB JeYEOHOTO MUTAHHS I AeTel-mHBanuaoB Ha 2020 rox,

Pacnopsixenue [paButensctBa Poccuiickoit @enepaiuu ot 11 aexkadbps 2019 roma Ne 2984-p
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IIpuioxkenue B1l. Aaropurm aeiicTBuii Bpaua

[Nanment ¢ moxo3penueM Ha 6ose3Hb ['ome

A4

Jnarnocrtuka.

Kouncynpranus
IpOPUILHOTO Juarxo3
CIenuagncTa MOATBEPKAEH?

HET

Ecth nmokazanus
K ®3T?

Hasznauenune ®3T

v

MOHI/ITOpI/IHF COCTOSAHMA ITAIITUCHTOB,

nonyuarorux O3T

MonuTopuHr
COCTOSIHHS TTAIIIEHTOB

KP24
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Ipuioxenue B. Unpopmanus 1 naueHToB

bonesus ['ome - 310 HacnencTBeHHOE 3aboseBaHue. Y MAlMEHTOB C 0OJIE3HBIO
['o1ie - CHIKEHA aKTUBHOCTH (hepMeHTa, [3-D-riroko3uaassl (MroKonepeOpo3naspl),
OTBETCTBEHHOTO 32 pacLICIUICHUE JUNOUIOB  (KHUPOB). B pesynbrare
HEJOCTaTOYHOCTH (epMeHTa B KJIETKaX HakaluiMmBaeTca o0co0oe  BeIecTBO,
Ha3bIBaeMoe IIIoKolepedpo3us. Hakomnenue ero B mNEYeHH, Celie3€HKE, KOCTSIX U
JIPYTUX TKAHAX MOXET MPUBECTH K BO3HUKHOBEHHUIO CHUMIITOMOB, KOTOpPBIE MOTYT
BapbUPOBaTh OT JIETKOHM /0 TSKEIOW CTENEeHU U TOSBIATHCS B JIIOOOM BO3pacTe OT
MJIAJIEHYECTBA JI0 3PEIOCTH.
I'en rmrokouepedpo3ua3sl KapTupoBaH Ha xpomocome 1g21. B Hacrosiee
BpeMst orrcaHo 0osee 400 pa3TuYHBIX MyTallMi, KOTOPbIE YaCTUYHO HMJIA MOJTHOCTHIO

OJIOKMPYIOT KaTaJUTUUYECKYIO0 aKTUBHOCTh (DEpMEHTA.

Kimmnanieckue nposisiiennsi 6osiesnu I'ome

B 3aBucumocTy OT KIMHUYECKOTrO TeUEeHHUs BbIAEIA0T 3 Tuna 6one3nu [ome:

e TuM | — He-HEHPOHOMIATUYECKUI (CaMBbIil YaCTBhIi);

* TUI 2 — NH()AHTWIBHBIN WIH OCTPbIA HEUPOHONATUYECKHIA;

* TUN 3 — NOAOCTPBINA HEHPOHONATUYECKHIA;

IIpn Timax 2 u 3 B NMATOJIOTMYECKUM IMPOLECC BOBJIEKAETCS HEPBHASI CUCTEMA,
MO3TOMY MX HA3bIBAIOT HelpoHomnaTuueckumu. Kimmaundeckue npossieHus: bI' tuna 1
pazHooOpasubl. Bo3pact Mmanudecraru 3aboneBanus Bapsupyet oT 0 mo 60 net. bI
TUINA | UMEET XPOHUYECKOE TEUEHHUE.

KimHnyeckass kapThHa XapakTepu3yeTcs IPOTPECCHPYIOIINM YBEIUYECHUEM
NapeHXUMATO3HbIX OPraHoB (MIEYEHH W CEJIe3€HKH), MAHIMTONECHUEeW W MaToJoruen
TpyOUaThIX KOCTEH CKeneTa:

* renaTocIuieHoMeranus (yBEIMYEHHUE MIEYEHH U CEJIE3EHKH );b

N3omupoBanHas CIUICHOMET JIUs

* FeMOppParui4ecKuii CHHAPOM;
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* KOCTHBIE 0011 (KOCTHBIE KPU3bI);

* HAPYIICHWE TIOJBIDKHOCTH B CyCTaBaX, OOYCIOBJICHHOE AaCENTHYCCKUM
HEKpPO30M;

* IATOJIOTUYECKUE TTEPEITIOMBI;

* 3a/Iep’KKa (PU3NYECKOT0O U MOJIOBOTO PA3BUTHS;

* ACTEHUYECKUI CUHIPOM.

[loctosiHublid W Hambosee paHHHUI NpU3HAK 3a00JeBaHHUS — CIUICHOMETausl.
Pasmepnl cenezenku npu bBI' MoryT nipeBsIimaTe HopMmy B 5-80 pas.

ITo mepe mporpeccupoBaHusl CIJICHOMETaJIUU B CEJIE3EHKE MOTYT pPa3BUBATHCA
nH(apKThl U GUOPO3HBIE UBMEHEHHUS, KOTOPhIE HE UMEIOT KIIMHUYECKUX MPOSIBICHUN.
['emopparuueckuii CHHIPOM, CBSI3aHHBIA C TPOMOOILIMTOINICGHUEW W HapyIIEHUEM
GyHKIIMU TPOMOOIIUTOB, MPOSIBIIAECTCS B BUJIE MTOAKOXKHBIX T€MaTOM, KPOBOTOYMBOCTHU
CIIM3UCTBIX 000JIOYEK M JJIUTEIBHBIX KPOBOTEYEHHUH IIOCIIE MAaJbIX ONEPaTHUBHBIX
BMemateabcTB. [lopakeHue Jerkux Berpedaercss penko  (1-2%  OonbHBIX),
MPEUMYIIECTBEHHO Yy TMAaIlM€HTOB, KOTOPHIM ObLla yJajeHa CeJle3€HKA. THUIMUYHBIM
nposiBneHreM bl Ttumna 1 sBisieTcss nmopaxeHue KOCTHO-CYCTaBHOM CHUCTEMBI, KOTOPOE
MPOTEKaeT OT OECCUMMNTOMHOW OCTEONEHMH U KoJI0ooOpazHoW nedopManuu
JTUCTAJIbHBIX OTJICJIOB OCAPEHHBIX KOCTEeH (KOJIOBI DpieHmeliepa) 10 TsKEICHUIIero
OCTEONOpPO3a C MHOKECTBEHHBIMU MATOJIOTMYECKUMU MEPEIOMaMU M UIIEMHYECKUMHU
HEKpO3aMHU, BEIYIIUMU K Pa3BUTHUIO BTOPUYHBIX OCTEOAPTPO30B M, KaK CIICJICTBHE,
HEOOpATHMBIX OpTONMEAMYECKUX JAeheKToB. Y OonbIMHCTBA OO0MBHBIX ¢ bBI
HaOMIOAAIOTCA XPOHUYECKHE O00JIM B KOCTAX. XapaKTEpHbl KOCTHBIE KpPH3bI,
CONPOBOXKJIAIOIIUECS  MYUYUTEIbHBIMM  OOJIIMM B KOCTSX, THUIEpEeMUEH U
OOJIE3HEHHOCTHIO B 00JIaCTU CYCTaBOB, CHIDKEHHWEM JBUTATEIIbHOW aKTUBHOCTH,
JTUXOopaakoi, o3HoOOM. Ha mnuke Kpu3a OTMEUarOTCS BBICOKMH JICHKOLIMTO3 U
MOBBIIIEHHAs] CKOPOCTh OCEIaHHsl JPUTPOLUUTOB. VMEHHO MOpa)KEHHE KOCTHO-
CyCTaBHOM CHCTEMBI OIIPEAEIISAET TSKECTh TeueHHs bl' 1 KkauecTBO KU3HU MMALIUEHTOB.

B nocneanue roawl psa ucciegoBaTesei, Mmokasaia, YTO OIEHKA HAKOIIJICHUS HE
npsMoro cybcrpara, a ero MOAUGUIIMPOBAHHOW (POPMBI, JHU30CHUHTOIUINIOB,

aBysieTcs: HauOoJiee yyBcTBUTENBHBIM MapkepoMm JIBH. B udactHocTH, oOcyxmaercs,
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qTo Il JUArHOCTUKKW U MOHUTOPHUPOBAHHA OTBECTA HA TCPAIIHUIO IIPpH 0os1e3HU FOIHC,

HauboJiee YYBCTBHUTCIIbHBIM TCCTOM CCTOIHSA SABJIICTCA OLICHKA FJIIOKO?)I/IJ'IC(I)I/IHFOSI/IHEI

(GlcSph).

Jleuenue 0oJie3Hu I'omre

N3yuenne mnarorene3e Oosiesnu ['oiie mnpuBesno K OTKPBITUIO (EepMEHTHOU
3aMECTUTENIbHOU U cyOcTpar-peayuupyronieii tepanuu. B PO nocTynmHO HECKOIBKO
penapaToB, KOTOPbIE HAa3HAYAET Bpad B 3aBUCHUMOCTH OT KJIMHUYECKHUX IOSBICHUHN

00JIE3HM.
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Ipuaoxkenue ['1-I'N. HIkaanbl omeHKH, BONPOCHUKH W JAPVIHE ONECHOYHBIE
HHCTPYMEHTLI COCTOSSHHA NAINMEHTAa, TPHBEICHHLIE B KJINHWYECKHX
PEKOMEHIAIUAX

IIkana oueHkn TskecTH 3a60eBanus npu 6oae3nun Tome (Maja Di Rocco et al. Haematologica 2008; 93: 1211-1218)

Kinnnyeckue H J1abopaTopHble NPU3HAKH Ilpusznaxku Bbanbl
CkejleTHbIE HAPYIIEHHUsI
NHpuabTpanus KOCTHOI0 M03ra Ha OCHOBaHHUH
pesyabTaToB MPT niun cuuarurpaguu
OTCYTCTBYIOT/MHHUMAJIbHBIE 0
Cpenusis 1
ITpomexyTouHast 2
Tsxenas 3
Hapyumienne MuHepaibHOM IJIOTHOCTH KOCTel
OTCYTCTBYIOT/MHHUMAJIbHBIE 0
Cpennss 1
ITpomexyTouHast 2
Tsxenas 3
OcTeoHekpo3

Her 0
MenynspHblii HHQApKT 1
OcTeoHeKpo3 2
Hanuuue npoTe3oB 3

IIaTosoruyeckKue nepeaoMbl
Her 0
Beumn/ects 2

I'emaToJiornyecKkne HApymeHHUs

KoHueHnTpauus remorjioouHa
>12 v/ (myx) >11,5 (xen) 0
10-12 r/nn 1
8-9,9 r/mn 2
<8 r/mn* 3

Umncsio el KOUTOB
>4x10°/n 0
4x10%n1-2,5%10%n la/s
Menee 2,5x10%/1 2a/B
Menee 1,9% 10%n 3a/B
Yucao TpoMOOLMTOB
>150x10%/n 0
101-150x10%/n la/s
60-100x10%/x1 2a/B
Menee 60x10°/1 3a/B
Bpemsi kpoBoTeueHust

Menee 8 MuH 0
Bonee 8 mun

AKTHBHOCTH XHTOTPHO31a3bI
Menee 600 HMOIB/MI/4 0
600—4000 amons/mi/a 1
4001-15 000 amosIs/MIT/9 2
Bouee 15 000 amouts/Mi/a 3

KoHueHnTpamus Jier04HOro XeMOKHHA

<72 ur/mn 0
72-236 ur/mi 1
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237-1000 ar/mMn 2
Bboisree 1000 Hr/min 3
Cene3enka
Het u3menenuil mo 7anHbIM 0
MPT/V3U
EcTh n3MeHeHus Mo JaHHBIM 3
MPT/Y3U
be3 cenakromun 0
CHIeHIKTOMUS 2
YBenuuenue pazmeposn 10 5 N 0
VYBenuuenue pazmepos 5-9 N 1
VYBenuuenue pazmepos 10-15 N 2
YBenuueHue pazmMepoB Ooee 3
15N
Ileuyennb
Her m3menennit 0
Ectp HapymieHus: QyHKIuH 3
YBenuuenue pazmepos 1o 1,25 N 0
YBenuuenue pasmepos 1,25-2,5N 1
YBenunuenue pazmepon 6oxee 2,5N 2
JlerouHasi runepTeH3us
Her 0
Cpenusis 1
Tsoxenas 2
JbIxaTejibHAsi HEIOCTATOYHOCTD
Her 0
Cpenusis 1
Tspxemast 2
HeBpoJsiornueckue HapyumeHHs
Her cummnitomoB 0
[Mepudepuyeckas 1
MOJINHEBPONIATHS
Bonesns [Tapkuncona 3

* — WM He0OXOMMOCTh B TeMOTpaHCy331H.
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